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Paznen 1. [lepeueHb MIIAHUPYEMBIX Pe3yJIbTATOB 00y4YeHHUsI IO TUCHHUIIHHE (MOTYJIH0), COOTHECEH-
HBIX ¢ IVIAHUPYeMbIMH pe3yiabTaTamMu ocBoeHust OIIOII

1.1. leap u3y4yeHUs1 TUCUMILTHHBI (MOTYJIsA)

OcBoceHusl y4eOHOUM TUCIUTUTHHEI (MOYIIs) « MEIUITMHCKAsi TCHETHKA» COCTOUT B OBJIAJICHUU O0IIIe-
TEOPETHYCCKUMHU 3HAHUSAMU B 00JIACTH METUITMHCKOM T€HETUKH U B JOPMUPOBAHUHU CITIOCOOHOCTH Yy CTY-
JICHTOB MIPUMCHSITh OCHOBHBIE IMOHATHUS B 0071aCTH MEAUIIMHCKOM TeHETUKH, HEOOXOIMMBIC JUIS peain3a-
MY KIIMHUKO-TEHETUYECKOT0 MOAX0/1a TP TUArHOCTHUKE, JICUEHUH U TPO(PHIIAKTUKE HACTIEACTBEHHBIX
3a00J1eBaHUM.

1.2. 3axaun u3yyeHusi TUCHUIIMHBI (MOYJIs1)

Hay‘-IHO'I/ICC.HeI[OBaTCJIBCKaSI JACATCIIBHOCTD:

- AHanu3 HAYYHOW JTUTEPaTyphl U OPHUITMATBHBIX CTATUCTUYECKUX 0030pPOB, y4acTHE B IPOBEICHHUH
CTATUCTUYECKOTO aHAIN3a U MyOJUYHOE MPECTaBICHUE MTOJIYYCHHBIX PE3yJIbTATOB;

- ChopmMupoBaTh 3HaHUS O TEHOME YEJIOBEKA, MPUPOIEC OCHOBHBIX I'PYII HACIICICTBEHHON MaTOJI0-
THH YeJI0BEKa: 3TUOJIOTHH, MEXaHU3MOB MATOreHe3a, MPUYHH KIMHUYECKOTO MOTUMOp(HU3Ma U UCIIOb-
30BaHME 3TUX 3HAHHUH 71 AU depeHIInaTbHON TUarHOCTHKY 3a001eBaHUH.

- ChopMupoBaTh HaBBIKU MPABUIHLHOTO COOpa FeHEATOTUYSCKUX JAHHBIX, COCTABIICHUS W aHAIN3a
POJIOCIIOBHBIX; cOOpa aHaMHEe3a U OCMOTpa OOJIBHOTO C IIEJIbIO ONUCAaHMs (DEHOTHUIIA JIJIsi CUHAPOMOJIOTH-
YEeCKOTO aHaJIN3a.

- OO0y4ynTh HaBBIKAM MO MPOBEACHUIO aJICKBATHBIX MPOPUIAKTHUECKUX MEPOIPHUSITHIL: BBISIBICHHUIO
«TPYIII MOBBILIEHHOTO PUCKA» CPEAU HACEIICHUS U UX AUCIIAHCEPHU3ALIHHU.

- JlaTh nipeACTaBIEHUE O TEHETUUYECKUX OCHOBAaX MHAMBUAYaJIbHOI'O OTBETA HA JIEKAPCTBEHHOE BO3-
NIEUCTBUE.

- OOy4uTh CTYACHTOB OJJIEMEHTAPHBIM TMPAKTUYECKUM HaBbIKAM B OOJACTH MOJIEKYJISIPHO-
TCHETUYECKOM, IUTOTCHETHIECKOH, OMOXUMUYECKOW W TIPEHATATBHON JMATHOCTUKH, a TAKXKE MOKa3aHU-
SIM K UX MPOBEJICHUIO.

1.3.MecTo aucuunjannsl (Moay.as) B crpykrype OITIOII:

HucuumuinHa «MenunuHcKasl reHeTHka» OTHocuTes K Osoky b 1. JlucuunianHbel BapuaTHMBHOM 4acTH,
o0s13aTeIbHbIE JUCIUILIIUHBI.

OcHOBHBbIE 3HaHUS, HEOOXOAUMBIE JIIsl U3yUEHUS TUCHUILIMHBI GOPMUPYIOTCS TPU U3YUEHUH TUCIH-
IIJIUH:

- Ucropus

- DOKOHOMUKa

- JIaTMHCKUI S3BIK

- MenunuHckas nH(popMaTHKa

- Xumus

-buonorus

- OCHOBBI OMOOPTraHNYECKONH XUMHUU
- IHoCcTpaHHBIN SA3bIK

SBnsiercs npenmecTByOmEen A1 U3y4eHUs JUCIUILINH:
-buoxumus
- HopmanbHas ¢pusnonorus
- Mukpo6uoorus, BUpyCoI0Tust
- UmmyHOnOTNRA
- Gapmakoorus
- [TaTopuznonorus, KTUHUYECKAs TaTOPUZNOIIOTUS
- HeBponorus, Helipoxupyprus
- [lcuxuarpusi, MEIULUHCKAs ICUXOJIOTHS
- AKyl1epcTBO ¥ THHEKOJIOTHS
- [lennarpus



- lepmaToBenepoorus
-Odransmonorus

-OHKoJI0T s, JIyd€eBas Tepanus
-I'emaronorus

1.4. O0beKTHI NPOo(deccHoOHATBLHOI 1eATeTbHOCTH

O6bexramu pohecCHOHATBHON AEATEIBHOCTH BBIITYCKHHKOB, OCBOMBIIUX Pabouyto Mporpammy

JTUCITUTITAHBI (MOYJIs1), SIBJISTIOTCS:

- puzuveckue nuna (MaUeHTH);
- HACeJICHHE;
- COBOKYITHOCTb CPEJICTB M TEXHOJIOT'MH, HAIIPABJICHHBIX HA CO3JaHUE YCIOBHM I OXPaHbI 310pO-

Bbs I'pAXKIAH.

1.5.Buabl npodeccuoHaIbHOM 1esITeJIbHOCTH

W3yuenne naHHOW TUCIMILTMHBI (MOJY/IsI) HAIIPABJIEHO Ha MOATOTOBKY K CIEIYIOIMM BHIAM Mpodec-
CHOHAJILHOW JESTEITbHOCTH:
1) nayuno-uccredosamenvcras.

1.6.@opMupyeMble KOMIETEHIIMU BbITYCKHUKA

[Iponiecc M3ydeHus: AMCHUIUIMHBI (MOYyJIsl) HANpaBiieH Ha (JOPMHUPOBAHUE y BBITYCKHUKA Cle-
JOYIOIMX KOMIIETEHIUI:

[TepeueHs TUTAHUPYEMBIX PE3YIBTATOB OOYUCHHUS OneHouHbIe
Ho- Pesynprater M0 TUCIUIUIAHE (MOYIIIO) cpexcTaa
No Mep/uH- OCBOCHUS
H/' JIeKC OI1OI1 A
T kom- (conepxanue Ans Teky- | mpome-
3HaTh YmeTh Brnanern LIETO KOH- | IKyTO4-
MIETEHIIUN | KOMIIETEHIIUH) Tpoms HOI aT-
TeCTallun
1 2 3 4 5 6 7 8
1 OIIK-1 I'oToBHOCTEIO 31.0OcHOBHYIO V1. Ucnone- | Bl.HaBeikamu | Tectupo- | Tectu-
peuiaTts CTaH- MEIUKO- 30BaTh HE YTeHUSI U BaHUC, poBa-
JapTHBIE 3aa4i | OMOJIOTUYECKYIO | pvepee 900 oHCcEMa Ha Ja- | codece- HHE,
npoceccuo- u dapmaieBTH- TEPMHHONO- | THHCKOM si3bl- | JOBAHNE, cobece-
HaJIBHOH J1esi- HECKYIO TEPMH- | | o oo Ke AHATOMIL- pedepar | noBa-
TEJILHOCTH C HOJIOTHIO Ha HHE.
€IMHHUIL] 1 YECKUX, KITU-
UCIIOJIb30BaHU- | PYCCKOM H Jia- [Mpuem
eM HHpOPMAIH- | THHCKOM si3bike. | LCPMHUHO- HUYCCKHX, HpaKTH-
OHHBIX, OUOIIHO- SJIEMCHTOB. (hapmaneBTH- YECKHX
rpauuecKux ICCKHUX TCP- HaBBI-
pecypcoB, Me- MMHOB U pC- KOB.
JIKO- LIETITOB
OHMOI0THUECKOi
TEPMHHOJIOTUH,
UHQOPMAIOH-
HO-
KOMMYHHKAIIU-
OHHBIX TEXHO-
JIOTUHA U y4eTOM
OCHOBHBIX Tpe-
0OoBaHUI MH-
(bopmanmoHHON
0e30macHOCTH.
2 | OIIK-4 Cnoco6nocthio | 32.0cHoBBI  Me- | V2. CoOmona | B2. [lpunuunam | Tectupo- | Tectu-
U TOTOBHOCTBIO | JUITMHCKON Th MOpPAJIBHO- | 1 BpavyeOHOW | BaHHe, CO- | poBa-
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peanu3oBath
STHYECKHE u
JICOHTOJIOTHYE-
CKHE TPUHIIUIIBI
B  mpodeccro-
HallbHOW  Jiesl-
TEITBHOCTH.

JICOHTOJIOTUHU
npu  pabote
KOJIJIeTaMH
MEIUIIMHCKUM
MIEPCOHAIIOM,
MaIMeHTaMH

C
u

u

uxX pPOACTBCHHU-

KaMH.

IIPaBOBBIC
HOPMBI;  CO-
Oxromath TIpa-
BUJa BpaueO-
HOW DJTUKH U
JICOHTOJIOTHH,
3aKOHBI u
HOPMAaTUBHbBIC
aKTHI 1O pado-
Te ¢ KOH(pHU-
JEHLIMAIbHON
nHpopMaIm-
el, COXpaHATh
BpaucOHYIO
TailHy, CTpe-
MUTBCS K TIO-
BBIIICHUIO
CBOCTO  KYJIb-
TYypHOTO
YPOBHS; 3aKO-
Hbl U HOpMa-
TUBHBIE TIpa-
BOBBIE  aKTHI
nmo pabore ¢
KOH(UICHIIH-
albHOM  HH-
(dhopMmarueii.

JIEOHTOJIOTUU U
BpauyeOHOU 3TH-
KH;, CIIOCOOHO-
CTBIO  cOOIIf0-
IaTh DTHYECKHE
aCIIeKTBl  Bpa-
yeOHOM nes-
TEILHOCTH B
001IIeHN T c
JIETEMHA W TIOJI-
pPOCTKaMH,  HUX
POOUTEIIMH U
POICTBEHHHUKA-
MH.

OecemoBa-
Hue. Pemre-
HHE CH-
TyaluoH-
HBIX 3aJ1a4.
Pedepar.

HHE.
Cobece-
JloBa-
HHE.
Pemre-
HHE CH-
TyaIu-
OHHBIX
3aad4.
IIpuem
MpaKTU-
YECKHX
HaBbI-
KOB.




OIIK-7 T'oroBHOCTRIO K | 31.O0mue 3a- | Y1.UuTepnpe | Bl.Menauko- TectupoBaq Tectu-
HCITOJIB30BAHUIO | KOHOMEPHOCTH THpOBaTh pe- | Ononorudeckum | Hue. Cobe-| poBa-
OCHOBHBIX (M- | IPOUCXOXKACHUS | 3YJbTAThl Te- | MOHATUIHBIM ceZioBaHHWE.| HUE.
3HKO- U Pa3BUTHS KU3- | HETHYECKOTO | ammapaTroM. Pemenne | CobGece-
XUMUYECKUX, HH, cBONcTBa | aHanu3a. HMH- | Merogamu u3y- | cuTyauu- | AoBa-
MaTeMaTrHhye- OMOJIOTHYECKUX | TEPIPETUPO- | YeHHWsS Haclie[- | OHHBIX 3a- | HUeE.
CKMUX W WHBIX | CHCTEM, aHTpO- | BaTb pPe3ylb- | CTBEHHOCTU nad. Pede- | Peme-
€CTeCTBCHHOHA- | MOTEHE3 M OHTO- | TaThl Jabopa- | YeloBeKa. par HHE CH-
YYHBIX TIOHSTHH | T€éHe3 deJoBeKa. | TOpHBIX MeTo- | HaBbikamm TyaIu-
n MmeronoB npu | CoBpeMeHHbIE JOB  JTMarHo- | MUKPOKOIHPO- OHHBIX
pelICHNH MpOo- | METOJbI T€HETH- | CTUKU Tapas3u- | BaHHUs. 3ajau.
(heccCHOHANBHBIX | KA YeIIOBEeKa, | TAPHBIX u [Ipuem
3amad. OCHOBHBIEC TIOHS- | HACJIEICTBEH- MIPaKTH-

TUS U IPOOJIEMBI | HBIX Oone3Hei YEeCKHX
omocdepol n|y JIered u HaBBIKOB
9KOJIOTUH; OWO- | TIOJIPOCTKOB.

JIOTHYECKHE [IpuroToBUTH

MPEINOCHUIKH BpEMEHHbBIE

KU3HE- MUKpOTIpena-

JESTSIILHOCTH U | paThl  OHOJIO-

9KOJIOTHH YeJIO- | THYECKUX

BeKa. CoBpe- | 0OOBEKTOB U

MEHHOE  Tpea- | UCCIea0BaTh

CTaBIICHHE O Tre- | UX C IOMO-

HOME 4YeJIOBEeKa, | b0  COBpe-

MOJICKYJISIDHBIE | MEHHOH MUK-

OCHOBBI Hacjel- | pOCKoIn4e-

CTBEHHOCTH, PO- | CKOH TEXHUKH.

I HacJe-

CTBEHHOCTH B

oTpeieNICHAN

3I0pOBBSI H Tia-

TOJIOTHH.

T1K-20 I'otroBHOCTRIO K | 31. Marematruue | Y1.Ilone3oBa | B1l. HaBeikamu Tectupo- | Tectu-
aHanmm3y W myO- | CKue METOJIBI | ThCS YU4eOHOM, | TIOMCKAa  MEAH- | BaHHE. poBa-
JUYHOMY TIpeI- | pelIeHus] MHTEI- | HAyIHOH, nuHckoit  uH- | Cobece- HUE.
CTaBIICHHIO Me- | JIEKTYaIbHBIX HAY4HO- ¢dhopmanumn B | noBanne | Cobece-
TUIIMTHCKOW WH- | 33/1a4 U UX TPHU- | TOMyJISIPHON y4eOHOH, Hayd- | IO CUTYy- | JOBa-
¢opManuu  Ha | MEHEHHE B Me- | JIUTEPATypOH, | HOM JHUTEepaTy- | allloH- HUE.
OCHOBE JI0Ka3a- | IUIMHE; Teope- | ceThto MHTep- | pe, B TOM Yucie | HBIM 3a- Pere-
TETBHONW MeIU- | THIECKHEe OCHO- | HET JUIsl TPO- | C  HCIIOJIb30Ba- | JTadaM. HUE CH-
[IUHBL; BBl WHpopMmaTH- | (ecCHOHANb- | HHeM ceTn UH- TyaIu-

KH, cOOp, XpaHe- | HOW JesATellb- | TEPHET, HaBBI- OHHBIX
HUE, TOWCK, Ie- | HOCTH; MPOW3- | KAMU ITIPENICTaB- 3ajad.
pepaboTka, mpe- | BOAUTH pacye- | JIGHUSS ©  00- [Ipuem
oOpa3oBaHue, TBI TIO PE3YJib- | CY’KACHUSL  Me- MPaKTH-
pacmpocTpane- TaTaM DJKCIe- | TUIMHCKOW WH- YECKUX
HUe WHPOpPMa- | pUMEHTa, dhopmarum. HaBBI-
MU B METUIIMH- | IPOBOJIUTH KOB.
CKHX W OHOJIO- | dJIeMeHTap-

FMYECKUX  CH- | HYIO  CTaTu-

CTeMax, HCIIONb- | CTHYECKYIO

30BaHne HHGMOp- | 00pabOTKY

MAaIMOHHBIX IKCTIEpUMEH-

KOMITBIOTEPHBIX | TalbHBIX JIaH-

CHCTEM B MEJIH-
[MHE W 3JpaBo-
OXpaHCHUH.

HBIX.




Pazgen 2. O0beM QMCHUILUIMHBI (MOAYJISA) U BHABI y4eOHOH padoThI

OO61as TpyA0eMKOCTh AUCHUHUIUINHBI COCTaBIsIeT 2 3a4ETHBIX €IMHUII, 72 yac.
Bun yuebHo# paboThl Bcero uacos Cehﬁgp H
1 2 3
KonTakTHas pabora (Bcero) 48 48
B TOM YHCJIE:
Jlexuu (JI) 12 12
ITpaktrueckue 3ansatus (113) 36 36
Cemunapsl (C)
JlaGopaTtopusie 3ansTus (JIP)
CamocTtosTenpHas padora (Bcero) 24 24
B toMm uncie:
- [ToaroToBKYy K 3aHSATUIM 5 5
- [JoAroTOBKY K TEKYIIEMY KOHTPOJIIO &) 5
- [ToAroToBKY MPOMEKYTOUHOMY KOH- 4 4
TPOJIIO
- Pedepar 6 6
- Pemienne cutyanimoHHBIX 3a/1a4 U CO- 4 4
CTaBJICHHUE POJOCTIOBHBIX.
Bua npomexyrouHoun
arrecTanin 3auer 3auer 3auer
OO6m1ast TpyA0€MKOCTh (4achl) 72 72
3adeTHBIE €TUHUIIEI 2 2

3.1. Conep:xaHue pa3iesioB IMCHUILIUHBI (MOIYJIA)

Pa3znen 3. Conepikanue THCHHMILIAHBI (MOYJIs), CTPDYKTYPHPOBaHHOE 10 TeMaM (pa3aeaam)

Conepsxanue pasnuena

4

No Kon xomre- Haumenoanue pasnena
/11 TEHIINU JTUCITUTITUHBI (MOJTYJIs1)
1 2 3
1 BBelieHHe B MEIUIMHCKYIO
FeHeTI/IKy.HaCHeHCTBeHHOCTB
Y TIATOJIOTHS.
OIIK-1
[1K-20

[Ipenmer u 3agaun MeTUITMHCKON reHeTUKH. OObeK-
THI U3YYCHUS. XapaKTePUCTHKA OCHOBHBIX Pa3/IeioB
MeJl. TeHeTHKH. Poib HacnencTBeHHBIX (haKTOpOB B
MMaTOJIOTHM dYeJIoBeKa. B3amMOCBI3b MEIUIIMHCKOHN
TE€HETUKU C JAPYTUMH KIMHUYECKUMH TUCITUTUINHA-
Mu. OCHOBHEIE ATambl Pa3BUTHS MEAUITMHCKON Te-
HeTUKU. OCHOBHBIE JOCTHXKEHUSI COBPEMEHHOH Me-
JIULUHCKOW reHeTuku. [loHsTHe BpOXKIEHHOrO, Ce-
MENHOro M HacJeICTBEHHOro 3a0ojeBaHus. OCHOB-
HbIC€ TIPU3HAKH HACJCJICTBEHHBIX 3a00JICBaHMUIA:
IJICHOTPONHs,, MHOXECTBEHHOCTh U CHUCTEMHOCTH
MOPAKEHNH, CEMEUHBIN XapakTep, IPOrpPEeIUEHTHOE
TeUeHUE, KIMHUICCKUN MOMMMOPGHU3M, STHUUECKHE
ocobennoctn. Kiaccudukanusi HacieICTBEHHBIX
Oomne3neil. MeToapl M3ydeHHUS TCHETHKH YEIOBEKa:
MTOT€HETHYECKUH, OJIM3HEIOBBIA, I'€HeaJloruye-
CKHIA, TOIYISAIUOHHO-CTATUCTHYECKUH, OMOXUMHU-
YECKUHU U Ap.




OIIK-1
I1K-20

I'enom genoBeka. CTpykTypa
u (yHKIIMU TEeHOB. Peryis-
1S SKCTIPECCUH T'CHOB,

IIporpamma «I'eHoMm denoBeka». ['eHoTHIT U cpena.
MonekynspHasi MPUPOJia HACIEACTBEHHBIX 00Je3-
Hed. Perynsiuus sKCIpecCHu T'€HOB HA TPAHCKPHII-
[IMOHHOM W TIOCTTPAaHCKPHUIIIIHOHHOM YPOBHSAX. My-
Tallud COMATHUYECKUX KIETOK. ['€HOMHBIM HUMIIPUH-
TUHT. MeXaHU3MBbl PEryJsiIuU Pa3BUTHS Ha Pa3HbIX
JTamax OHTOTEHe3a. BpokIeHHbIE TOPOKH pa3BH-
THS: ITHOJOTH, MEXaHU3MbI (hOPMUPOBAHUS, ITIpe-
HaTaJIbHAs JIMATHOCTHKA M MPO(UIAKTHKA.

OIIK-1
OIIK-7
I1K-20

T'ennsie Oone3un

CoBpeMeHHbIE MOJIEKYISIPHO-T€HETHIECKIE METOIBI,
Jexalire B OCHOBE TeHOMHBIX TexHonoruit u JJTHK-
nuarHocTHKH. OCHOBHBIE THITBI TEHHBIX MYTaIlHi.

Krnaccudukarus reHHbIX OoJjie3HEH MO TUIY Hacie-
JIOBaHMS, KIMHUYECKOH KapTHHE W TIaTOTEHE3y.
Kputnueckue neproipl OHTOreHe3a yenoBeka. Tepa-
TOTCHHBIC (DaKTOPBI CPEIIBI.

[NaTorene3 reHHbIx Oone3nei. [lepBuuyHbBICE W BTO-
puuHble A3(QQEKTHl MyTaHTHBIX ajuiened. Tumbl
HACJIEJIOBAHNS MOHOTEHHBIX Oole3Hel. MHUTOXOH-
JpHaTbHOE HaclemoBaHHe. MyTalii MUTOXOHAPH-
anpHor JIHK. Knuandeckuit momumoppusM U ero
MIPUYUHBL

OIlK-1
OIIK-7
I1K-20

XpOoMOCOMHAs TaTOJIOTUs

OTHonorus XpoMocoMHbIX Oonesneit. [lepuoasl ra-
METOT€He3a U PHCK BO3HMKHOBEHHUS XPOMOCOMHBIX
MyTanuil. I3MeHeHne yucia Wik CTpyKTypbl XpOMO-
COM, MHKPOXpOMOCOMHBIE mepecTpoiiku. Kiaccu-
¢duKanys XpOMOCOMHOM MAaTOJIOTHH TO THITy MyTa-
uii. OcoOeHHOCTH TaTOTeHe3a XPOMOCOMHBIX 00-
ne3Heil. OCHOBHBIE KJIIMHUYECKHE MPOSBIEHUS. 3Ha-
YeHHEe IIUTOre€HETUYECKOI0 METO/1a NP MOA03PEHUH
Ha XPOMOCOMHYIO MATOJIOTHIO. Menuxko-
TEHETHYECKOE KOHCYIBTHPOBAHNE CEMEN, MMEIOIINX
POJICTBEHHHKOB C XpPOMOCOMHOM MaToyiorueit. AHo-
MaJMM U TMOPOKU pa3BuTHs. KiMHMKa, THarHOCTHKA
U MEJUKO-TEHETHYECKOE KOHCYJIbTUPOBAHHE OCHOB-
HBIX (POpM XPOMOCOMHBIX aHOMAJTHHA.

OIIK-1
OIIK-7
I1K-20

MybTH-(haKTOpHATbHBIE
3a00JIEBAHUA.

Ortrnonorus MP3. Bkiag B 3THOJIOTHIO 3a00JIEBaHNI
YeJIOBeKa FeHETUYECKUX U CpeioBbiX (hakTopoB. [lo-
HATHE (HEHOTUITMYECKON JHUCIepCUH Mpu3HaKa. Mo-
JIeTU TIOJUTreHHOTro HacnenoBanus. [lonstue u pac-
yet kod(duimenTa Hacnexyemoctu. @opMupoBaHUe
rpymn pucka mo M®3 u nepBuyHast MpopUIAKTHKA.

Posib HaciieZICTBEHHBIX (HaKTOPOB B STHOJOTHH MU
MaToreHe3e UMMYHOISOUIUTHBIX cocTostHuA. [ToHs-
THE TIEPBUYHOTO M BTOPUYHOTO WMMYHOjAedHIuUTA.
3aboneBanus, accounuupoBaHHele ¢ HLA- anTtwure-
HAMU.

(DapMaKOI‘eHeTI/IKa 1 3KOJIOTHYECKasd rCHCTHUKA.

OHKOreHbl U HMX OHMOJOTHYECKas POJIb. I'enetuue-
CKHE aCIICKThI KAaHICPOICHE3A. HeTepMI/IHaHI/IH IoJIa.

I'eHeTHYeCKHE aCIEKThI HapymeHI/Iﬁ IMOJIOBOT'O pas-
BUTH.

OIIK-1
OIIK-4
OIIK-7

[Ipodunakruka Hacluea-
CTBEHHBIX 3a00JIEBaHUH.

Menuko-reHeTHYecKoe KOH-

YpoBHU NPOPMIAKTUKHA HACIIEACTBEHHBIX 3a00JIeBa-
HUM.

OcHoBHBIE TIOJX0ABI K mnpoduaaktuke. OCHOBHBIC
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I1K-20

CYJIbTUPOBAaHUC.

MPUHIUIB  TPOQWIAKTHKE HACIEICTBEHHBIX 3a00-
JIEBAaHUM.

3amaun MEIMKO-TEHETHYSCKOTO KOHCYJIbTHPOBAHMS.
Oransr MI'K.

HpeHaTaJ'ILHaH " NMPCUMILUIAHTAIIMOHHAsA JUAarHoCTH-
Ka: IIOKa3aHus U MCTOIbI.

OO0rme TPWHIMIB JCYCHUS] TCHETHYSCKHX O0oJIe3-
HEH.

3.2. Pa3nenbl AUCUMILIMHBI (MOIYJIsl) U MEKIUCIUIUIMHAPHBbIE CBS3H ¢ o0ecnedyuBaeMbIMH (IocJie-
AYIOIUMHA) TUCHUNIIMHAMUA

Ne HanmenoBanue Ne Ne pa3nenoB qaHHOHM TUCHMITIMHBL, HEOOXOAUMBIX JUTSl U3YYEHUS
o\ o0ecrnedrnBaeMbIX o0ecrneunBaeMbIX (MOCAEAYIONUUX ) JUCIUILTUH
(TTOCIeTyFOIINX ) 1 2 3 4 > 6
JUCIUILINH
1 | HopmanbHas ¢puzno- + + + + + +
Jorust
2 | Mukpobuosorus, BuU- + + + + + +
pycoJiorust
3 | UmmyHONOTHS + + + + + +
4 | ®apmakosorus + + + + + +
5 | Ilatodusnomnorus,
KIIMHUYECKast  I1aTo- + + + + + +
(bU3HOIOTHS
6 | HeBpomnorus, Heiipo- + + + + + +
XUPYPrust
7 | llcuxuatpus, Meau- + + + + + +
IIUHCKAs ICUXOJIOTHS
8 | AKymepcTBO U THHe- + + + + + +
KOJIOTHSI
9 | Hegmarpus + + + + + +
10 | lepmaTtoBeHEpOIOTHS + + + + + +
11 | Odranbmonorus + + + + + +
12 | buoxumus + + + + + +
1 HKOJIOTHS Bas
3 | Oukomorus, Ty4eBa + + + + + 4
Tepanus
14 | I'ematonorus + + + + + +

3.3. Paznenn! aucuMniinHbl (MOAYJIA) M BUABI 3aHATHI

Ne HawnmeHoBaHue pasjena JUCIUILTHHBI (MOJTY- 1 lm!| 13 | cen | CPC Bcero
n/n 7151) 4acoB
1 2 3 4 5 6 7 8
1 BBenenne B MEIMIMHCKYIO TeHeTuky. Hacnen- 1 2 2 5
CTBCHHOCTbH U ITaTOJIOTHS.
2 I'enom genoseka. CTpyKTypa ¥ (GYHKIHUH TEHOB. 1 5 2 5
Perynsiuus 5KCIIPECCHHU I'€HOB.
3 I'ennble 6ONIE3HU. 4 8 5 17
4. XpOoMOCOMHas TTATONIOTUst 2 6 4 12
S. MynbTr(akTopHaIbHbIE 3a001€BaHus. 2 10 7 19
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[IpodmnakTika HacleACTBEHHBIX 3a00JICBaHNH.

14

aTTeCTaluu:

Bua npomexxyTouHoi

3a4CT

3a4€CT

Hroro:

12 | 36 | |

72

3.4. TemaTu4uecKHi IJIAH JIEKIUI.

Ne
/a

Ne paznena
JUCIUTIAHBI

TemaTnka nex-
i

Conepxanue JIEKIUi

TpynoeMKocThb
(1ac)

Ne 3
CEM.

3

4

5

1-2

Bsenenue B Mmenu-
LUHCKYIO T€HETH-
Ky. HacneacrtBen-
HOCTh W MAaToJIO-
rusi. ['enoM.

IlpenmeT u 3agauu MEIULMHCKON Te-

HeTUKU. OOBEKTHI U3yUCHUS.

OCHOBHBIC 3Talbl Pa3BUTUS MEIULIUH-

CKOM TC€HETHKH.

OCHOBHBIC TOCTHKECHUS COBPEMEHHOMH

MEIUIIUMHCKOU TeHETUKU.

[TonsiTHE BPOXIAECHHOrO, CEMEHHOrO U

HACJIEICTBEHHOI0 3a00JIeBaHuS.

OcCHOBHBIC TIPU3HAKU HACTIEACTBEHHBIX

3a00JI€BaHUM.

Pone HacnencTBeHHBIX (AKTOPOB B

TaTOJIOTHH YeJIOBEKA.

B3anMocBsI3p MEIUITMHCKON T'eHSTHKH

C IPYTUMH KIMHUYECKUMU JTUCIHILIN-

HaMH.
MeTtoabl METUITMHCKOU I'e€HETUKH.
XapakTepucTUKa TeHOMa YeJIOBEKa.
CrpykTypa ¥ PyHKIIUU T'CHOB.
Perynsmmst 3KxcripecCuu T€HOB Ha TPaH-
CKPUIILMOHHOM M MOCTTPAHCKPUIIINOH-
HOM YPOBHSIX.

CeMHOTHKA
HAaCJIEACTBEHHBIX
3a00JIEBAHUI.

Oco0eHHOCTH KIMHUYECKHX TPOsIBIIE-
HHUH HACJIEACTBEHHOM IAaTOJIOTHH
OO01Me NPUHITUIBI KITMHUYECKON Jra-
THOCTHKH HAaCJIEICTBEHHBIX 00JIe3HEN
OcmoTtp 1 00ceroBaHue MAIEHTOB H
UX POJACTBEHHUKOB
KIIMHHKO-reHeaJTOrnueCKuii METO
CocraBneHue poaoCIOBHON
I'eneanornueckuii aHajn3

MonoreHHas 1maro-
JIOTHUA

OCHOBHBIE THUIIBI TEHHBIX MyTallUH.
Krnaccudukaruss reHHbIX OO0JIe3HEH I10
TUILy HaclIeAOBaHMA, KIMHUYECKOH Kap-
THHE ¥ MTaTOTEHE3Yy.

ITatorene3 rennbix Oosesneit. [lepBud-
HBIE U BTOPUYHBIE 3(PPEKTH MyTaHTHBIX
aJIenen.

Tumbel HaclelIoBaHUST MOHOTEHHBIX 00-
JIE3HEH.

MuToXOoHApUaNIbHOE HACIEJOBAHHE.
Knuanveckuid monuMoppusM H - €ro
MPUYHHBL

XpomocoMHas Ta-

OTHOIOTHA — XPOMOCOMHBIC MYyTalluu.
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TOJIOTUA

[lepuonsl TameTroreHe3a W pPUCK BO3-
HUKHOBEHHSI XPOMOCOMHBIX MyTaLuil.

e Kiaccudukanusi XpoOMOCOMHOH MaTo-
JIOTHHM IO THITy MYyTalUi.

e OcoOCHHOCTH TATOTeHE3a XPOMOCOM-
HBIX OOJIE3HEH.

e (OCHOBHBIEC KIIMHUYECKHE MPOSIBICHUSI.

e 3HayeHHE IUTOrEeHETHUYECKOI0 METoJa
B IMarHOCTHKE XPOMOCOMHOM MaTOJI0-
THH.

e MeauKo-TeHETUYECKOEe KOHCYJIBTHPO-
Ba-HHE ceMell, MMEIOIMX POJCTBEH-
HUKOB C XPOMOCOMHOM TaTOJIOTHEH.

MynbsTudakropu-
anpHBIE 3a0oJeBa-
HUSL.

Ortuonorus MO3.

[lonsaTHE (EeHOTHUNUYECKONW AUCIEPCHH

MIpU3HAKa.

Mopnenu MOIUTEeHHOTO HACIETOBAHMS.

Ilonstne wu pacdyer KodduIMEeHTA

HaCIIeyeMOCTH.

®opMupoBanue rpymn pucka no MO3

U TIepBUYHAsSI TPOPIITAKTHKA.

dapmakoreHeTHKa W DKOJOTMYEcKast

TeHEeTHKA.

OHKOTEHBI U X OMOJIOTHYECKas POJIb.
'eneTnyeckue acmekThl KaHIEPOTeHe-
3a.

['eHeTHKa OJIOBOTO Pa3BHUTHSL.

[MpodunakTrka
HACIIEICTBEHHBIX
3a00JeBaHU.

YpoBHH TPOGUIAKTHKH HACIEICTBCH-
HBIX 3a00JIEBAHUN.

OCHOBHBIE MTOJXOBI K MPOPHIAKTHKE.
3amaul  MEIUKO-TEHETHYECKOIO KOH-
CYJBTHUPOBAHUSIL.

Otansl MI'K.

[IpenaranbHast ¥ MPEUMILIAHTAIMOHHAS
IAarHOCTHKA: ITOKA3aHUs U METOIEL.
OOuivie MPUHIMIGI JICUYCHHUS TeHETHYe-
CKHUX 0OJIe3HEi.

HUroro:

12

3.5. TemaTnueckuii NJIaH NPAKTHYECKUX 3aHATHI (CEMUHAPOB)

No
n/a

Ne paznena
JUCLHUTIITUHBI

Temarnka npak-
TUYECKUX 3aHs-
TUH (CEMHHApOB)

TpynoemkocTh(uac)

CopnepxaHue npakTuyeckux (ce-
MHUHApCKUX ) 3aHATHH

No
ceM.

[EN

2

3

4

HacnencreeHHOCTE
1 I1aTOJIOTU.

[IpeameT u 3agauvl MEAMLMHCKOM
reHeTuKd. OOBEKT H3ydeHUsI.
OCHOBHBIE 3TaIlbl Pa3BUTHUS MEIH-
LIMHCKOM I'€HETHKH.

OCHOBHBIE JOCTUXEHUSI COBPEMEH-
HOU MEIUIIMHCKOIN N'€HETUKHU.

Posib HacnmeACTBEHHBIX (aKTOPOB B
IaTOJIOTHH YeJIOBEKa.
Knaccudukaruss  HacjaeaCTBEHHOM
ITaTOJIOTHH.

OO0miass XapakTepUCTHKA Haclel-
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CTBCHHOM IIaTOJIOTHH.
b OHpOC 1 TCCTOBBIC 3aJaHUsI.

T'enom demnoBeka.

Crpykrypa u
(yHKIUH ~ TEHOB.
Perymsus JKC-
MPECCHH TeHOB

e JloHsATHE TEHOMA U TEHOMUKH.

CrpykTypa ¥ pyHKIIMU TEHOB.

Buerennslie anemenTsl. Tumsl MyTa-

U TE€HOB.

e IIporpamma «I'eHOM 4YellOBeKay,
LENH U 337a491 IPOTrPAMMBI.

e buorexHomorus.

e TpaHckpumuus

uHDOpMaKL ¢

JHK na uPHK;

e [loHsATHE  TpaHCKPUNTOMA,  €TO
CTPYKTypa 1 QyHKITHS.

e Meroasl  HCCIEANOBAaHHS  TpaH-
CKpHIITOMA.

o CraiicHHT —perymsiusl.
e TecTHpoBaHUE

CeMmuoTuka
HACIIEICTBEHHBIX
3a00JICBaHHUH.
Knuanko-
TreHeaJIoTHICCKUN
METO/I.

o KimHWUKO-TeHCAIOTHYSCKUM METO/,
€ro BO3MOKHOCTHU U 3HAYCHUEC B MCIU-
KO-IT'CHCTUYCCKOM KOHCYJIbTUPOBaHUU.
o [lokazanus AJid OpOBCACHHA KIIU-
HHKO-TEHEAIOTHYECKUX  HCCleoBa-
HUI.

e CocraBieHue KapThl (peHoTHITA.

e (CocraBiieHHE POJOCIOBHOM.

e OmpeneneHue HACIIEICTBEHHOTO
XapakTepa MaTOJIOTHH.

e OmnpeneneHue THIIA HACTIEIOBAHMUS.
e PemeHue cUTyallMOHHBIX 3a/ad.

e Onpoc ¥ TECTOBBIC 3aJTaHM.

bomes-
HH.DTHOJIOTHS,
MaToreHes,
cuduka-
LIHSI, METOBI
THOCTHKU.

I'ennnie

KJ1ac-

va-

e DTHOJNOTHS, TATOT€HE3, TPUHIIUIIBI
KJIACCU(PUKAIIUM MOHOTCHHOW IaTo-
JIOTUHU. DNHAEMHOJIOTHYECKUE XapaK-
TEPUCTHKH.

e Tunbl HacaeOBaHUSI MOHOTEHHBIX
0ose3Hei.

o KimHMyeckuii mOMUMOpPPHU3IM U
reHeTH4YecKasi TeTepOoreHHOCTh. ['e-
HOMHBIH UIMITPUHTHHT .

e Pemenne TemMaTHUECKUX 3a/1a4,
pazbop ucropuii 60JIE3HH C COCTaB-
JIEHUEM U aHAJIM30M POJIOCIOBHBIX.

e broxumuueckue METOIbI, UX 3HA-
YeHHE.

e Meroanl JIHK-anaranocTuku.

e MeTo/1 TeHETHKH COMaTHUECKUX
KIIETOK.

e CyIIHOCTh MOJIEKYJISIPHO-
resetTudeckoro Mmeroga. Ero 3naue-
HUE B IUarHOCTHKE.

e JIpuHIHUIIEI JIEUEHUSI.

e Ompoc ¥ TECTOBBIC 3aIaHU.

e [IpencraBneHue JOKIJIAIOB.

MoHoreHHbIE
OoyeBaHus,

3a-
KJIn-

e OO0mIast XapaKTEPUCTHKA M KITACCH-
(bukanus
e Cunapom Mapdana, MapTtruna-
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HUYeCKHE (OPMEI.
Hacnencrennsie
Ooie3Hn  oOMcHa
Bemects ( HBO).

Benn, neiipodudbpomaros

e JluarHocTHKa W JeueHue (peHHIIKe-
TOHYpHH

e JIMarHoCTUKa U JCYCHHE MYKOBHC-
111032 U CEMEUHOM TUIepX0JIeCTEPHU-
HEMUU

e HFO u mnpusHaku, MO3BOJSIONINE
WX 3aI0103PUTh.

o [IpuHIMIBI paHHEW TUATHOCTUKH U
npodmraktuku HBO.

o [lepBuunbIe 1 BTOpUYHBIC YHPEKTHI
MYTaHTHBIX aJUICIICH.

o ANBOMHM3M, TAIAKTO3EMUS, TOMO-
MUCTUHYPUS, AJIKAITOHYPHSL.

e Ompoc U TECTOBBIE 3aJJaHMUS.

e Pedepats

MuToxoHapHuaib-
HAasl TTaTOJIOTHS.

e ['eHOM MUTOXOHIPUIL.

e OcobeHHOCTH MUTOXOHpUATTEHO-
TO HaCJIEJOBAHHS.

e DTHOJIOTHUSA U TaTOTEHE3 MUTOXOH-
JpUANBHBIX 3a00J1€BaHUMI

e Kiaccuduranus MUTOXOHAPHIIb-
HOH NaTOJIOTUu.

e OCHOBHBIE KIMHUYECKHE MPOsBIIE-
HUSI MUTOXOHZpHUAJIbHBIX 3a00JeBa-
HUIL.

e OCHOBHBIE KIIMHUYECKHE MTPOSIBIIE-
HUSI MUTOXOH/IPHUAIIBHBIX CHHJIPOMOB
u OonesHeii (arpodust TUCKOB 3pH-
TeJBbHBIX HepBOB JleOepa, cuHapoM
Jlesi, MUTOXOHIpUATTbHBIE IIUTOMA-
THR).

o KimHuueckuit monuMophusm u ero
MIPUYUHBI, THOMHBIN UMIIPUHTHHT.

e TecTupoBaHUE.

e [lpencraBieHue JOKJIAI0B.

O0mass  xapakre-
pUCTHKA  XPOMO-
COMHOHM  MAaToJIo-
THH.

o CTpyKTypHO-(QYHKIIMOHANBHAS Op-
TaHU3AIHS XPOMOCOM.

e XpOMOCOMHBIE  MYTAIlWH.
XPOMOCOMHBIX MTEPECTPOEK.

e [lepuonbl ramMeToreHesa M PHUCK
BO3HUKHOBEHHSI XPOMOCOMHBIX MYyTa-
LU,

o Knaccudukarus XpoMOCOMHOH Ta-
TOJIOTHH TIO THUITY MyTaIfi.

e OcoOEeHHOCTH TaTOT€HE3a XPOMO-
COMHBIX 0OJIE3HEH.

e OCHOBHBIE KJIMHUYECKHE TPOSBIIe-
HUSL

e Drtanbl U BO3MOXXHOCTH HHTEpda3-
HBIX W MeTada3HbIX IUTOTCHEeTHYe-
CKHX METO/IOB B T€HETHKE YEIOBEKA.

e Ompoc ¥ TeCTOBBIC 3aTaHIISL.

o [IpencraBieHne JOKIaI0B.

Bunasl

XpoMocoMHas Tma-
tosorus. KnuHu-

e [IpocThie BapWaHTBI ayTOCOMHBIX
Tpucomuil. Cuanpomsl: [layna, [latay,
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geckue (pOpMBL.

DnBapca.

e Mo3aumusm.

o CUHIIPOMBI, 00YCIIOBJIICHHBIC CTPYK-
TypHBIMH TiepecTpoiikamu. CHHIpO-
MEI: Bonbda-XupurxopHa, «KoIragbe-
T'0 KPUKay.

e Hapymienuss B CUCTEME TOJIOBBIX
xpomocom. Cunapomsr Knaiiadensre-
pa, lepemesckoro-TepHepa, TPHUILIO-
X.

e CamocToATeNbHAA MTOCTAHOBKA JTHa-
THO3a MO ciaijgamM OoJbHBIX, (HOTO-
rpadusMm MeTada3HbIX TUIACTHHOK.

e TecTupoBaHue MO TeMe «XPOMO-
COMHas MTATOJIOTHSI.

Bpoxnaennsie 1o-
POKU Pa3BUTUSI.

e CTUTrMBI TUCOIMOpPHOTEHE3a, MaJTbIe
AQHOMAJIMH Pa3BUTHS.

e OmpeneneHue 1 KIacCHQUKaIHs
BIIP.

e Kputnueckue 1 TepMUHALMOHHBIE
Teproabl SMOpHoTeHe3a, cBs3b ¢ BIIP.
e DTtrojorus 1 naroredes BIIP, ne-
KapCTBEHHBII MyTareHes.

o Tumer BIIP (nu3pymuust, mansgop-
Marus, nedopMarus, JUCTIIa3us).

e BposxieHHbIe TOPOKHU pa3BUTHS,
NOJUIeKALINE 00513aTENbHON PEru-
CTpalUH.

e Bapuante! koppekuuu BIIP.

e TectupoBaHue

10

bau3nenoBeli Me-
TOJ HW3Yy4dEeHUs re-
HETUKHM 4YEJIOBEKA.
Ionynsaumonnas
TEHETHKA.

e Bknaa B STHOJIOTHIO 3a00j€BaHHI
YEeJIOBEKAa TCHETHMUYECKHX U CPEIOBBIX
(hakTOpOB.

e bium3HenoBeli MeTOH. OTambl H
BO3MOKHOCTH OJIM3HEIIOBOI'0 METO/IA.
e OmpeneneHue 3UTOTHOCTH ONU3HE-
IIOBBIX Tap.

e Pacuer koaddunmenta Hacienosa-
HHUSL.

e OCOOEHHOCTH YeIOBEYECKHX MOy~
JISALUHA.

e [‘eHeTHUYECKUI TPY3 YEIIOBEUECKUX
MOMYJISIIUH.

e [lonynsunOHHO-CTATUCTUUYECKUI
METOJ| ¥ €r0 3HaUeHNE B ICHETHKE Ye-
JIOBEKa.

e Ompepaenenue reHETUYECKON CTPYK-
TYPBI 9eTTOBEYCCKUX TTOITYJISIIHA.

e PenieHne CUTyallMOHHBIX 33]1a4.

e Omnpoc ¥ TECTUPOBAHHE.
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11

MynbTH-

(akTopuaibHbIC

3a00JIEBAHNSL.

e Poib reHeTHYECKUX U BHELIHE -
CpenoBBIX (paKTOPOB B pa3BUTHH AaH-
HOW TPYIIIBI TaTOJIOTHH.

¢ DIUIEMHOJIOTHYCCKUE XapaKTEePH-
ctukd M@3.

e Moxenun nHacnenoanus. Koaddwu-
LIUEHT HACJIEeyeMOCTH.

e 3HayeHue KJIMHUKO-
TeHUAJIOTHYECKOTO0 METOJa W aHajM3
pOIOCIOBHBIX Tpu MD3.

e OOnacTy TpPUMEHEHHs TOITyJISAIH-
OHHO-CTaTUCTUYECKOT0 M OJIU3HEo-
BOT'O METOJIOB UCCJIEZIOBAHUS.

e [Ipopunakruka M®3. ['pynmsl puc-
Ka W TEHETHYECKHE MapKepbl Ipen-
PAcCTONIOKEHHOCTH K pa3BUTHIO 00-
JIE3HHU.

e dapMakoreHeTHKa M DKOJIOrHYecKast
TeHETHKA.

e [IpesncraBneHue JOKIAJ0B IO TEME.

12

13

Opcdannubie
JICBaHUSL.

3a00-

¢ Onpernenenre u 00IIas XxapakTepu-
cTHKa op(aHHBIX 3a00JIeBaHUI.

¢ 3aKOHO/IaTEIbHBIC aKTHI, BKIIOYA0-
[IMe BOIIPOCHI, Kacaromuecst opdan-
HOH NaTOJIOTUU.

o ['pymiiel 3a001€BaHU, BXOASIINX B
repedeHb OpQaHHbIX OOJIe3HEH.

e MeniKo-conuaabHbIe BOIPOCHI, CBSI-
3aHHBIC C JIeueHHEeM Op(paHHBIX 00-
JIe3HEH

o [IpeicTaBneHne JIOKIAI0B 10 TEME.

14

OHKOreHEeTHKA.

e OHKOT€HBI M UX OHMOJIOTHYECKast
pOJIb.

e ['eHETHUYECKHUE ACTIEKThI KaHLIEpOre-
He3a.

e O01mue NpeacTaBICHUs O 3HAUCHUN
HACIIE/ICTBEHHBIX ()AKTOPOB B BO3HHK-
HOBEHUH paxa.

e DakTOpHI BHEWIHEHN CpenIbl, aCCOLHU-
HpYIOIIHECs ¢ pakoM (KaHIIEpOTeHBI).
e BupycHbl€ 1 KJIIETOUHBIE OHKOT'€HBI.
e dusnonoruyeckas posib KIETOYHBIX
IIPOTOOHKOTEHOB.

e MexaHu3Mbl IPEBPALLCHUSI IPOTO-
OHKOT'€HOB B OHKOT€HBI.

e ['€HBI-CYIIPECCOPBI OIIYXOJIEBOTO
pocra.

15

[podwmnaktuka
HACIIEICTBEHHBIX

3a00JIEBAHNIA.

e OCHOBHBIEC YPOBHH U IyTH POGH-
JIAKTHKY HACIIEJICTBEHHBIX 3a00JIeBa-
HUH.

e Ilenu u 3amaun MI'K.

e [loka3aHust s HalpaBlICHMS Ha
MI'K.
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e [IpUHIMIBI OLIEHKH TI'€HETUYECKOIO
pUCKa B pa3jMYHBIX TpyHnax Hacienl-
CTBEHHOH NaTOJIOTUU.

e MeToab! €ro pacuera.

e Pemenue cCUTyallMOHHBIX 3a]1a4.

e Omnpoc u TeCTHpPOBaHUE

16

IlpenartanbHas au-
arHOCTHKA

e [IpeHaTtanpHas ¥ NpeUMILIAHTALIU-
OHHAsI JMAarHOCTUKA: TIOKa3aHUS, BO3-
MO>KHOCTH.

e MeTozpI IpeHaTanTbHON TUaTHOCTH-
KH.

e DTHUYeCKHE BOIPOCHI MPEHATATBLHON
JTUarHOCTHKH.

e DOKO xak MeTon IpohHIaKTHKH
HACJIEICTBEHHBIX OOJIE3HEMH.

o [IpuHIUIIBI JIeYSHHS HACIECTBEH-
HBIX OOJIE3HEH.

e PemieHre cuTyallMOHHBIX 3a/1a4.

e Y4eOHbIN PuiIbM MO MpeHaTaIbHON
JTUATHOCTHKE.

e Omnpoc

17

KombroTepnass nu-
arHOCTHKa HacieHd-
CTBEHHEIX 3a0oie-
BaHHM.

e PaboTta c KOMIBIOTEPHOH AUATHO-
CTHYIECKOM IMpOorpaMMoii (3HAKOMCTBO
¢ uHTepdeiicoM MporpaMmMsl, GopMu-
POBaHUE 33JAHHOTO IO KapPTOUYKe
CHUMITTOMOKOMILIEKCA, TOCTAHOBKA
MPEIBAPUTEILHOIO AMAarHO3a HACIIE -
CTBEHHOT'O 3a00JICBaHMsI, IPOCMOTP
(hoTorpaduii 60IHHBIX C TaHHBIM 3a-
OoJieBaHKEM, 3HAKOMCTBO ¢ OHOJIHO-
TEKOU CHHIPOMOB).

e [lonsarre o OHOMETUITMHCKOH 0aze
JIAHHBIX.

e Kuaccudukarus OHOMETUITMHCKUX
0a3 NaHHBIX.

e Hammonansnelii Llentp Ononndop-
matuku (NCBI).

e basa nanHbix "MeHaeneBckoe
HacnenoBanue y yenoeka" (OMIM).
e baza 1aHHBIX TEeHETUYECKUX TOCIC-
noBarenbHOCcTel (GenBank).

e baza jaHHBIX paclIUPEeHHON MEIu-
nuHCKOM autepatrypsl (PubMed).

e Human Gene Mutation Database
(HGMB).

e baza maHHBIX [TOCIIEA0BATEIILHO-
creit 6enkoB (UniProt)

¢ baza maHHBIX MOCBsIIEHHAs OeIKam
(PROLteinSITEs)

e baza maHHBIX HACIEICTBEHHBIX 0O-
ne3neit (GeneTests)

e basza JaHHBIX O FeHax YeJIOBEeKa
(GeneCards).

e Ompoc
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3aueTHOE 3aHATHE
1o JUCHUIITIMHE

e HToromeiii T€CT
e 3amurta pedepara.
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«MenumuHCcKas

e CobecemoBaHue 0 BOIIPOCaM 3ade-

TCHETHKa Ta.
HWroro: 36
3.6. CamocTosiTesibHas padoTa 00y4arIerocs
Ne Ne ce- HanmenoBanue pasnena quciu- By CPC Bcero
n/on | Mectpa IJIMHBI (MOAYJIS) 4acoB
1 2 3 4 5
1 3 BBejieHre B MEIMIIMHCKYIO TeHETHKY. | [I0ArOTOBKa K 3aHATHSAM, MOITO- 2
HacaeacTBeHHOCTH M MATOJIOTHS. TOBKa K TCCTMPOBAHHIO, IIOATO-
TOBKA K TEKYIIIEMY KOHTPOITIO.
2 I'erom uvenoBeka. CTpykTypa U QyHK- | [TonroToBKka K 3aHSATHSIM, MOJrO- 2
MM TEHOB. Perymsims O5KCOPECCHH | TOBKA K TECTUPOBAHHUIO, MOJrO-
TCHOB. TOBKA K TEKYIIIEMY KOHTPOITIO.
3 ['enHbie 6ONC3HU. IToAroToBKa K 3aHATUSIM, MOJrO- 5
TOBKA K TECTHPOBAHHUIO, MOJrO-
TOBKA K TEKYIIEMY KOHTPOIIIO,
MOJITOTOBKA pe)epaToB M JOKJIa-
TIOB.
1 3 XpOMOCOMHasi 1aTOJIOTUst IloaroroBka K 3aHSATHSAM, HOATO- 4
TOBKA K TECTUPOBAHHUIO, IOIrO-
TOBKA K TEKYIIEMY KOHTPOJIO,
MOATOTOBKa pedeparoB  JOKIA-
TIOB.
2 Mynbtudakropuaibheie 3a0oeBanus. | [loaroroBka K 3aHATHIM, MOITO- 7
TOBKA K TECTUPOBAHHUIO, IOIr0-
TOBKA K TEKYIIEMy KOHTPOJIIO,
MOATOTOBKa pedeparoB  JOKIA-
JIOB.
3 [MpodpunakTrka HacieACTBEHHBIX 3a- | [loAroToBKa K 3aHATHSIM, MOJTO- 4
00JICBaHUIA. TOBKA K TEKYIIEMY H HPOMEXKY-
TOYHOMY TECTHPOBAHHIO, IOJrO-
TOBKa K COOECEIOBaHUIO IO BO-
mpocaM 3adeTa, MOJArOTOBKA pe-
(bepatoB Kk 3auery.
HToro yacos B ceMecTpe: 24
Bcero 1acoB Ha caMOCTOSITEIHLHYIO palOTYy: 24

3.7. JlabopaTopHbIil NPAKTHKYM
Y4eOHBIM MJIaHOM HE MPEIYCMOTPEH.
3.8. [IpuMepHasi TeMATHKA KYPCOBBIX MPOEKTOB (PadoT), KOHTPOJIBHBIX PadoT

Paznea 4. IlepeyeHb yueOHO-METOAUYECKOT0 U MATEPHUATBHO-TEXHUYECKOI0 o0ecreYeHUusl TUCIH-
IUIMHBI (MO1YJIs1)

4.1. IlepeyeHb y4eOHO-MeTOAUYECKOI0 0O0ecneYeHHs /ISl CAMOCTOSATEIbLHON padoThl 00y4al0UXCs

1o AUCUMITINHE (MOIYJII0)

1. O0mias reHeTHKa ¥ TeHETHKA YeloBeKa. YueOHOoe mocodue Il CTYIeHTOB MeIUIIMHCKUX By30B/ Co-

crasutenu: Konenaesa E.B., Pogura H.E. - Kupos: Kuposckas T'MA, 2016.-69 c., n.

2. IlpenaTanbHass TMAarHOCTHKA HACJICICTBEHHBIX 3a00JICBAHUI M BPOXKICHHBIX IOPOKOB Pa3BHUTHS: y4eO-
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Hoe mocobue / coct. B. A. Kozponun, A. A. Koceix, H. E. Poguna. — Kupos, 2011. — 88c., m1. + URL:
http//elib.kirovgma.ru (3BC Kuposckoro 'MYV).
Temvl pechepamos:

CoNoO~wWNE

10

I'eHHblil ypOBEHb OPraHU3alUU HACIEACTBEHHOTO MaTepraia. XUMHUYECKasi OpraHu3alys IeHa.
MoHOMEpBI HYKJIEMHOBBIX KUCIOT — HyKiAeoTHAbl. Buabl HykineotunoB JJHK u PHK.
bronornueckuii (reHETUYECKUI) KO M €r0 CBOMCTBA.

CaoiictBa JIHK: pernukanus u penapanusi.

OcHoBHbIe pa3nuuus B ctpoeHud U pyakuusx JJHK u PHK.

Jlokanu3anuusi HyKJI€MHOBBIX KHCIIOT B KJIETKE.

Hyxneunossie kuciotel. Buasl nHykiennoBbix kuciot. JIHK u PHK kak 6uononumepsl.

Bunet PHK. Ctpykrypa IHK. Mogens Ix. Yorcona u @. Kpuka.

Dranbl peain3anuu reHeTndeckoil napopmanuu. Tpanckpunus u nporneccuar PHK.

Dranbl peain3alyy reHeTHdeckoi nHpopManuu. TpaHCIAUsS U MOCTTPAHCIIAIIMOHHBIC U3Me-

HeHus Oeka.

11.

['ennbie mytanuu. Onpenenenue. Kimaccudukanus. MyroH. Bo3mokHbIe MEXaHU3MBI BO3HUK-

HOBCHUS U ITIOCJIICACTBUA I'CHHBIX MYTaHHﬁ. HpI/IMepBI Y 4CJIOBCKaA.

12.
13.
14.
15.
16.
17.
18.
19.
20.
21.
22.
23.
24,
25.
26.
27.
28.
29.
30.
31.
32.
33.
34.

buonornuyeckue aHTuMyTanroHHble MexaHu3Mbl. Penapanus JTHK.

OTHOJOT M, TATOr€HEe3 U OCOOEHHOCTH KJIMHUKHA XPOMOCOMHBIX 00JI€3HEH.

Jlnarnoctrka XpoOMOCOMHBIX 0OJIE3HEN.

Cunapowm Ilatay. Otronorus, KiuHUKa, XapaktepHbie BITP.

BpoxzaeHHble TOPOKHU pa3BUTHs NpU cuHApoMe [layHa.

Cunnpom JlayHa: BapuaHThbl KIMHUYECKOW KapTUHBI.

[TpuHIMIIBI TMAarHOCTUKY | JieueHust 0one3Hu [layHa.

[TostmcomMuu 1o MOJIOBBIM XPOMOCOMAM.

CHHJIpOMBI YaCTUYHBIX aHIYIUIOUIH.

IIpn4rHBI XPOMOCOMHBIX aHOMAJIMK M UX PACTIPOCTPAHEHHOCTb.

Cungapowm fra-X. Otuosnorus, naToreses, KIMHUKA, T1arHOCTUKA, JICYEHHE.

Cungapom Knaitadensrepa. ITHONOTHS, TATOr€HE3, KIIMHUKA, THAarHOCTUKA, JICUCHHE.
CunzpoM Tpumno-X. ITHOJIOrUs, TATOreHEe3, KIMHUKA, AMATHOCTHKA, JICUECHUE.
OTHOJIOTHS U KIIaCCU(UKALUS T€HHbIX 00JIe3HEH.

bone3ns Anpureitmepa. ITHONIOTUS, TATOT€HE3, KIIMHUKA, AUATHOCTHKA, JICUEHUE.
Cunnpom Mapdana. Dtuosnorus, natoreses, KJIMHUKA, AMAarHOCTHKA, JIE€UEHUE.

Cunnpom Dnepca-Jlannoca. ITHONIOTUS, TATOT€HE3, KIIMHUKA, AUATHOCTUKA, JICUEHHE.
AxoHJporuiasusi. OTHOJIOT S, TATOT€HE3, KIIMHUKA, IHarHOCTUKA, JIEYCHHE.

MeTobl TMarHOCTUKY TeHHBIX 3a00JI€BaHUH.

CewmeliHas runepxosjaecTepuHeMusl. DTUOJIOTHS, TaTOTeHE3, KIMHHUKA, TUarHOCTHKA, JIEYEHHUE.
[Tepoxcrcomuble 00€3HU. DTUOIOTHS, TATOT€HE3, KIMHUKA, THarHOCTUKA, JIEYEHHE.
Muomnarus [romenna-bekkepa. 3Tronorus, naToreHes, KIMHUKA, JHArHOCTUKA, JICUCHHE.
CHHApPOM TECTUKYISPHON (peMHUHU3AIUHU. DTHOJIOIUS, MaTOreHe3, KIMHUKA, JUarHOCTHKA, Jie-

YCHUC.

35.
36.
37.
38.
39.
40.
41.
42.
43.
44,
45,
46.
47.

Xopest 'eHTUHITOHa. DTHOJIOTHS, TATOT€HE3, KIIMHUKA, IMarHOCTHKA, JICUECHUE.
HeiipodubOpomaros. DTronorus, narorenes, KIMHUKA, THarHOCTUKA, JICYCHHE.
AJIpEHOT€HUTAIIbHBIN CUHAPOM. DTHUOJOTHUS, TATOTE€HE3, KIMHUKA, JUArHOCTUKA, JIEYCHUE.
MuoTtonuueckas TUCTpodusi. ITHONIOTHS, MATOTeHE3, KIIMHUKA, TMAarHOCTUKA, JICUCHHE.
MeTtobl u3ydeHus 00JIe3HEH ¢ HACIeACTBEHHON MPeapaco0oKEHHOCTBIO.

Accomnmanms HaciaeACTBEHHBIX 00e3HeN ¢ cucTeMol aHTureHos HLA.
['unepTonnyeckas 60e3Hb. [ eHeTHUECKHEe OCHOBBI MPEAPACTIONOKEHHOCTH.

S3Bennas 6one3ns xenyaka u JIIK. ['eneTnueckue 0CHOBBI TPEAPACIIONOKEHHOCTH.
WucynuH3aBUCUMBIN caxapHbIi nuadet. ['eHeTndeckrue OCHOBBI IPEIPACTIONOKEHHOCTH.
['eneTndecku 0OyCIIOBIIEHHAS] HETIEPEHOCUMOCTH JICKAPCTBEHHBIX MPENapaToB.
HenepenocumocTs ritoreHa. ['eHeTnyeckre 0CHOBBI MPEAPACTIONO0KEHHOCTH.
[TurmenTHas kcepoaepma. [ eHeTHYecKre OCHOBBI MPEPACTIONOKEHHOCTH.
Ankoronu3Mm. ['eHeTnyeckre OCHOBBI MPEAPACTIONOKEHHOCTH.
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48. I'eHeTU4eCKNEe OCHOBBI paKa.

49. CTpyKTypa MEIUKO-TEHETUUECKON CITY>KOBI U € (DYHKIIMHU B 3[paBOOXPAaHEHUH.
50. [IpexoHnenuuoHHas NpoPUIaKTHKA.

51. Ponb reHHON MHXEHEPHH B MPO(HIIAKTHKE HACIEACTBEHHBIX 0OJIe3HEH.

52. Menuko-TeHeTHIeCKOe KOHCYIbTHPOBAHUE HACEICHHS - OCHOBA MPOQIIAKTUKN HACJICICTBEH-
HOH NaTOJIOTHH.

53. CtpykTypa U OpraHu3anus MeIUKO-TeHETHISCKUX KOHCYIIbTAIIUN.

54. IlpenaTanbHas JUarHOCTUKA BPOXKJICHHBIX TTIOPOKOB Pa3BUTHS.

55. CKpUHUHT-METO/Ibl, X 3HaUCHUE B MPOPUIAKTUKE HACTIEACTBEHHON MaTOJIOTHH.
56. IIpenMIuTaHTallMOHHAS] TUATHOCTHKA.

57. AMHHoOIEHTES.

58. IlnanupoBaHue CEMbH KaK METOJ TPOPUIAKTHKN HACIEACTBCHHBIX 0OOJIE3HEH.

4.2. TlepevyeHb OCHOBHOW U TO0MOJHUTEIbHON Y4eOHOM JINTEPATyPhl, HEOOXOAUMOI /1J151 0CBOEHHS
AMCHUIJIMHBI (MOIYJIs1)

4.2.1. OcHoOBHas1 JINTepaTypa

KoJu-Bo 3x3emiuis-
Ne T'oa, MecTO M31a- Haanuue B
HaunmenoBanue ABTOp(BI) pos
n/n HUs 9BC
B On01HoTEKe
1 2 3 4 5 6
1 | Kimunueckas  re{ Bouxos H.IL M.: I'D0TAP- 196 +
HETHKA:  y4eOHMK Memua, 2006 - OBC «Kon-
JUISL BY30B. 2011, 480 ¢ CYJIbTaHT CTy-
JIEHTa»
4.2.2. JlonoJHUTEIbHAS JIUTEPATypa
Ne I'oa, mecto u3na- | Koa-Bo sxzemiuisipoB | Hanuvue B
n/n Haumenosanue ABTOP(b1) HHUSA B OMOIHOTEKE IBC
1 2 3 4 5 6
1 [Ipenaranpras au- | Kozsounr B.A., | Kupos: 2011.-88 c., 50 +
arHoctuka Haciena- | Kockix AA., | m.
CTBEHHBIX 3abome- | Poguna H.E. 25C  Kupos-
BAHUM U BPOXKJEH- ckoro ITMY
HBIX TOPOKOB pa3-
BUTHS:  ydeOHOe
rocobue
2 O6mas reneruka u | E.B. Konemaea, | Kupos, 2016. — 69 40 +
regeruka uejose- | H.E. Poauna. c. 9bC Kupos-
Ka: yueOHOe Ioco- ckoro IMY
oue
3 Knununueckas re- | ['.P. MyTtoBuH M.: I'DOTAP- +
HeTuKa. ['eHOMuKa Menua, 2010. - 832 ObC «Kow-
u MIPOTEOMHUKA C.: WL CYJbTaHT CTy-
. JICHTa»
HACJICICTBEHHON
MaTojoTuu  [DJek-
TPOHHBIN pecypc]:
yuebHOe ocobue
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4 MonekynspHas Mymkambapos | M.: MUA, 2016 - 25 -
oumomormst:  Yue6. | H.H., Ky3nemos | ¢.85-117.8

ITocobme misa cry- | C.JL ME]I.BY30B; M.:
JICHTOB MEJI.BY30B; MUA, 2016 - c.85-
117.
4 l'emernka B wm- | B.H. T'opGyno- | CIIG.: Creryar, 5 }

HUYecKor mpakth- | Ba, M.A. Kop- | 2015.-
Ke:  PYKOBOJICTBO | )KEHEBCKas
IS Bpaueu

4.3. [lepeyenb pecypcoB HH(OPMANUOHHO-TEJIEKOMMYHUKANMOHHOM ceTn «HTepHeT», HE0OX0aM-
MBbIX J1JI OCBOCHUHA JUCHUIIJINHBI (MO)Iy.]'ISl)
1. The Human Gene Mutation Database at the Institute of Medical Genetics in Cardiff —
http://www.hgmd.cf.ac.uk/ac
2. The National Center for Biotechnology Information advances science and health by providing
access to biomedical and genomic information — https://www.ncbi.nlm.nih.gov/
3. Online Mendelian Inheritance in Man® An Online Catalog of Human Genes and Genetic Disorders —
http://omim.org/
4. xypHan o penkux 6onesnsx — http://journal.rare-diseases.ru/

4.4. llepeyeHb MH(OPMALMOHHBIX TEXHOJOTHI, MCIOJIbB3yeMbIX I OCYIeCTBJIEHHs 00pa3oBa-
TeJIbHOI'0 Mpolecca Mo JMCHUIINHEe (MOAYJ/II0), IPOrpaMMHOr0 obecnedyeHuss U NHPOPMALMOHHO-
CIIPABOYHBIX CHCTEM

Hcnonb3oBanue IIpOCMOTpa y‘IC6HLIX (1)I/IJ'IBMOBI «Penkue HacneaCTBEHHbBIC TTATOJIOTHN, «HpeHa—
TaJlbHass JUarHOCTUKaA.

B yuebHOM mporiecce uCoab3yeTcs TUIEH3MOHHOE POrpaMMHOe 00ecTieYeHuE:

1. JoroBop MicrosoftOffice (Bepcust 2003) Ne0340100010912000035 45106 ot 12.09.2012r.
(cpok zmelicTBUS JOTOBOpaA - OECCPOUHBIL),

2. Noroeop MicrosoftOffice (Bepcust 2007) Ne0340100010913000043 45106 ot 02.09.2013r.
(cpok nmelicTBHS JOTOBOpA - OECCPOUHBIL),

3. Horoeop MicrosoftOffice (Bepcus 2010) Ne 340100010914000246 45106 ot 23.12.2014r.
(cpok neiicTBHs 1OTOBOpa - 0ECCPOUHBIN).

4. IToroBop Windows (Bepcusi 2003) Ne0340100010912000035 45106 ot 12.09.2012r. (cpok
JeNCTBUS 10TOBOpa - OECCPOUHBI)

5. Horoeop Windows (Bepcusi 2007) Ne0340100010913000043 45106 ot 02.09.2013r. (cpok
JeNCTBUS 10TOBOpa - OECCPOUHBIN),

6. Jorosop Windows (Bepcust 2010) Ne 340100010914000246 45106 ot 23.12.2014r. (cpok
JeMCTBHS 10TOBOpa - OECCPOUHBIN),

7. JoroBop AnrtuBupyc KasperskyEndpointSecurity nmns  O6usHeca —  CraHgapTHbBIN
RussianEdition. 100-149 Node 1 yearEducationalRenewalLicense ot 12.07.2018, nurensuu 685B-
MVY\05\2018 (cpok aeiictBus — 1 rox),

8. Menunuuckas wapopmanmonHas cuctema (KMUC) (cpok aeictBusi jporoBopa - Oeccpou-
HBIN),

9. ABromarusmpoBaHHas cucrtema TectupoBanus Indigo Jorosop Ne JI53783/2 ot 02.11.2015
(cpok melicTBUS OECCPOUHBIH, | TOA TEXHUUYECKOM MOAICPIKKH),

10. TIO FoxitPhantomPDF Crangapt, 1 unuieHsus, OeccpovHas, gaTa NPHOOPETEHHS

05.05.2016r.

OOyuaromuecss 00ecneueHbl JOCTYNOM (yOaJeHHBIM JOCTYIIOM) K COBPEMEHHBIM MpPO(ecCHo-
HAJBHBIM 0a3aM JaHHBIX ¥ HHPOPMAIIMOHHO-CIIPABOYHBIM CHCTEMAaM:
1) Hayunas snexrponHas 6ubnmoreka e-LIBRARY. Pexxum noctyma: http://www.e-library.ru/.

2) CnpaBouno-mouckoBas cuctema Koncynerant [Lmtoc — OO0 «KoucynerantKuposy.
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http://omim.org/
http://www.e-library.ru/

3) «DnektpoHHO-OMOMHMOTeYHass  cuctema  KupoBckoro  I'MVY».  Pexum  jmocryma:
http://elib.kirovgma.ru/.

4) 3BC «KoncynpranT cryaentay - OO0 «UITY3y». Pexum nocryna: http://www.studmedlib.ru.

5) OBC «YHuuBepcuteTckass Oubnmoreka ommaiin» - OO0 «HekcMenuma». Pexum mocryma:
http://www.biblioclub.ru.

6) ObC  «Koncymprant Bpaua» - OO0 TIK «I'D0TAP». Pexum  mocryma:
http://www.rosmedlib.ru/

7) OBC «Aiibyke» - O00 «Aiibyke». Pexxum moctyna: http://ibooks.ru.

4.5. Onucanne MaTepHAIbHO-TEXHHYEeCKOH 0a3bl, HeOOXOAUMOI /UIs1 OCylIecTBJIeHUsI 00pa3oBa-
TeJBHOI0 Npouecca no JAMCuuIInae (MoayJir)
B npouecce npenogaBaHus AUCHUIUIMHBL (MOZIYJIS) MCIIOJB3YIOTCS CIEAYIOLIUE CIIELHaIbHbIE

MOMEIIECHUS:

- y4eOHbBIE ayAWTOPUHU I MPOBEACHUS 3aHATHH JeKnuoHHoro tuma — kad. Ne 803 u 819
3kopmyca;

- yueOHbIC ayIUTOPHH IJIsl TPOBEICHHS 3aHATUI ceMHHapcKoro Tuma — kabd. Ne 602, 604, 608 3
KopIyca

- yueOHbIC ayTUTOPHUH JUTSI TIPOBEICHHS TPYNIIOBBIX M HHIMBUIYAJIbHBIX KOHCYIbTAIMHA — Ka0. Ne
604 u 608 3 xopnyca

- y4eOHBIC ayJUTOPUHU ISl TPOBEICHUS TEKYIIETO KOHTPOJS W MPOMEXYTOYHOW aTTEeCTalluh —
kab. Ne 604 3xopmyca

- TOMEMIEHUS ISl CAMOCTOSTEILHOM paboThl — Ka0. Ne 3-414 (KOMIBIOTEPHBII KJIacc)

- TIOMEILEHHS JJIsl XpaHeHUS W MPOPHUIAKTHUECKOTO OOCITY)KUBAHHs y4eOHOTO 000OPYZOBAaHUS —
kab. Ne 611 u 612 3 kopmyc

CrienuanpHble MOMELIECHHUsI YKOMIUIEKTOBaHbI CIIEUATN3UPOBAHHON MEOENbI0 M TEXHUYECKUMU
CpeAcTBaMU O0YYEHUs, CIYKAIUMHE JUIS IPECTaBIeHUs yueOHOM nHpopManuy O0NBIION ayAUTOPHH.

Jlis mpoBeieHus 3aHATHUH JIEKLIMOHHOTO TUIIA IpeAsIaratloTcsi Habopbl JEMOHCTPALMOHHOTO 000-
pyIOBaHUS U y4yeOHO-HATJSAHBIX MOCOOMH, oOecreunBarolIie TEMAaTUYECKUE WILTIOCTPALUU, COOTBET-
CTBYIOIINE paboueii mporpaMme AUCIUILUTUHBI (MOIYIIs).

[TomereHust y1si caMOCTOSATENBHON pabOThl O0YUYaAIOLIUXCS OCHALIEHBbl KOMIIbIOTEPHON TEXHH-
KO ¢ BO3MOKHOCTBIO MOAKIIOUEHHs K ceTH "MHTepHeT" n obecrneyeHbl T0CTyIoM B 3JEKTPOHHYIO HH-
(dhopmarmoHHO-00pa30BaTEIIbHYIO CPEly OPraHU3aIUH.

Pa3nea 5. MeTroanueckne peKOMEHIAIMH M0 OPTaHU3ALMHA U3YYCeHHUS JMCIHILIMHBI (MOIYJIA)

[Tpouecc u3yyeHUs: AUCUUILIMHBI IPETyCMaTPUBAET: KOHTAKTHYIO (paboTa Ha JIEKUUAX U IMpakK-
THYECKUX 3aHATUAX) U CAMOCTOSATEIBHYIO paboTy (camonodeomoska Kk npakmuieckum 3aHsmusim, Hanu-
canue u 3auuma peghepamos, n0020MOBKA K PEUeHUI0 CUMYAYUOHHbIX 3a0ay U HOO20MOBKA K MeCcmupo-
8AHUIO).

OcHoBHOE yueOHOe BpeMsl BBIJIENIETCS HA CAMOCTOSITENIbHYIO paboTy.

B kauectBe OCHOBHBIX (hOpM OpraHuzaluy y4eOHOro IMpolecca Mo AUCHUIUIMHE BBICTYHAIOT
KJIACCUYECKHE JICKLIMOHHBIE U MPAKTHUYECKHUE 3aHATHS (C UCIIOJIb30BAHMEM HWHTEPAKTHUBHBIX TEXHOJIOTUN
00y4eHHus), a TaK)Ke CaMOCTOsATENIbHAs paboTa 00yUaroImIMUXCs.

[Tpu n3yyeHun y4eOHOM NUCHUIUIMHBI (MOAYIS) OOyYaroIMMcsl HEOOXOAUMO OCBOUTH MPAKTH-
YecKue yMeHHs 1o padoTe ¢ yueOHO-METOJMUECKUMHU MaTepualaMu, Hay4yHOH TuTeparypoil, urepuer-
pecypcami, pelIeHn0 FTeHeTHYECKUX 3ajad, COCTAaBICHUIO POJOCIOBHbBIX, METOJIaM JAMATrHOCTUKH, Jeue-
HUS ¥ TPOPUIAKTUKY HACTIEICTBEHHOM MaTOJIOTHH.

[Tpu npoBeneHnyn y4eOHBIX 3aHATUH Kadenpa obecrieyuBaeT pa3BUTHE Y 00yUaIOUINXCsS HaBbIKOB
KOMaHHOU paboThl, MEXKIMYHOCTHOW KOMMYHUKAIIUU, IPUHATHS PELICHUH, TUAEPCKUX KauecTB (IyTeM
MIPOBEJICHUS] MHTEPAKTUBHBIX JIEKIHH, TPYNIOBBIX AUCKYCCUMN, POJIEBBIX UTP, TPEHUHIOB, aHAJIN3a CUTYa-
U 1 UMUTALMOHHBIX MOJIEJEH, NMpernoaaBaHus TUCIMIUIMHBI (MOAYNA) B (hopMe Kypca, COCTaBICHHOTO
Ha OCHOBE PE3yJIbTaTOB HAayYHBIX MCCIIEIOBAHUN, MPOBOJIUMBIX YHHUBEPCUTETOM, B TOM YHCJIE C YUYETOM
pPErHOHANBHBIX 0COOCHHOCTEH MpPOQecCHOHANbHOM JeATENbHOCTH BBITYCKHHUKOB M MOTpeOHOCTEN pabo-
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TojaTenen).

Jlekuuu:

Knaccuueckas nekuus. PekomenayeTcst npu u3ydeHuu TeM: «BBeneHue B MEAMIIMHCKYIO TeHe-
tuky. HacnencrtBeHHOCTh U natosorus. I'eHom», «CeMHoTHKa HaciaeICTBEHHbIX 3a0oseBaHuil», «MoHo-
TeHHAas aToJIOTUs», «XPOMOCOMHAs MaTOJIOTHs», «MynbTudakropuansuelie 3a0oaeBanusy, «IIpodumax-
THKa HacJIeICTBEHHbIX 3a00JI€BaHUII».

Ha nexnusix usnararorcsi TeMbl JTUCHMIUIMHBI, TIPETYCMOTPEHHBIE paboyeil mporpaMMoii, aKIeH-
TUpYyeTCs BHUMaHUE Ha HauOoJjiee NPUHIUIHNAIBHBIX U CIO0XKHBIX BOIPOCaX AMCUUIUIMHBI, YCTaHABIMBA-
FOTCS BOIIPOCHI JJIsl CAMOCTOATENIbHON MpopaboTku. KoHcnekT nekuuii sipiisiercst 6a30i Mpu MOAroTOBKE K
MPAKTUYECKUM 3aHATHAM, K 9K3aMeHY/3a4eTy, a TaKKe JJIs1 CAMOCTOSITEIbHON paboTHI.

N3noxeHne JEKIMOHHOIO MaTepuana peKOMEHIYyeTCsl IPOBOJIUTh B MYJIbTUMEAUNHHON (opme.
CMbIcOBasi Harpy3Ka JIGKIIMK CMEIIAETCSl B CTOPOHY OT M3JIOKEHHUSI TEOPETHUYECKOro Marepuaia K ¢op-
MHUPOBaHUIO MOTUBAIMM CAMOCTOSITEILHOTO OOY4YEeHHs Yepe3 MOCTaHOBKY Mpo0JieM OOydeHUs U IOKa3
nyTeil pemeHus npoQecCuoHaNbHBIX MPOOJIEM B paMKax TOW MJIM MHOW TeMbl. [Ipu 3TOM OCHOBHBIM Me-
TOJIOM BEJICHHUS JIEKLIUU SBJIAETCS] METOJ] MPOOIEMHOTr0 U3JI0KEHUS MaTepHaa.

IIpakTHyecKue 3aHATHA:

[IpakTuyeckue 3aHATUSA 1O AUCLUUILUIMHE MPOBOIATCA C LENbI0 NPUOOPETEHUS] MPAKTUYECKUX
HaBBIKOB B 00JIACTH MOJICKYJIIPHBIX OCHOB HACIJICJCTBEHHOCTH, METO/IOB T€HETUKH YEIOBEKa, JICUCHHS U
npoUIAKTUKN HACJIEICTBEHHBIX 3a00JI€BaHU, STHOJIOTUU U NATOr€He3a MOHOTCHHOM, XpOMOCOMHON U
MYJIbTH()AKTEPHATHLHON MATOJIOTHH, PEIICHUU CUTYaIlMOHHBIX T€HETUYECKHX 3a/1a4.

[TpakTHyeckue 3aHATUS TPOBOAATCA B BUAE COOeced08anuli, 00CYHcOeHul, OUCKYCCULL 8 MUKPO-
2PYNNAxX, UCNOJIb306AHUS HALTIAAOHBIX NOCOOUL, PeueHUs: CUMYAYUOHHBIX 3A0ay, MeCcmosblX 3a0anull, co-
cmasnenust poOOCI06HbIX.

Brimonaenne npakTuieckoil paboTel 00ydaromumecss IpOU3BOIAT Kak B YCTHOM, TaK M B IHCh-
MEHHOM BHJI€, B BUJIE NTPE3CHTALUI U JOKJIaI0B.

[IpakTdeckoe 3aHATHE CIIOCOOCTBYET OoJiee TITyOOKOMY MOHUMAHHUIO TEOPETHYECKOTO MaTepH-
ajla y4eOHOro TUCLMILIMHBI, @ TaKKe Pa3BUTHIO, (OPMUPOBAHUIO M CTAHOBIICHHIO PA3JIMUYHBIX YPOBHEH
COCTABIISIFOLINX POPECCHOHATHHON KOMIETEHTHOCTH 00YJaOLIIXCSI.

[Tpu n3yyeHnH AMCUUIUIMHBI UCTIONB3YIOTCS cienyromue GopMbl MPAKTUUECKUX 3aHATUI:

- CeMUHap TPaJUIMOHHBIN 10 TeMaM «Haciedcmeennocmes u namonozusy, «Xpomocomuas na-
monoaus. Knunuueckue ghopmoiy.

- KoH(epeHus no teme « Opgannvie 3a601e6aHUY.

- yueOHO-poJieBast urpa 1o reme «/Ipoguirakmuxa HacneocmeeHubix 3a001e6aAHUILY.

- TIpaKTHYECKHE 3aHATHS N0 TeMe «I enom uenosexa. Cmpykmypa u pynkyuu eenos. Pezynsayus
akcnpeccuu 2enosy, « Cemuomuxa HacreocmeenHvlx 3aboneeanuil. Knunuxo-eeneanocudeckuti Memooy,
«[ennvie Oonesnu. Imuonoeus, namozenes, K1acCupurkayus, memoowvl ouazHocmuxuy, «Monozennvie 3a-
oonesanus, kiunuveckue gopmol. Hacneocmeennvie 6onesnu oomena sewecms (HbO)», Mumoxonopu-
anvHas namonoeusy, «0Obwas Xapaxmepucmuka XpoMOCOMHOU namono2uuy, «Bpoosxcoennvie nopoxu
pazeumusy, «bausneyoswviti memoo uzyuenus cememuku uenosexa. Ilonynayuonnas cenemuxay, «Myno-
mugakmopuanvHule 3abonesanusny, « Onkocenemuxay, «Ilpenamanvuas ouacnocmuxay, «Komviomephas
OUACHOCMUKA HACe0CMBEHHBIX 3A00/Ie6AHULLY.

- KOHTPOJIbHBIC 3aHATHS TI0 TeMaM: «3a4eTHOE 3aHATHE 10 AUCHUIUINHE «MenuImHCKast TeHeTH-

Ka».

CamocrosiTenbHasi padora:

CamocrosrenbHas paboTa CTYAEHTOB IOApa3yMeBaeT MOATOTOBKY IO BCeM pasjeiaM TUCIH-
HBL «MeIuIMHCKast TEHETHKa» W BKITIOYAET MOATOTOBKY K 3aHSATHSM, HallMcaHue pedepaToB U 3alllv-
Ta JOKJIQJ0B, MOATOTOBKY K TEKYIEMY KOHTPOJIIO U MPOMEKYTOUHOMY KOHTPOJIIO, ITOATOTOBKA K perlle-
HUIO CHTYallMOHHBIX 33/1a4 U COCTABICHUIO POIOCIOBHBIX.

Pabora ¢ yueOHOI nuTepaTypoil paccMaTpuBaeTcsi Kak BUJ y4yeOHOH paboThl MO TUCHMILIMHE
«MenuuuHCKas: TEHETHKa» W BBITTOJHSAETCS B Tpeeax 4acoB, OTBOJUMBIX Ha €€ m3ydeHue (B pasiene
CPC). Kaxaplii o0yqaronuiicst o6ecriedeH 10cTyrnoM K OMOIMoTeYHbIM (OHIaM YHUBEPCUTETA U Kadea-
pul. Bo BpeMst n3ydeHust QUCIUTUIMHBI 00yJaroniecs (1ol KOHTPOJIEM TPENoIaBaTessi) CaMOCTOSTEIHHO
MPOBOJAT pabOTy MO COCTABICHUIO POJOCIOBHBIX, PEIICHHUIO 3a/1a4, 0GOopMIIIOT pedepaTsl U MPeacTaB-
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JSAI0T MX Ha 3aHATUsAX. Hanmcanue pedepara, criocoOCTBYIOT (JOPMHPOBAHHIO HABBIKOB MCIIOIB30BAHUS
y4eOHOW M HAYYHOH JTUTEPATYpPHI, II100aIbHBIX HHGOPMAIIMOHHBIX PECYPCOB, CITOCOOCTBYET (hopMuUpOBa-
HUIO KJIMHUYECKOTo MbIieHus. Pabora obyuatorierocs B rpymnmne GopMupyeT 4yBCTBO KOJUIEKTHBU3MA U
KOMMYHHUKa0eIpbHOCTh.  OOyueHHe  CIOCOOCTBYET  BOCIHTAHHIO y  OOY4YalONIMXCS  ATHKO-
ACOHTOJIOTUYCCKNX HABBIKOB O6H.[CHI/I$I C manucHTamMu. CaMocTosTenbpHast pa60Ta B MaJIbIX I'pynIax Cro-
COOCTBYeT (POPMHPOBAHUIO JTOJHDKHOTO C ATUYECKON CTOPOHBI IMOBEACHUS, aKKYPATHOCTH, TUCIMILTHHU-
POBaHHOCTH.

VcxonHblil ypoBeHb 3HAHHI 00YUYAIOMIUXCS ONPEACIISETCS TECTUPOBAHHEM, COOCCEIOBAHUEM.

Texymuii KOHTPOJIb OCBOSHHSI TUCIMILIIMHBI IIPOBOAMUTCS B (DOpME YCTHOT'O OIPOCa B XOJIE 3aHsI-
TUU, PEIICHUS TUITOBBIX CUTYAI[MOHHBIX 33/1a4, TECTOBOI'O KOHTPOJIS, pedeparoB.

B KoHIle M3y4eHUs! TUCIMILIHHBI (MOIYJISI) IIPOBOAMUTCS TIPOMEKYTOYHAS aTTECTAIHS C UCIIOIb-
30BAHUCM TCCTOBOI'0O KOHTPOJIA, PCHICHHA CUTYAlIlMOHHBIX 3aJady. I[JISI TCKYLICTO KOHTPOJIA OCBOCHUA
JTMCHIUTUIAHBI UCTIONB3YETCSI PEUTUHTOBAsI CUCTEMA.

BOHpOCBI Mo JUCHUIIIMHC BKIIIOYCHBI B I'OCYAAPCTBCHHYIO UTOIOBYHO ATTCCTAIlMIO BBIITYCKHH-
KOB.

Pasnea 6. Meroauyeckue yka3aHusi JJIsi O0Yy4alOUIUXCSl 1O OCBOCHUIO JTUCHMIUIMHBI (MOZYJIsl)
(mpusioxenue A)

W3ydeHre AUCUMILTUHBI CIEeyeT HaYMHATh ¢ IPOpabOTKU JAaHHOM paboyeil mporpamMmbl, METO-
JUYECKUX YKa3aHWUM, MPONMCAHHBIX B IIPpOrpaMMe, 0co00€ BHUMaHUE YAENsAeTCs LEesIM, 3aJauaM, CTpYyK-
Type U COACPKAHUIO TUCLMILIUHBI.

VYcnemHoe u3ydeHHe TUCHUILIUHBI TpEeOyeT OT O0ydaromuxcs MOCEUIEHUsl JICKINUNA, aKTUBHOU
paboThl HAa TPAKTHUYECKUX 3aHSATHUSAX, BHIIOJHEHHUS BCEX YUCOHBIX 3aJaHHI MPEnoJaBaTelis,03HaKOMICHUS
c 0a30BBIMH Y4€OHHKAMH, OCHOBHOHM M JOMOJHHUTEIBHON IuTeparypoil. JIeKuun MMEer0TB OCHOBHOM 00-
30pHBIN XapakTep U HalleJIeHbl Ha OCBelIeHNe Hanboee TPYIHBIX BOIIPOCOB, a TAKXKe MPU3BaHBI CIIOCO0-
CTBOBaTh (DOPMHUPOBAHHIO HABBIKOB pabOTHI ¢ HAYYHOH JuTeparypoil. [Ipenmonaraercs, 4To 00yJaromu-
€csl MPUXOJAT Ha JICKIUH, MPEABAPUTEIHHO MPopaboTaB COOTBETCTBYIOMIMMA Yy4eOHBIM MaTepHal Mo Hc-
TOYHUKAM, PEKOMEHIyEMbI IIPOTPaMMON.

OcCHOBHBIM MeTOJIOM OOYy4YeHHUs SBISETCS CaMOCTOsATENbHas padoTa CTYAEHTOB C Yy4eOHO-
METOJIMYECKMMH MaTepuajaMy, HAy4YHOU JuTeparypoii, THTepHer-pecypcamu.

[TpaBuibHAs OpraHU3alysl CaMOCTOSATENIBHBIX YUE€OHBIX 3aHATUH, UX CUCTEMaTHYHOCTh, L€JIeCO-
o0Opa3Hoe IIaHHpOBaHHE pabovero BpeMEHU MO3BOJISIOT 00yUYarOIMMCS pa3BUBAaTh YMEHUS U HABBIKU B
YCBOCHHMHM U CUCTEMATU3aLUU IPUOOpETaeMbIX 3HaHH, 00ecTiedrBaTh BEICOKUI YPOBEHb YCIIEBAEMOCTH B
nepuoj 00y4YeHuUsl, MOJIYYUTh HaBbIKU MOBBIIIEHUS TPO(ECCHOHATIBHOTO YPOBHSL.

OcHOBHO# (OopMOH MPOMEKYTOYHOIO KOHTPOJIS M OLEHKH PE3yJIbTaTOB OOy4YEHHs MO JUCIH-
IUTMHE sBJsieTcs 3adeT. Ha 3aduere oOydaromuecs AOMKHBI MPOJIEMOHCTPUPOBATH HE TOJIBKO TEOpETHUYE-
CKHE3HAHHUS, HO U IPAKTUYECKHUE HABBIKH, MIOJYYCHHBIE HA TPAKTUYECKUX 3aAHATHSAX.

[TocTosiHHAs aKTUBHOCTH Ha 3aHATHUSX, TOTOBHOCTh CTaBUTh U OOCYX/aTh aKTyaJlbHbIE Mpo0Iie-
MBI AUCHUIUIMHBI - 3aJI0T YCIIEITHON paObOThI U MOJIOKUTETBHON OLIEHKH.

[TonpoOHBIE MeTOIMYECKUE YKa3aHUS K NMPAKTUYECKUM 3aHATUSM U BHEAYJTUTOPHOW CaMOCTOS-
TeJNbHOM padoTe Mo KaxJ10i TeMe JUCLUUIUIMHBI IPEACTABICHbI B IPUIIOKEHUN A.

Pa3nea 7. OneHo4nblie cpeacTBa 1JIsl POBEACHUS NMPOMEKYTOYHON aTTecTanuy 00y4arUuXcs 1Mo
aucuunanHe (moayJo) (mpuinoxenue b)

OneHouHbIE CpPEeNCTBA — KOMIUIEKT METOAMYECKMX MAaTEpHUajoB, HOPMHUPYIOIIUX IPOLEAYPHI
OLICHUBAHUS PE3yJIbTaTOB OOyUYEHUSs, T.€. YCTAHOBJICHUS] COOTBETCTBUS YUEOHBIX JOCTH)KEHUU 3arjlaHu-
POBaHHBIM pe3yJbTaTaM O00y4YeHHUs U TpeOOBaHHUIM 00pa30BaTENbHOM MPOrpaMMBbl, paboueil mporpaMmbl
JUCLUTIIINHBL.

OC kak cucTteMa OLICHUBAHMSI COCTOUT U3 CIEIYIOIINX YaCTe:

1. [IlepeuHs KOMIETEHIMI C yKa3aHUEM ATANoB UX (POPMHUPOBAHUS B MPOIECCE OCBOCHUS 00-
pa30BaTEIbHON IIPOTrPaMMBI.

2. Tlokazareneil U KpUTEpHid OIICHUBAHUS KOMITETCHIIMH HA PAa3JIMYHBIX dTanax ux (Gpopmupo-
BAHMsI, ONMCAHUE [IKAJl OLICHUBAHUS.
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3. TumoBBIX KOHTPOJIBHBIX 3a/IaHUH ¥ HHBIX MAaTEPHUATIOB.

4., MeTroandecKuX MaTepuajoB, OMPEACISIONIMX IMPOILEIyphl OLICHWBAHUS 3HAHWMN, YMEHUH,
HABBIKOB U (WJIM) OMBITa MPO(PECCHOHATBHON JNEATENLHOCTH, XapaKTePU3YIONUX 3Tarlbl ()OPMUPOBAHUS
KOMIICTCHITUH.

OueHOYHBIE CPEICTBA JJIs MIPOBEACHUS TEKYIIETO KOHTPOJIS M MPOMEXYTOYHOM aTTeCTalluu I0
JUCITUTIIMHE TIPE/ICTABIICHBI B IPHIIOKEHUH b.
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denepaibHOE TOCYIAPCTBEHHOE OIO/IKETHOE
00pa3oBaTeNIbHOE YUPEIKICHUE BBICIIIETO 00pa30BaHU
«KupoBckuii rocy1apcTBEHHbI MEAUIIMHCKUIN YHUBEPCUTET»
MunuctepcTBa 3apaBooxpaneHus Poccuiickoit deneparuu

Kadenpa buonorumn
IMpuioxenne A k padodeil nporpaMme 1 CIUAIINHbBI

MeTounqecmle ylcasam/m OJIsA Oﬁy‘lalOHII/IXCH 10 OCBOCHHUIO JUCHHMITJIMHBI
«MeqMIMHCKAas TeHETHKA»

Crnenuansaocts 31.05.01 JleyeOHOE neio
Hanpasnennocts (mpoduis) OIIOII - JleuebHoe neno

Pa3znes 1. BBegeHue B MeIMIUHCKYIO reHeTUKY. Haciie1cTBEHHOCTh U NATOJIOTHA.
Tema 1.1. HaciencTBEHHOCTDL U MATOJIOTHA.

Hean: Jlate npeacraBieHne 0 MEAMIIMHCKON T'€HETUKE KaK Ba)XHOM HAINPABIECHUU COBPEMEHHOM
MEIHIIMHBI, TO3BOJISIOUIEM PACKPBITh 3THUOJIOTHIO, MATOTEHE3, AMATHOCTUKY U MPOGUIAKTHKY HAcJel-
CTBEHHBIX 00JI€3HEH YeIOBeKa.

3apaum: M3yunTh nenu u 3agaud MEJUUMHCKOW T'€HETHKH, 3Tallbl €€ Pa3BUTUA U JTOCTHKEHUS,
B3aMIMOCBSI3b C JIPYTUMHU Haykamu. V3yduTh 0COOCHHOCTH YelIOBEKa KaK OOBEKTa TEeHETUYCCKHX HCCIIe-
JIOBaHUI U POJIb HACJIEICTBEHHBIX ()aKTOPOB B MATOJIOTHH YEIOBEKA.

OO0yuarouuiicsi 10J17KeH 3HATh.

CoBpeMeHHOE MPEICTaBICHUE O T€HOME YEJIOBEKAa, MOJIEKYJISIPHbIE OCHOBBI HACJIEACTBEHHOCTH, POJIU
HACJICJACTBEHHOCTH B OTIPE/ICIICHUH 3/I0POBbsI M MATOJIOTUH; COBPEMEHHBIE METO/Ibl TCHETUKHU YEJIOBEKa.
Oo0yuaromuiicst 10J17KeH YMeTb.

HNuTtepripeTupoBaTh pe3ysbTaThl TEHETHYECKOTO aHaU3a, Pe3yJabTaThl J1a0OPaTOPHBIX METOJIOB JIHArHO-
CTHKH HaclleZICTBEHHBIX 0OJIe3HEN y YelloBeKa.

O0yyaromuiica 10J2KeH BJIAJACTh.

Meanko-0uoIorn4eckuM MOHITUWHBIM amnmapaToM. MeToaMu W3Y4eHHUs HACJeICTBEHHOCTH YelIOBeKa.
Happikamu nmoricka MeTUIIMHCKOW MH(POPMAIIMK B YIEOHOM, HAYYHOU JTUTEPATYPE, B TOM YHCIIE C UCIIOb-
30BaHuEM ceTu VIHTepHeT; HaBbIKaMH MPECTABICHUS U OOCYKACHUS MeIUIIMHCKON nHpopmanuu. bazo-
BBIMU TEXHOJIOTHSIMU TIPe0Opa3oBaHusl WH(POPMAIIUU: TEKCTOBBIC, TAOJMYHBIE PEAKTOPHI, TIOUCK B CETH
HNHurepHer.

CamocrosiTesibHAA ayAMTOPHAasi padoTa 00y4aroIMXCcs 10 Teme:
1. OTBeTUTH HA BONPOCHI 110 TeMe 3aHATHS.
Bomnpocs! 11 cobeceioBaHus:
o [Ipeamer u 3aaa4u METUIIMHCKON TeHETUKH. OOBEKT U3YUCHHUS.

e (OCHOBHBIE 3TaMbl Pa3BUTHS MEAUIIUHCKON T€HETUKHU.

e OCHOBHBIE TOCTUXKEHUSI COBPEMEHHON MEIUIIMHCKON T€HETUKHU.
e Ponp HaciencTBeHHBIX ()aKTOPOB B TATOJIOTHH YEIOBEKA.

o Kraccudukanus HacIeACTBEHHON MaTOIOTHUH.

L4 O6H_[aﬂ XapaKTCPUCTHUKA HacJIeACTBEHHOM IIaTOJIOTHH.

2. IIpakTnyeckas padora.
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Padora 1. Knaccugukanusi HacJieACTBEHHON NAaTOJI0THH.

Lenv pabomwi: I3ydnTh CTPYKTYPY HaCIEACTBEHHBIX 3a00JIE€BaHUM.

Hcnonp3ys marepuanbl yueOHMKa W JIEKIMHM, COCTaBbTE€ B paboyeil TeTpaau cxemy KiacCH]UKaluy,
HaMMIIUTE TPUMEPHI IaTOJIOTHH.

Brimonnenue pabotel Bepercss B opMe 0OCYKACHUS BMECTE CO CTYJACHTaMH HMMEIOIIMXCS JaHHBIX T10
HacJIeICTBEHHOM MaTOJOTUH.

Pa6ora 2. MosieKyJIsIpHO-TeHeTHYeCKHEe MeTOAbI THATHOCTUKH.
Lenv pabomwi: N3yunts paznuanabie Metoapl JJHK-nmuarnoctukmy.
[lepenecure B pabouyiO TETPaJb U 3AMOJTHATE CICTYIONIYIO TaOIHILy.

Ha3Banue Marepuan OOmbexT ams Oranel | JloctoBepHocTh | [Ipumeps! nua-
JUIS UCCIIEIO- | MCCIIE0BAHUS | METO/A | METOAA THOCTUPYEMBIX
BaHUs 3aboneBaHu

[Monumepa3zHast 1ern-
Has peakius (ITLIP)

[Momumopdusm mmH
PECTPUKIIMOHHBIX
(dbparMeHTOB

(I AP®d-ananu3)

CeKBeHI/IPOBaHI/IC

MukpoyunupoBaHue

Brimonnenue pa6OTLI BCACTCA B (1)OpMC O6CY)K,Z[€HI/I$I BMECTC CO CTYACHTAMHU.

3. PemuTh cMTyanMOHHBIE 32Ja4H.
Pemenne cuTyalMoHHBIX 3amad Benercs B (opMe OOCYKICHHS BMECTE CO CTYASHTAMH HMMEIOIIMXCS
yCJIO0BUI BO3HUKHOBEHUSI HACJIEZCTBEHHON IATOJIOTUH, NIEpPeJauy €€ MOCIEeIYIOUM TOKOJICHHSIM.
[To 3amaHHBIM yCIOBUSAM HEOOXOAWMO ONPEACTUTHh K KaKOH TpymIe HacleJCTBEHHON MaTOJOTUU OTHO-
CHUTCS JaHHOE 3a00JIeBaHue.
1) Anroput™m pa3bopa 3amau

1. Kako#i THI MyTaruu JeXUT B OCHOBE ATOU TPYMIbI 3a00J1eBaHU?

2. IlpuBenute npuMepsl 3a00JIEBAHUN.

2) Ilpumep 3amaum ¢ pa3d0OpPOM IO ANTOPUTMY
3agava. B yenoBeueckux MOmyNsLUsAX CHUKEHA POJIb €CTECTBEHHOro 0TOOpa. B oTinume OT KUBOTHBIX
YEJIOBEK JIyYIlle oOecrednBaeT ceOsl MOJHOIEHHON MuIei, 00raToi MUTaTeIbHBIMU BEIIECTBAMU, BUTA-
MHUHaMU ¥ MUHepanaMu. B pe3yibrare He0OOXOAMMOCTh B HEKOTOPBIX (PepMEHTaX, CHHTE3UPYIOIIUX 3TH
BELIECTBA, OTHaa. [ 'eHbl, KOHTPOJUPYIOIINE CUHTE3 3TUX (PEPMEHTOB, B YEJIOBEUECKOM MOMYISIUU ObLIH
yTEpSIHBI.
[TpumepHsIii pazbop 3agauu:

1. Tun mMyTanuu — reHHbIE.

2. Tlpumep 3a0oneBanus — aButamMuHO3 C.

3) 3amauu JuIst CaMOCTOSTETLHOTO pa30opa Ha 3aHITHH.
3amava 1. J)KuBOTHBIE HE BOCIIPUUMYMBBI K HEKOTOPHIM MH(EKIUSAM, T.K. Y HUX OTCYTCTBYIOT
KOMITOHCHTBI MeMOpaH KIIETOK, 00CCIICUNBAONINX BOCIPHUATHE HEKOTOPHIX MATOTCHHBIX (akTOpoB. B
MIPOILIECCE IBOMIOIMU B Pe3ylbTaTe MYTAIMOHHOTO MPOIECCa YeIOBEK MPUOOpEN LENblid s MPU3HAKOB
MATOJIOTUIECKUX, T.K. Y HETO 3TH KOMIIOHEHTHI €CTh, ¥ OH K HUM OKa3aJICs BOCITPHHMYHB.
1. Kakoii Tunm MyTaruu JIe)KUT B OCHOBE 3TOW TPYMIIbI 3a00JIeBaHU?
2. IlpuBenute nmpuMepsl 3a00JIEBaHUMN.
3amavya 2. JlyOnupoBaHue TeHEeTHYecKoW HH(popManuu obOecredrnBaeT roMeocTa3 BHYTPEHHEH
cpensl opranm3ma. K dakropam mommaepkaHusi roMeocTaza OTHOCSATCS JUILIOUIHOCTD, 00eCTIeYrBAarOIIast
PEKOMOMHAIINIO TEHETHMYECKOTO MaTepHualla, allJieIbHOCTh T€HOB, KOHTPOJHPYIOIIMX OJUH TPU3HAK,
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ABYyXcrupaabHOCTh MoJieKyabl JJHK u matpuunbiii cuHTe3, 00ecrednBaonuii TOUHOE BOCIIPOU3BEICHHUE
TEHETUYECKON MHGOPMAIIH B PSITY TTOKOJICHHIA.

1. Kakoil Tun MyTanuu JIeXKUT B OCHOBE ATOH rpymIbl 3a001eBaHuil?

2. [IpuBeute nmpuMepsl 3a00JI€BaHUI?

4. 3apaHus Ui TPYNNoOBoil padoThbl.
VY4eOHBIM IJITAHOM HE MPEyCMOTPEHO.
CamocTosiTeJibHAsi BHEAYIUTOPHAsA pa0doTa 00y4yaromuxcsi o Teme:
3aoarus ons camocmosamenvHoU 6HeayOUmopHoU pabomvl CMyOeHmMo8 No YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MAaTEPUAIOM IO TEME 3aHATHS C MCIOIb30BAHUEM KOHCIIEKTOB JIEK-
IUHA W/ AT PEKOMEHyeMOW y9eOHOM JIMTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI JIIsl CAMOKOHTPOJISL:
e [Ipenmer u 3a1aun MeTUIUHCKOIN reHeTHKU. OOBEKT U3ydeHUSI.

e (OCHOBHBIE dTaNbl Pa3BUTHA MCHHHHHCKOﬁ I'CHCTHUKH.

e (OCHOBHEBIC JOCTHIXKCHHUA COBpeMeHHOfI MEIUITMHCKOM T€HETUKH.
e Pouib HacmeACTBEHHEBIX (1)aKTOpOB B ITaTOJIOI'NH 4YCJIOBCKA.

L4 KJIaCCI/I(bI/IKaI_[I/IH HaCHC,HCTBCHHOﬁ I1aTOJIOTHH.

L4 O6H_[8.SI XapaKTCpUCTHKA HaCHeHCTBCHHOﬁ I1aTOJIOI'H.

3) IIpoBepuTh CBOM 3HAHUS C UCIIOIb30BAHUEM TECTOBOI'O KOHTPOJIS
1. Bvibepume 00un npasuiibHulll omeemn.

OOBEKTOM H3yueHUsl KIMHUYECKON T€HETHKH SIBJIAIOTCS: a) OOJIbHOM uenoBek; 0) OoapHOU u
00JIbHBIE POACTBEHHHUKH; B) OOJILHOM U BCE WICHBI €M0 CEMBH, B TOM YHCIIE 3/J0POBBIC.
2.Bvibepume 00un npasunvhwlii omeem.

B kakom Bo3pacTe MOTYT HpOSIBISATHCS HACIEACTBEHHbIE 3a00JI€BaHUs: a) B YMOPHUOHAIILHOM IIe-
puojie; 0) B JICTCKOM BO3pacTe; B) B 3pEJIOM BO3pAcTe; ') B IMTOKUIIOM BO3pacCTe; 1) B II0OOM BO3pacTe.
Omeemwi 1- B; 2 - 1).

4) [loarotoBuTh pedepat Mo CIEeaYIOMNUM TEMaM:
Bxknan B pazButue meguuuHckon renetuku C.H. JlaBunenkosa.
5) IloaAroToBUTH AaHHOTAIMIO HAYYHON CTaThH 110 TEME.
Y4eOHbIM MJIaHOM HE IPEIYCMOTPEHO.
6) BeinoaHuTh Ipyrue 3ajanus, IpeIycMOTpEeHHbIE pabodell MporpaMMoi o JUCIUIUIMHE.
Tepmun

Memunuackas reHeTUKaA —

T'enomMuka—

IIporeomuxa —

HacnencrBennoe 3a00jieBaHuE —

BpoxnenHoe 3aboneBanue —
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10.

11.

12.

IIeHeTpaHTHOCTH—

9KCHpeCCI/IBHOCTI) -

T'enoxonnu —

denokonuu —

Komnaynnnas rerepozurora —

DHJIOHYKJIea3bl —

Pectpukraszbr —

Pexomenayemas aureparypa:

OcHoBHas:

1. boukoB H.IT.Knunnyeckas renetuka: yueouuk ains By3os/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JononHuTenpHas:

1. Kossonun B.A., Koceix A.A., Poguna H.E. [IpenaTanpHas AMArHOCTHUKA HACIEICTBEHHBIX 3a00-

JIEBaHUI U BPO>KJIEHHBIX MIOPOKOB pa3ButTusi: yueoHoe nocoone Kupos: 2011.-88 c., m.
2. Konenaesa E.B., Poguna H.E.. O61mas renetrka u reHeTHKa yesnoBeka: yueoHoe nmocobue/ Kupos,
2016. - 69 c.
3. MyroBuHn ['.P.. M. Knunnueckas renetuka. [ eHoMuKa 1 MpOTEOMHKA HACTIEACTBEHHOM MAaTOJIOTHH
[DnexTpoHHEIH pecypc]: yaeoHOoe mocodue/ TDOTAP-Meaua, 2010. - 832 c.: ui.
4. T'opbynosa, B.H., Kopxenesckas M.A.. ['eHeTHKa B KIMHUYECKO MPAKTHKE: PYKOBOJACTBO JJIsl Bpa-
yeit/CI10.: Crneryur, 2015.-329 c.
5. Mymkam6apos H.H., Ky3nenos C.JI. MonekynspHas 6uonorus: Yue6. [Tocobue nist cTyieHTOB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEKTPOHHBIE PECYPCHI:

1) http://omim.org/

Pa3nea 2. I'enom vesroBexka. CTpyKTypa M (PyHKIMH TeHOB. Peryasinusi Jkcnpeccuu reHos.
Tema 2.1. 'enom yestoBeka. CTpyKkTypa M PyHKIUM reHOB. Peryisinusi Jkcrnpeccuu reHoB.

Heab: U3yunts cTpyKTypy U (YHKIUIO T€HOMA YeJIOBEKa, U 3HaAU€HHWE TEeHOMHKU Ha COBPEMEH-
HOM 3Tare pa3BUTUSA MEIULIUHBI.

3apaumn: PaccMOTpeTh OCHOBHBIE TEPMHUHOJOTUYECKHUE TIOHSTHS T€HOMHKH, CTPYKTYpy T€HOMa
YeloBeKa U ero 0COOEHHOCTH MO CPAaBHEHUIO C TEHOMOM JAPYTUX OPTaHU3MOB.
O0yyammiics 10J17KeH 3HATh.
CTpyKTypy reHOMa 4yelloBeKa 1 ero (PyHKIIHI0, OCOOEHHOCTH CTPOEHUS T€HOMa YeJI0BEKa, METO/IbI n3yde-
HUS T€HOMa 4YeJIOBEeKa, 3HaU€HHE TeHOMUKU U MPOTEOMHUKH ISl pa3paOOTKU METOJIOB AMArHOCTUKH, Jie-
YeHHsI U TPO(PUIAKTUKU HACIEICTBEHHBIX 3a00ICBaHHIA.
Oo0yuaromuiicst 10J1KeH YMETb.
CocTaBisATh F€HETUYECKUE KapThl; MPaBUIBHO UCIIOIb30BATh COOTBETCTBYIOLIYIO TEPMUHOJIOTHIO.
O0yyaommiics 10J17KeH BJIaJAeTh.
Mennko-0uoIorHYecKuM MOHITUWHBIM amnmapaToM. MeToaMu W3Y4eHHUs HACJEeICTBEHHOCTH YelIOBEKa.
Happikamu moncka MeIUIIMHCKOW HH(POPMAIIMK B YI€OHOM, HAYYHOU JTUTEPAType, B TOM YUCIIE C UCTIOJIb-
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30BaHHEeM ceTu VHTepHeT; HaBbIKaMH TPECTABICHUS U 00CYKISHUS MEAUITMHCKOM nHpopmaru. bazo-
BBIMH TEXHOJIOTUSIMU TpeoOpa3oBaHUs MHPOPMAIMU: TEKCTOBbIE, TAOJUYHbIE PEJAKTOPHI, MOUCK B CETU
HNuTtepner.

CamocrosiTe/ibHAsA AyIMTOPHAs1 padoTa 00y4alIuxcs 1Mo TemMe:
1. OTBeTUTH HA BONPOCHI I10 TeMe 3aHSATHS.
Bonpocsr muist cobecenoBanust:

1. Tlonsarue reHOMa U FT€HOMHKH.

CtpykTypa 1 pyHKITUU TEHOB.

Buerennblie aeMeHThl. TUIBI MyTalMil TEHOB.

[Iporpamma «I'eHOM YesnoBekay, LEIU U 3aJJa4d TPOTPaMMBbI.
buorexHomorus.

Tpauckpunims nagopmaruu ¢ JJHK na nPHK;

[TonsiTue TpaHCKpPUTITOMA, €TO CTPYKTYpa U (PYHKITHSA.

MeTtoapl ucciaen0BaHus TPaHCKpHUIITOMA.

© o N o g A w »

CrutalicuHT — peryJssiuus.

2. llpakTnuyeckasi padora.

Padora 1. CTpykTypa reHoma 4ejioBeKa.

Lenv pabomul: I3yunTh 0COOEHHOCTH CTPOEHUS TeHOMa YesioBeka. OLeHUTh (QYHKIIMOHALHOE 3HAUCHUE
OTHEIBHBIX CTPYKTYPHBIX DJIEMEHTOB I'€HOMA.

[lepenecure naHHYyIO CXeMYy B pabOuyrO TETpaib.

T'eHoM 4Je10BeKa

3000 Mh
I"eHbI 1 CBA3aHHBIE C T€HAMU [IOCJIEN0BATEIBHO- JHK, He BxXonsgmass B coCTaB
CTH T€HOB
/\ v v
~ 22000 Cpsi3aHHBIE  C Hucneprupo- Tan
TE€HOB reHaMu [IOCJIEJOBAa- BaHHBIe TIOBTOpHI 1400 JIEMHBIEO0-
TEJILHOCTU Mb JIACTH
L S L Tpanc
INE INE TR O30HBI
v v
WnTpoHns!, Ilces-
HETPaHCIHPYEMbIC JIOTEHBI v
obnact -
Muxk Hp
po- yrue obna-
CaTEJUTUTEI CTH
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3amoaHUTE CISIYIONIYIO TaOIUILy.

®pakiusi reHoMa OyHKIIMOHANBHBIE 0c0O0eHHO- | [locneacTBusS M3MEHEHHI Te-
CcTH HOMa

I'enrl

TlceBnorennl

JlucneprupoBaHHble TOBTOPbI

TpaHcno30HbI

Taunemubieo0nacTu

Brimonnenune pa6OTLI BCACTCA B (bopMe O6CY)KI[CHI/I$I BMECTE CO CTyACHTaMHM HMMCHOINUXCSA AAaHHBIX II0
CTPOCHUIO TCHOMA.

Padota 2. CpaBHeHHe reHOB Pa3HbIX OPraHU3MOB.

Llenv pabomul: U3yunTh pa3iauyus B CTPOCHUH T€HOMOB.

Ha pucyHke mnpezactaBieHbl XpOMOCOMHBIE KapThl pa3M4HbIX OpraHu3MoB. OIpeneiauTe XapaKTepHbIE
pas3nuyKsi FeHOMOB THX OPraHU3MOB U F'€HOMA YeJIOBeKa.

Puc. IInoTHOCTH T€HOB Y YCTBIPCX OPraHu3MOB.

a) Baktepusa E. coli

Adh1-F
T ot i 30 578 8 4 5 i S i s s e SRl T ad e T o e
0 10 20 30 40 50

E] lex D lMcesporexH l:] MosTopbl AHK

a) 50 ThIC. I.H. y4acTOK Hauasa redoma E. Coli;

0) y4acTOK XpOMOCOMBI 3 IpOAOKEH;

B) 50 ThIC. I1.H. y4aCTOK XpOMOCOMBI 7 YEJIOBEKA, I/I¢ PACIIOIOKEH TeH, KOJUPYIOLIHNA PELEenTop KIETOY-
HOU TIOBEpXHOCTH;

I') Y4aCTOK TeHOMa KyKypy3bl, okpyxatommii red Adh 1-F.

Taba. CpaBHHUTEIbHA XapaKTEPUCTUKA TEHOMOB Pa3HbIX OPTaHU3MOB.

Opranunsm Pa3mep renoma Yuci10 reHos
(Merada3snbi)
Escherichiacoli 4,64 4397
Bacillussubtilis 4,21 4212
Rickettsia prowazekii 111 834
Mycoplasma pneumonie 0,82 710
S. cerevisiae (aposxkn) 12 6548
P. falciparum (mansipuiiHbIii TJ1a3MOTHH) 30 6500
C. elegans (memaTosa) 97 Bonee 20000
D. melanogaster (miooBasi MyIika) 170 ~ 16000
Z. mays (KyKypy3a) 2500 ~ 20000
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H. sapiens (uenoBek) \ 3300 \ ~ 35000 |

[Tpoananu3upyiTe BBIIIE MIPEACTABICHHBIC CXEMY M TAOJIUILY ¥ OTBETHTE HA BOIIPOCHI:

1) OcobenHocTH CTpOEHUS FTeHOMA MPOKAPHUOT;

2) OcOOEHHOCTH CTPOCHUSI TEHOMOB 3yKapHUOT.

Beimonnenue pabotel Bepercss B popMe 0OCYKACHUST BMECTE CO CTYACHTAMU MMEIOUIMXCS JaHHBIX I10
CTPOCHUIO T€HOMA.

Pabora 3. 'eneTnuyeckasi KapTa XpoMocoM.

Llenv pabomul: 3yuanTh KapTUPOBAaHHE XPOMOCOM Ha IIPUMEPE XPOMOCOMBI 3 YeI0BeKa.

PaccmoTpuTe reHeTudeckyro Kapty Xpomocombl 3 uenoBeka. OmnpenenuTe JIOKaIU3alUio MaTojoruye-
CKHX MYTaIlMii, KOTOPBIE BEyT K HACICICTBEHHBIM OOJIC3HSIM.

/ CunnpoM (o Xurmens—JluHnay

Pe3ucTeHTHOCTD K TMPCOMHOM)’ TOPMOHY
o

/ MenkoxieToyHas KapuMHOMa JIerKux

[TcesnocunmpomM LlemnbBerepa

(GM | -raHIIMo31103

CunzpoM Mopkuyo, Tun B
21 /_Hyampqamﬁ MCTPOGUUECKHIT IMHACPMOIH3

HenocTaToyHoCTh Berka S
/I‘eMonmuqccxaﬁ aHeMUs B pe3y/bTaTe
7 HeI0CTATOYHOCTH TIyTaTHOHTICPOKCHIA3bI
G Bonesus Rh-Hob

/

/ OpoTHKALIMIYPHS

TMpormoHatmaemus, pecB-um
/,// AtpaHcheppuHEMHS]
| THTToLIEepyIOTTa3MHHEMHST, HACTCACTBEHHAS

TTUrMEHTHBII PETHHUT-S
IToCTaHECTE3UYECKOE AMHOI

/ HenepeHOCHMOCTb CaXapos3bl

Bredapodnmo3, 06paTHbIA SMUKAHT U NTO3

TpomBodumus B pesybTaTe u3bpika HRG

Hea0CTaTOYHOCTb TUPOTPOMUH-PUIM3UHT -
ropMoHa

3anoaHUTE CISIYIONIYIO TaOIuUILy.

[Taromornyeckoe Howmep xpomo- [Tieuo VYuyacrok CermeHrt
COCTOSIHUE COMBI

MenkoxkieToyHas
KapLIMHOMA JIETKUX

TlocTanecTe3znueckoe
amHo»d

KapI_II/IHOMa KJICTOK
IICYCHHU

Tpombodumus u3-3a
HEJ0CTAaTOYHOCTH
oenka S

T'emonutnueckas
aHeMHUs

Breimonnenue pabotsl Beaercs B GopMe 00CyKI€HUS BMECTE CO CTYACHTAMH UMEIOIINXCS JaHHBIX T10 Te-
HOKApTUPOBAHUIO.

PaGora 4. CTpoeHne rena 3yKapHor.
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Lenv pabomur: 3yauth o0l1iee CTpOSHUE T€HOB YENIOBEKA M 3aBHCUMOCTH BIIMSIHUS MYTAaIluil Ha CHHTE3
Oenka OT UX JIOKaJIU3alH B TeHE.

1) [Ipoananusupyiite CTpyKTypy OeTa-riioOMHOBOTO TeHa 4yenoBeka. [lepeHecure 1aHHYIO cxeMy B pabo-
qyto TeTpajb. Ha pucyHnke 0603HaubTe CTPYKTYpPHBIE AJIIEMEHTHI FeHa.

Puc. Ctpykrypa Oera-riioounoBoro rena yenoseka (o ['mnbept C., 1995).

Caiit Cawnr A
MHMLMaumn vHULMaummn Canr
TPaHCKpUNuuM TpaHcnauum TepMUHaLun
(kan-cawT) aal TPaHCNAUM o
aa aa aa aa aa\ nonuaaeHunMpoBaHus
IpenoTop 30 31 104 105146 Caiir
— T | L

TepMuUHaLum
TpaHcKpUnumm

78 I v

U I J
75,0 b\ | 9KkaoH1| SK3oH2

5-anemeHTbl\ f,nan YkTpoH 1 Tpewnep
npomoTopa

TATA
60KC

D10 camblii KOpOTKUi TeH y uenoBeka: 1100 m.H, oOpa3yromux 3 sk30Ha (90, 222 u 126 n.H.) u 2
untpoHa (116 u 646 n.1.). OH BKIIIOYAET:

- [Ipomorop (TATA-Ookc — ocTaTKi THMUHA U aJICHUHA) U JIp. BOKCBI pacmoio:keHbl mepes TOUKOi
WHULMAIUH (K3I1-CalT).

- Kan-caiit — ocHoBHOM nHunnaropusiii komrieke (OUK) mia npucoenunenus PHK-nommmepasb
Il.

- OK30HEHI U pasaciIIronrue X HHTPOHBLI.

- CpG — ocTpoBKH (AMHYKJICOTHIBI) WM YIACTKH, Pa3AeisSIonue SK30Hb U HHTPOHHI (aa3 1, aal(4,
aal05, aal46).

- 5" u 3’ - HeTpaHCAUpyeMbIe 00IacTH.

- Tpeiinep - koHueBas yacth Monekynsl ”PHK, Bkitouaroias HOHCEHC-KOJIOH U MOJK-A TocIe0Ba-
TEJIBHOCTb.

- HeGomnbiue perynsTopHble CailThl, yuyacTByromue B uHUIMau (kogoH ATT) unu TepMuHanuu
TpaHcisauuu (konoH TAA).

- HeOonbime peryiasTopHble y4acTKH, HEOOXOAUMBIE ISl YCHJICHHs (PHXAHCEPHI), OCIalbIeHHS
(caityieHCcephl) U TEPMUHALIMKA TPAHCKPUIIIIUH.

- Y4acTok curHalia nojJuaJeHUINPOBaHUSI.
2) Tlepenecute B pabouyto TETPab CICIYIONIYIO CXEMY.
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AHo- Us-
MaJIbHBINH Oe- MEHEHUE KO-
JINYECTBA

CHmwkeHne QyHKIUN

YBenuyenue GyHKIUU

[NosiBneHre HOBOW (yHKIIUU

3) 3anoJHHUTe CICAYIOIYIO Ta0IHILY.
Tabyn. MyTanuu B pa3inyHbIX YU4acTKaX I'eHa.

Y4acTok resa TlociencTBus nuid cuaTE3a OEIIKa [TocnencTBus, BbIpaxaroumecs
B M3MEHEHUHU (DYHKIIMH

TATA-00kc

Kosn-caiit

CaliT HHUIIHAIU
TPAHCISIIUU

OK30HBI

HNHTpOHBI

CpG — ocTpoBkH

5"u 3’ - HeTpaHCIH-
pyembie 00J1acTu

Honcenc-xongon

ITomu-A mocnemosa-
TEJIBHOCTh

CaiiT TepMuHauu
TPaHCKPUIHH

DHXaHcephl

Caiinencepsl

Breimmonnenue pabotel Benercs B GopMe 0OCYXKIEHHS BMECTE CO CTYJEHTaAaMH MMEIOIIMXCS JTaHHBIX O
CTPOCHHUH I'€HOB U MEXAHU3MaxX BOZHUKHOBEHUS MyTalUi.

Padora 5. Perynsinus 3kcnpeccuy reHOB 3YKapHoT.

Lenv pabomwi: 3ydnTh 3aKOHOMEPHOCTH SKCIIPECCUHU TEHOB DYKAPHOT U €€ PETYIISAIUH.

Ha cxeme npencraBiieH MexaHU3M SKCIpeccur reHoB. OnpeieTuTe OCHOBHBIE 3BEHbs SKCIPECCUU TEHOB
B SJIpE M IIUTOIIA3ME KJICTKH.

Puc. Mexanusm skcrnipeccun reHoB (o B.Dmmor, J1.9mmmot, 2002).
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Herpanckpubupyemuiii Konen .

3 . Ix30HbI : 1 2 3 3
y e — — -
) v
Tpauckpuiupyesniit Konen :
- B T e @
3 3.
1. Tpauckpumms 5' CAP - - r'

@ Moau-A-xsocr

2. PHK nponeccunr
H COAQICHHT

SAnpo

3. Tpaucnopt

Uuronaasma Pacrymas noaunenrriaias

nens
5 AAAA T
4. Tpancasinust

Pubocomnt’ @
ToToBbri HoJIMNCHTHA
5. Coopka Geaxa %

OCHOBHBIE 3BEHbS IKCIIPECCUN T'€HOB:

- SAlapo kaerku: pacruierenre Hutel monekynsl JIHK, Ttpanckpunuusa MPHK ¢ nmomompro PHK-
nosiuMepassl |1, mporeccuHr u crutaiicuHr (co3peBaHue).

- Huromuiazma kJerku: tpancnopt co3pesueit MPHK ot siapa x pubocomam, nepeBon (TpaHcis-
usi) ¢ nomomsio pPHK u TPHK mndopmanuu o mocienoBarenbHOCTH HYKIEOTHIOB B Mosiekysie MPHK
B IIOCJIEIOBATEILHOCTh AMUHOKHUCIIOT B MOJIEKYJIe OellKa.

Onumure B pabouelt TeTpaau peryJislnio SKCIPECCUU I'eHOB JIJIs KaX/10T0 3BEHA.
Beinonnenue paboTsl Bepercst B GopMe 00CYKIEHHU BMECTE CO CTYIEHTaMU UMEIOIINXCS TaHHBIX O CHH-
Te3e Oelka.

Pa6ora 6. PHK-unTepdepenuus.

Lenv pabomur: Uzyunth Mexauu3m PHK-unTepdepenmm.

Ha cxeme npexncraenen mexanusm PHK-untepdepeniuu. depment Dicer paspesaeTr IBYLENOYEUHYIO
PHK. IIpu stom ob6pa3zyrorcs siRNA. Otu npouecccupoBannsle PHK cBA3bIBalOTCS ¢ KaTATUTHUECKH aK-
tuBHbIMU Ocnkamu Hykieazamu — RISC (RNA-induced silencing complex). Kommieke RISC u siRNA
(short interfering RNA) crnierduaecku paspyiraer mRNA u mpefoTBpaiaet TpaHCIsIIUIo.

[lepenecure nanHylo cxemy B pabouyro TETpab.
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Breimmummrte B pabodyro TeTpaab BO3MOXHOCTU MCHoNb30BaHus MeTonoB PHK-untepdepenunu B menu-
LIUHE.

3a otkpeitie PHK-untepdepenunn amepukanckue uccnenonarenu Duapio Daiip u Kpeitr Memno 6butn
ynoctoeHbl HoGeneBckoii pemun o ¢usuonoruu u Meauiae B 2006 r. Ha ocHOBE ONMMCaHHOTO MU
MeXaHHu3Ma pa3padoTaHbl METO/IbI HAMPABICHHOTO MMOAABIIEHUSI AaKTUBHOCTH I'€HOB C MIOMOIIbI0O KOPOTKUX
cuarernaeckux PHK nymnexcos. Takue mymiekcsl MOryT OBITh co3aHbl poTHB 000t MPHK 6marona-
ps TOMy, 4TO IOCJEA0BATEIbHOCTh T€HOMA MHOI'MX OpPraHM3MOB, BKJIIOUasi YEJIOBEKa, YK€ U3BeCTHa. B
HacTosIIee BpeMsi u3ydarorcs nepcrnektuBbl npumeHeHuss PHK-untepdepeniun B Mmenunuae ajs jgede-
HUS UHPEKINOHHBIX, OHKOJIOTMUECKUX U IPYTUX 3a00TeBaHUI.

Jns nocraBku cuHteTnyecknx PHK aymiiekcoB B KIIETKM MIMPOKO MCIOJIB3YIOTCA MOAXOJbI HA OCHOBE
HaHOOMOTexHOoNMOTHi. Cpeau HUX: JTUMOCOMBI, YIJIEPOJHBIE HAHOTPYOKH, CaMOOPTaHU3YIONIUECS MOJH-
MEpHBbIE HAHOYACTHIIBI HA OCHOBE IUKJIOAEKCTpUHA U JIp. [I0OBEpXHOCTH 3TUX HAHOYACTHI] MOIUDULIUPY-
IOT aHTUTEJIAMU U JIp. U BEKTOpaMU JJI1 HaIllpaBJIECHHOM TIOCTaBKM B PAKOBbIE KJIETKU, K o4araM BHYTPHU-
COCY/IMCTOTO MOPa)KEHUs U T. II.

Brimonnenue paboTel BeeTcs B popMe 0OCYKACHHS CO CTYACHTaMHU.

Pa6ora 7. JHK-1narnocruka.
Lenv pabomui: 1103HaKOMUTBHCS ¢ UHTEpIPUHTUHTOM — MeTosioM JIHK-nuarnoctuku.

a) Ha Puc.] moka3zansl pesynbraTsl ¢uHrepnpuntuara npod JJHK ot matepu (M), npeamnonaraemoro
orma (F) u pedenka (C). Y pebenka umeetcst 6 1MoI0C, aHATTOTUYHBIX MATEPUHCKUM U 11 — aHaOTUYHBIX
OTIIOBCKHM, a TaKXke 5 00IIuX MoJIocC.
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> MarepuHckas nonoca
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Puc. 1. Pesynbrarsl ¢punrepnpuntunra npod JJHK ot marepu (M), nmpeanonaraemoro otna (F) pedenka
©)

6) @unrepnpunt JJHK BTopoii Mmatepu (M2), pedbenka (C2) u npeamnonaraemoro otia (F) moka3zaHsl Ha
cienymomei cxeme (Puc.2). B atom cnyyae y pebenka 8 MaTepuHCKUX MOJ0C, 15 OTHOBCKUX, 6 00X
JUTSL MAaTEPH U TIPEI0JIaraeMoro oTia u 1 mojgoca He 0OHAPYKUBAETCSI HU Yy MaTepH, HU y oTia. Kak 00b-
SCHUTh Halu4ue 3Toi mosockl? OOOCHYHTE OTBET, aHANU3UPYs MPEJCTABICHHbIE HA PUCYHKE (UHTEp-
TIPUHTEI.

C—> MarepuHckas nonoca
e OTUO0BCK2R NONOCE

—=m MNonoca ot nio6oro
3 poguTenei

L]

Heonpepenextas nonoca

e 06wan ana popureneit
nonoca

M Mam
C PeBerok

F Npeanonaraemwii orey

00 D 0000=

J000000MmD0 0O D

NN DGl D 0O00 GG 1 00 DQ0 0~
IrimnInmLnmInmi

Puc. 2. ®unrepnpunt JJHK BTOpoii matepu (M2), pedenka (C2) u npennonaraemoro otia (F2).
OTBeThTE Ha BONPOCHI, aHATM3UPYS MPEICTABIICHHBIC HA PUCYHKE (PMHTEPIIPUHTHI.
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1. MoOXHO JI Ha OCHOBaHHMHU ATHUX JTAHHBIX C/ETaTh BBIBOA 00 OTIIOBCTBE MY>XYMHBI B IEPBOM CiTydae?
2. Kak 00BACHHUTH HaW4ME OJHOM MOJIOCHI, HECOBIAAAIONIECH C OTIIOBCKUMH U MaTEPHHCKUMHU I10JI0-
camH BO BTOpOM citydae?
Brmmonnenue pabotsl Begercs B popme 00CYKICHHS BMECTE CO CTYICHTaMHU.

3. PelunTh CUTYallMOHHBIE 3a1a4H.
VY4eOHBIM IJITAHOM HE MPEyCMOTPEHO.
4. 3apaHus IS TPYNNOBOii padoThl.
Y4eOHBIM MJIAHOM HE MPEIyCMOTPEHO.
CamocTosiTe/IbHAsA BHEaAyIUTOPHAasi padoTa 00y4alomuXxcs no remMe:
3aoarnus ons camocmosamenbHol 6HeayOUmopHoU pabomvl CMyOeHmo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUYECKUM MATEPUATIOM [0 TEME 3aHATUS C MCIOJb30BAHUEM KOHCIIEKTOB JICK-
[IUHA W/ WA PEKOMEHIyeMON yIeOHOH JIMTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI JIIsl CAMOKOHTPOJISL:
e [lonsiTHe reHOMAa U TEHOMUKHU.

e CrpykTypa 1 (yHKIIMU I'€HOB.

e BHercHHbIC 2J1eMEHTHI. THUIIBI MyTallui T€HOB.

e IIporpamma «I'eHOM YenOBEKa», LIENIH U 3a1a4U IIPOTPAMMBIL.
e buorexnomnorus.

e Tpauckpunims uagpopmaruu ¢ JJHK na uPHK;

e [loHsiTHE TPAHCKPUNTOMA, €TO CTPYKTYpA U (QPYHKIIHUS.

e MeTobI HCCIIEIOBAaHUS TPAHCKPUIITOMA.

e CrjaliCUHT — perymisnus.

3) IIpoBepHUTh CBOM 3HAHUS C UCTIOJIB30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00un npasuibHulil omeem.

MenunuHckast TeHeTHKa U3yJaeT: a) KIMHUYECKHe 0COOEHHOCTH HacieICTBEHHbIX OoJe3Heil; 0)
ATHOJIOTHUIO, MTATOTeHE3 HACIIEICTBEHHBIX OoJie3Hel 1 0oJe3Hel ¢ HacIeICTBEHHOIO MPEIPacIIOIOKEHHO-
CTbIO; B) MYTH NPOGUIAKTUKN HACIEJCTBEHHBIX OOJIE3HEH; I') poJib HACJIEACTBEHHBIX (DAKTOPOB B MaTo-
JIOTHH YeJIOBEKa.

2. Bvibepume o0un npaguiibHulil omeem.

HazoBute m3BecTHOE YMCIIO HACIEACTBEHHBIX 3a0oneBanuii: a) 1500; 6) 3500; B) 5000; r) 15
000.

3. Bvibepume 00uH npaguibHviii Omeen.

[Tponieccunr obecrnieunBaeT: a) TPAHCKPHILNIO; 0) TPAaHCIALUIO; B) “BbIpe3aHHe’” MHTPOHHBIX
o0JacTei.

4. Bvibepume 00un npasuibHulil Omeem.

[TonsiTue reHa BKJIOYAET B ceOsl: a) TOJIBKO MHTPOHBI; 0) TOJIBKO AK30HBI, B) 4aCTh 3K30HHBIX
y4JacTkoB TeHa; r) yyactok JIHK, oTBeTcTBEeHHBIN 3a CHHTE3 MOJMNENTHIA; 1) y4acTKU OeKa, OTBET-
CTBEHHBIE 33 CHHTE3 CIIO)KHOTO Oelka.

5. Bvibepume 00un npasuibHulil omeem.

Bribepute npaBuibHOE ONpesesieHUe MOHATUS “TeHOM’ 4YeJlOoBeKa: a) COBOKYIMHOCTb SJEPHOI
JIHK; 6) xpoMocoMHBbIi Habop OpraHn3Ma; B) COBOKYIMHOCTh TpaHcaupyembix yuactkoB JIHK; r) coBo-
KYITHOCTb siAepHOU 1 nurorutazMarnyeckon JTHK.

Omeemot 1- 6);2-0);3-B);4-1);5-1).
4) TloaroroButh pedepaT Mo CASAYIOMEH TeMe:
1. Pozanuna @panknuH — BKIaa B uccienoanue moaenu JJTHK.
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2. MexaHU3Mbl BOSHUKHOBEHHSI SKCIIAHCUU TPUHYKJICOTUIHBIX IOBTOPOB. boNe3HU, BRI3BAaHHBIC JH-
HaMUYECKUMH MYTaIUsIMU.

3. Ilpuonnsle 60ye3HHU.

4. Ocob6ennoctn PHK-unTEepdhepeHinm y npokapruoT ¥ 3yKapruoT. 3HaYECHUE OTKPBITHUSI 3TOTO MeXa-
HU3MA JJI MEJIULIUHBI.
5) [loAroTOBUTH aHHOTAIMIO HAYYHOU CTAThU I10 TEME.
VY4eOHBIM IJIAHOM HE MPEyCMOTPEHO.
6) BeInoaHuTh Ipyrue 3aanus, IpeIycMOTpeHHbIe paboueil mporpaMMoil o AUCLIUILIIMHE.
B paboueii TeTpaau 3am0oIHUTh TEPMUHOIOTUYECKUI CIIOBAPb.

Tepmun

T'enom —

I'eHOMHBINM UMIIPUHTUHT —

I'enetnyeckuit mnoauMoppu3M —

[Tpuonnsie 6one3HN —

bone3nn HakoreHus —

DKCIaHCUs TPUHYKJICOTHUTHBIX MOCIEI0BATEIbHOCTEH—

AHTHnNEnAUI —

Yuukanensie nocienoparenbHocty JJHK —

Cpenne nosTopstomuecs nocinegosarensHoctu JJHK —

10.

11.

12.

13.

Bricoko noBropstomumecs nociaegoBareabnoctn JJHK —

IIceBmorensr —

TpaHCIO30HBI —

AJIbTEpHATUBHBINA CIUTANCUHT —

PexoMennyemas jiureparypa:
OcHoBHas:

1. boukoB H.I1.Knunnyeckas reneruka: yueOHuK a71st By30B/ M.: I'DOTAP-Menua, 2006 -2011, ¢.480

JononHuTenpHas:

1) Kossonun B.A., Kocbix A.A., Ponuna H.E.  TIpenaranbHasi TUarHoCTHKa HACIEICTBEHHBIX 3a00-

JIeBaHUI U BPOXKJIEHHBIX IIOPOKOB pa3BUTHUs: yueOHOE ocodue
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2) Konenaesa E.B., Ponuna H.E.. OOmias reHeTHka 1 reHeTHKa YeioBeka: yueoHoe nmocodue/ Kupos,
2016. - 69 c.
3) MyrosuH I'.P.. M. Kiinnuueckast renetrka. [ eHOMHKa U IPOTEOMHKA HACIICACTBEHHON MATOJIOTHU
[DnexTponHbIi pecypc]: yueonoe nmocodue/ [DOTAP-Meaua, 2010. - 832 c.: ui.
4) TopOynosa, B.H., KopxeneBckas M.A.. ['eHeTHKa B KIMHHUYECKOW IPAKTUKE: PYKOBOCTBO ISl Bpa-
yei/CI10.: Cnewut, 2015.-329 c.
5) Mymkambapos H.H., Ky3uenos C.JI. Monekynspuas 6uonorus: Yued. [Tocodue 1ist CTYIACHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6) DJeKTPOHHBIC PECYPCHI:

1)  http://omim.org/

Paszneua 3. I'enHbIe 00J1€3HM.
Tema 3.1. CeMHOTHKA HACJIEACTBEHHBIX 3a00eBannii. KINMHUKO-TeHeaI0rn4ecKuii MeTos.

Heab: M3yunTh KIMHUYECKHE OCOOSHHOCTH TEYCHHS HACJCACTBEHHBIX 3a0ojeBaHMid. M3yduTh
3HAYEHHE KIMHUKO-TEHEATIOTMUYEeCKOr0 METO0J1a, €ro OCHOBHBIE e M 3agadyd. HayuuTbcs mpaBHIIBHO
KCIOJIb30BaTh COOTBETCTBYIONIYIO TEPMUHOJIOTHIO.

3apaumn: PaccMOTpeTh OCHOBHBIE TEPMHHOJOTUUYECKHE TOHITHS MEIUIIMHCKOM T€HETUKH, 00Yy-
YUTh CTYJICHTOB NPUMEHEHUIO KIMHUKO-TCHEAIOIMYECKOT0 METOJIa, M3YYHTh OCOOCHHOCTH HACIIeI-
CTBEHHOM ITATOJIOTHH.

O0yyaommiics 10J17KeH 3HATb.

Oco0eHHOCTH KIMHUYECKHUX TPOSBICHUA HACICICTBEHHOW MATOJOTHH, OOIUE MPUHITUIBI KITMHIYISCKON
JMArHOCTUKHU HACIICJCTBEHHBIX OOJIE3HEH, MPUYHMHBI MPOUCXOKICHUS M JTUATHOCTUYECKYI0 3HAYUMOCTh
MOP(OTreHEeTUYECKNX BapUAHTOB, 3HAUEHHE M OCHOBBI KIIMHUKO-T€HEAJOTUYECKOT0 METOa /I IharHo-
CTHKH, HAaCJICACTBEHHOM MaTOJIOTUH, TUITbI HACJIeIOBAaHUS 3a00JI€BaHUI 1 TPU3HAKOB YEJIOBEKA.
OOyuaromuiicst 10/15KeH YMeTb.

OOGcnenoBarh OOJBLHOTO HA BBISBJICHHE HACJICICTBEHHOM MATOJOTHH, PACIO3HABATH OOIIUE MPOSIBICHUS
HACJICJICTBEHHOW IMAaTOJIOTUH, JUATHOCTUPOBATH BPOXKJICHHBIC MOP(POTreHETHUSCKUE BAPUAHTHI, TIPABUIIh-
HO HCTIOJIh30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHUIO TIPU OMMCAHUU KIMHUYECKOU KapTUHBI ((peHoTumna)
0O0JLHOTO; COOMpPAaTh aHAMHECTUYECKHE JTaHHBIE M T€HEATOTUYECKYIH0 MH(POPMAIINIO, COCTABIATh POJIO-
CIIOBHYIO, PEACTABIATH €€ B TpaduuecKoM BUJIE M aHAIM3UPOBATh HACTIETOBaHUE 3a00IE€BAHUS WIIH TIPH-
3HaKa 00JIE3HH B CEMbE.

OO0yuarommiicsi 10J15KeH BJIa/1eTh.

Menuko-01oI0rMuecKM TTOHSATUHHBIM armapaToM. MeTojaMu U3ydeHus HacJIeICTBEHHOCTH YeJIOBEKa.
HaBbikamu nmoncka MeIUIIMHCKOM HHPOpMAIK B yueOHOM, HAyYHOU TUTepaType, B TOM YUCIIE C UCTIONb-
30BaHHEM ceTu MHTepHeT; HaBbIKaMH TIPEJICTABICHUS U OOCYXKJIEHUsI MEIUIIMHCKON nHpopmanuu. bazo-
BBIMH TEXHOJOTHSMHU TpeoOpa3oBaHus MHPOPMAIIUU: TEKCTOBbBIE, TAOIUYHBIE PEAKTOPHI, MOUCK B CETU
HNuTtepner.

CamocrosiTe/ibHAsA ayIUTOPHAs padoTa 00y4alIIUXCsl M0 TeMe:
1. OTBeTUTH HA BONPOCHI IO TEMe 3aHATHS.
Bormpocs! myist cobeceoBanus:
1. KimHUKO-reHeaTorn4ecKHil METO, €r0 BO3MOXKHOCTH U 3HAUCHUE B MEAUKO-TE€HETHYECKOM KOH-
Cy.TIBTI/IpOBaHI/II/I.

[Tokazanus uist IpoBeIeHUs] KIIMHUKO-T€HEAIOTHYECKUX UCCIIeI0BaHU M.
CocraBienue kKapThl heHoTUma.

CocraBneHue pO,Z[OCJlOBHOﬁ.

o & N

OHpe,Z[CJ'ICHI/IC HAaCJICACTBCHHOT'O XapaKTEpa MaTOJIOTHH.
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6. OmpeneneHue THIIA HACTICTOBAHUS.

2. llpakTnueckasi padora.

Pa6ora 1. OnpeaesieHue TUNA HACJTETOBAHUS.

Lens pabomul: I3yuynTh OCHOBHBIE 3aKOHOMEPHOCTH HACJIEIOBAHHUSI.

W3yuute npencraBieHHbIE HIKE rpadudeckue N300paKeHHUsT POJAOCIOBHBIX, IEPEHECUTE X B pabOUyI0
TeTpaib.

1. Onpenenute xapakTep HacIEAOBaHUS AyTOCOMHOTO IIPU3HAKA U PACCTaBbTE T€HOTHUIIBI BCEX YJICHOB
POIOCIOBHOI:

D m e

o

5) oj%D

[ 1 | % %
2. TlpoBenuTte aHAIN3 POJIOCIOBHOM CEMBH C OIM30pyKOCThIO. ONpeeTuTe THIT HACICIOBAHMSI IPU3HA-
Ka, TEeHOTHUIIBI BCEX YWICHOB POJOCIOBHON. BrIUUCINTE BEPOATHOCTD POKICHUS OIU30PYKUX JIETEH B

cemMbe oT Opaka 3 u 6.

1@ K
ﬁ@—*}, 4 (7 5

:
X Qo ee

11 12 13 14 15 16 17

19

3. Tlo xapakTepHbIM ()EHOTUITMUECKUM MPU3HAKAM U PParMEeHTy POAOCIOBHON MpoOaHIa ONpeIeTnTe
3a00JIeBaHNE U TUI HACJIEJOBAHUS.
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4. TlpoBeaure aHAJIM3 POJOCIOBHOM ceMbH ¢ allbOMHU3MOM. ONpeenuTe TUIl HAaclle0BaHUs IPU3HAaKa,
TCHOTHITBI WICHOB POJIOCIOBHON. BhramcinTe BEpOSTHOCTD POXKACHUS OOMBHBIX AeTel oT Opaka 1 u 2

().

I ®
1 2 |
|
o
i ® ® ® |
2 3 4 5 6 @ 1
|
| ' reTepo3uroTHOe
| HOCUTENbCTBO
I ° ® o
2 3 4 S IV-7 — BbIKUABIL |
| |
|
1\
|
1 2 3 4 5 6 7 8 A

5. PomocnoBHas cembu ¢ BuTaMuH D-pe3ncteHTHBIM paxutoM. Onpenenute BepOITHOCTh POKICHUS
310poBBIX AeTelt oT Opaka 3 (I1) co 3m0poBOIT KEHIIUHOM.
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2 3 4 5 6 7 8 9 10 11

Puc. 3.33. PonocnosHasi ¢ X-cuernieHHbIM AOMUHAHTHBIM TUTOM HacneposaHus
(BUTAMUH D-peanCTEeHTHbII paxuT)

Puc. 3.34. Pe6eHok 7 net ¢ BUTamuH D-pesncTeHTHLIM PaxuTom
(Ha popocnoHoi = 111-9). TUNUYHBIE BAPYCHBLIE AedhOpMALN HKHUX KOHEYHOCTENA,
X-CL@NN@HHBIA JOMUHANHTHBIA TUN HACNeA0BAHNA
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6. IIpoananuzupyiTe poAOCIOBHYIO CeMbH ¢ reModunueit. OnpeaenuTe TUIT HACICOBAaHUS MPU3HAKA,
TEHOTUIIBI WICHOB POAOCIOBHOM. BhiuncinTe BEpOATHOCTD POXKACHUS OOJIBHBIX U 3JJOPOBBIX JI€TEH OT
Opaka 1 u 2.

1 2

3(5 74 {8 5 0 6

10 11 12 13 14 15 16

7. TlpoananuzupyiTe pOAOCIOBHYIO CEMbH C TUIEPTPHX030M. OnpeaenuTe TUIl HAClIeJOBaHUsI, TeHOTH-
bl WICHOB POJOCIOBHON. BRIUMCINTE BEPOATHOCTD POXKIACHHMS IETEH ¢ TUIIEPTPUXO030M OT Opaka 1 u
2 (I). Onpenenute MOJ STHX IETEH.

JOROM

Brimonnenue pabotel BegeTcs B popme 00CYKACHHSI BMECTE CO CTYACHTAMH UMEIOIIUXCS IaHHBIX O TH-
aM HacJIEJOBaHMUSI.

Pabora 2. OTanbl KJIMHHYECKOT0 MOUCKA.

Lenv pabomei: VI3yduTh MOCIEI0BATEILHOCTh MPUMEHEHHUS METOIOB TUATHOCTHKHU B TeHETHKe. Mcmob-
3ys NaHHbIE pedepaTUBHBIX COOOIICHUHN, OXapaKTePU3yUTe 3TAIbl TUArHOCTHYECKOTO TOWCKA JIJIsi KOH-
KPETHBIX KIMHUYECKUX CIIy4aeB.

HepeHeCI/ITC B paGoquO TCTpaJb U 3aMOJIHUTC CICAYIOUIYIO Ta6J'II/II_Iy.

‘ Ortan ‘ HaszBanue srama ‘ [Tpumensiembie ‘ Hcnonp3oBanne ‘ JlnarHos, ycranas- ‘ Knunnueckuit
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MECTOABI 1HUa-
THOCTUKH

AIIEKTPOHHBIX 0a3
JIAHHBIX (71a/HEeT)

JIMBAEMBI B PE3YIlb-
TaTe MCCIENOBAHUS

pumep

Kimnanueckuii

[TapakauHuYecKuii

Brimonnenue paboTsl BenetTcst B popMe 00CYkIeHUSI BMECTE CO CTYACHTAMH UMEIOIIUXCS JAHHBIX 110 Me-

TOAaM JHArHOCTHKU.

3. PemiuTh CHTYallHOHHBIE 32Ja4H.
1) Anroputm pazbopa 3a1ad.

1. Onpenenute TUI HacleAOBaHUs IPU3HAKA.

2. OnpenenuTe reHOTUIIbl BCEX YJIEHOB POJIOCIOBHOM.

3. Beluncnute BEpOSTHOCTb POXKACHUS JAETEH ¢ NaTOJIOTMYECKUM IIPU3HAKOM.
2). [Ipumep 3a1auu Ha aHAIU3 POIOCIOBHBIX C Pa300pPOM 110 AITOPUTMY

1. Onpenenure TUI HacIeIOBaHUS IPU3HAKA.

2. Onpenenute TEHOTUIIBI BCEX YJICHOB POIOCIOBHOM.

3. Beluncnute BEpOsATHOCTh POXKACHUS JAETEH ¢ MaTOJIOrMYeCKUM IIPU3HAKOM B ceMbe OT Opaka 8 u 6.

a) B—
.

O

N

1. Tun HacnenoBaHUS NpPU3HAKA — AyTOCOMHO-TOMHHAHTHBIMH.

2. I'eHOTHIIBI BCEX YJIEHOB pOI[OCJ'IOBHOfI.

Aa Aa
I [ _‘
1 2

aa aa Aa aa  Aa Aa
]|

3 4 7 5 8 6

AA/A
I Ad/Aa y - aa
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3. Brruncnenue BCPOATHOCTHU POKIACHUA JIETeH C IIaTOJIOTUYECKUM IMPU3HAKOM.
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BeposTHOCTh JOMMHAHTHOTO MPU3HAKA B CEMbE OT Opaka 6 U 8 paBHa 3 / 4 (2 3axon Menaens).

3) 3amauu Ui CaMOCTOSATEIBHOTO pa3dopa Ha 3aHATUU:

3amava 1. XKenmuna crpanaer pocdar-nuadeTroM (X-CHEIUICHHBIH JOMUHAHTHBIA THIT HACIE0-
BaHUs), IBE €€ CECTPhI U OTeI TaKke 00JbHBI. boiabHas TeTka 3aMy»KeM 3a 3I0pOBbIM MYKUHUHOM U UMEeT
IATEPBIX JIETEH; IBE T0UepH, OJUH CHIH - 3A0POBBI; OJUH CBIH U J04b - 00ibHBL. COCTaBbTE POJIOCIOB-
Hy10. Onpenenure BEpoOSITHOCTh POXKACHUS O0IbHOTrO pedbeHka y npobanaa. Eciu ceiH y mpobanaa Oyner
00JIeH, KaKOoi TPOTHO3 IS €ro JAeTeii?

3apayva 2. [Ipobana — 6onbHOM Muonatuen [lromenna manpuuk. [1o 1aHHBIM aHaMHE3a — POJIH-
TEJIH U JIBE cecTphl Mmpobanaa 310poBel. [1o OTIOBCKOIM JMHUM [1Ba Asau, TeTKa, neA U OaOka mpobaHaa
310pOBEI. /IBe TBOIOPOIHBIEC CECTPHI OT M U ABOIOPOJHBIN Opat oT TeTu nmpobanaa 310poBkl. [1o muHun
Marepu mpodaHaa OAWH U3 IBYX Jsnel O0ojen Muornatuei. Bropo s — 310poBBIA — UMEI ABYX 3/10-
POBBIX CHIHOBEW M 3/10pOBYIO 104b. Tera mpobanma umena OonpHOro ceiHa. [len u 6abka 31m0poBsl. Co-
CTaBbTE POJIOCIIOBHYIO M OIIPENIEIUTE TUI HACTIETOBAHUS.

3amauga 3. [TocTpoiite poIOCIOBHYIO, HA KOTOPOW OBLTH OBI MOKa3aHBI BaXKHEHUININE OCOOCHHOCTH
ayTOCOMHO-PEIECCUBHOTO TUIIA HACIIEOBAHUS B TPEX MOKOJIEHUSIX BOOOpakaeMoil CEMbHU.

3anaua 4. K Bpauy - croMaTosory o0paTiiinch poAUTENH MAIbUMKa 3 JIeT, MMEIOIIETO BPOK/ICH-
HYIO pacllesIiuHy TyObl U Heba, ¢ MPOck0oii 00 ONepaTUBHOM JICUEHUU ITOTO MOPOKa pa3BuTus. Mx takxke
MHTEPECOBANI PUCK TIOBTOPHOTO POXKIICHHsI peOeHKa ¢ MoA00HOH aHoManuel B 3Toii cembe. [locie ocmoT-
pa pebeHKa Bpad OCMOTpEI poauTeseld. Y poauTeneil KIMHUYECKUe IPOsBICHHsS 3a00I€BaHUS BISIBIICHBI
He ObuT. Manpuuk ObUT HA3HAYEH Ha OTNEPAIUIo 7S YCTpaHeHHs NeeKTOB I'yObl 1 HeOa. B cBsi3u ¢ TeM,
4TO y pOJIUTENel He ObLII0 0OHAPYKEHO MPOSIBICHUI 3a00JIeBaHUs, Bpad paclieHu1 3a0ojieBaHue peOeHKa
KaK HEHACJIeICTBEHHOE, CBA3aHHOE C KAKMMHU-TO HEOIAronpuiATHBIMU (aKTOpaMu BO BpeMsi OepeMeHHO-
ctd. [IporHo3 B OTHOIIEHUU POKICHHS MOCIEAYIONUX AeTel B 9TOM ceMbe, M0 cI0BaM Bpaua, Obu1 Oma-
ronpusaTHbIN. [IpaBuibHa M TaKTHKA Bpaya B OTHOILIEHUHU peOeHKa U MPOrHo3a OyayIiero noroMmcraa’?

3amaua 5. K Bpauy-TepaneBTy oOpaTuiach >keHuHa 19 ner ¢ jkamobamu Ha Ooib B 00J1acTH
cepaua. [lpu oOcenoBanum y Hee ObLT BBISIBICH MMOPOK cepAla. bombHY0 Takke HHTEpEecOBall IPOTHO3 B
OTHOIICHUU OYyyIero moTOMCTBA, T.K. OHA HEJAaBHO BBIILIA 3aMYX M X04eT uMeTh Aetei. [Ipu obcneno-
BaHWU ee Myxka 20 JIeT U3MEHEHHUI CO CTOPOHBI cep/la He BBISIBICHO. M3 paccripoca 00IBHON BBISICHH-
JIOCh, YTO €€ MaTh CTPAJacT UIIEMUUYECKON OO0JE3HBIO Cep/lia, a OTell - TUIIePTOHNYecKol Oose3Hbio. Ha
OCHOBAaHMM aHaMHe3a Jeyallui Bpay Jajl 3aKJIIOUYE€HHE O HAcJIeACTBEHHOM IIPOUCXOXACHUU IOpOKa
cepAlla y 3TOM KEHIIUHBI, T.K. €€ POJUTEIH TaKKe CTPAJA0T CepACYHO-COCYTUCTHIMU 3a00JI€BaHUSIMHU U
OTIpe/IeNUII BBICOKUN PUCK POXKJIEHUs Y Hee 00JbHBIX JeTeil. Kak paclieHuTh MoydeHHOe 3aK/II0UueHue 1
nouemy?

4. 3aganus 1Jisi TPyNNoBoil padoTbl
VY4eOHBIM IJITAHOM HE TPETyCMOTPEHO.
CamocTrosiTesIbHAA BHEAYyAUTOPHasi padoTa 00y4aloUIUXCH 110 Teme:
3aoanus ona camocmosamenbHoU 8HeayOUMopHOU pabomuvl CMyOeHmMOo8 NO YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUYECKUM MaTEepHaJIOM IO TeMe 3aHSTHS C UCIOJIb30BAHUEM KOHCIIEKTOB JIeK-
UH W/WIK PEKOMEHIyeMOl y4eOHOM TTepaTyphbl.
2) OTBEeTUTH HA BOMPOCHI Il CAMOKOHTPOJIS:
e  KimHMKO-TeHealorH4ecKuil MeTO/1, €ro BO3MOXKHOCTH U 3HAYEHUE B MEAMKO-TE€HETHUECKOM
KOHCYJIbTUPOBAHHH.

° IToxazanms AJI TPOBEACHUSA KIIMHUKO-TCHEATIOTHUICCKUX HCCHeJIOBaHI/Iﬁ.
e  CocraBneHue KapTbl PeHOTHUIIA.

e  CocraBineHue poAOCIOBHOM.

e  Omnpenenenue HaCIEACTBEHHOIO XapaKTepa MaToJIOTHH.

° Omnpenenenue TUIIa HACIEIOBAHNUS.
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10.

3) [IpoBepuTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00un npasuivHulll omeem.
OWIBTp - 3TO: a) pa3Mep HOCOBOTO X0/1a; 0) pacCTOSIHUE OT OCHOBAHUS HOCA JI0 KPACHON KaiiMBbI
ryObl; B) OTHOILICHUE JJIMHBI HOCA K IIUPUHE €r0 HIKHEH YacTu.
2. Bvibepume 06a npasuibHbix omeema.
[TonoxkeHUAMHU, XapaKTEPU3YIOIUMHU ayTOCOMHO-PEIIECCUBHBIN TUIl HACIIEOBAHUS, SBISIOTCS:
a) 3a0oJieBaHUE OJMHAKOBO YACTO BCTPEYACTCS y MYKUYMH U JKCHIIWH; 0) )KCHITUHBI OOJICIOT YaIle MYyXK-
YHH; B) BBICOKasl YaCTOTa KPOBHO-POACTBEHHBIX OpaKkoB; I') 3a00JIeBaHUE MIPOCIEKUBACTCS 110 TOPU30HTA-
M
Omeem:1 - 0), 2 —a), ).
4) [loarotoBuTh pedepart Mo CIeaYIOIMNUM TEMaM:
1. Meron FISH —punmummn, o6nacts npuMeHeHHs.
2. bnortuHr — knaccudukanysa ¥ NPUHIMIBI PA3IMYHBIX METOA0B OJIOTTHHTA, 00JIacTh IPUMeE-
HEHUS.
3. DTHONOrUSs, KIMHUYECKUE CUMIITOMBI, IMarHOCTUKA U OCHOBHBIE MPUHIIUIIBI JIEYEHHS Poc-
¢dar-nuadera.
4. DTHonorus, KIMHUYECKUE CUMIITOMBI, JUATHOCTUKA U OCHOBHBIE MPUHIIUIIBI JICYEHHUS TEMO-
¢umus A u B.
5) [loaAroToBUTH AHHOTAIMIO HAYYHON CTaThH IO TEME.
VY4eOHBIM IJITAHOM HE MPEyCMOTPEHO.
6) BeImoaHUTH Ipyrue 3a1anus, IpelyCMOTPEHHbIE pabodeil mporpaMMoi o JUCIHUILIHHE.
B paboueii TeTpaau 3a110JIHUTh TEPMUHOJIIOTUYECKUH CIIOBAPb.

Tepmun

brnot-rubpuauzamus no CaysepHy —

CpaBHI/ITCHLHaH ICHOMHas l"I/I6OI/II[I/ISaI_[I/I$I —

Hozepu-6noTTHHr —

Majble aHOMaJIuu Pa3BUTHUA—

Butuinuro—

I'mneprenopusm —

I'unorenopusm —

I'mneprpuxos—

['mnorpuxo3—

I'mpcyruzm—
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11.

12.

13.

14

15

16

17

18

19

Junactema —

MakpoTus —

Muxkporus—

Muxkporenus

MuxkporsaTtus

«MpIC BJOBBI»

IIporenus

IIpornartus

Cunodpus

Pexomennyemasi iureparypa:

OcHoOBHas:

1. boukoB H.IT.Knmnandeckas renetuka: yueOHuk st By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlonmoHUTEILHAS:

1. Koszsonun B.A., Koceix A.A., Poguna H.E. [TpenaranpHas TMarHOCTUKA HACIICCTBEHHBIX 3200-

JIeBaHUN M BPOKICHHBIX MIOPOKOB pa3BUTHs: yueOHoe mocooue  Kupos: 2011.-88 c., w.
2. Konenaesa E.B., Pogura H.E.. O0mas rereTrka v TeHETHKA YeJioBeKa: yaeOHoe mocodue/ Kupos,
2016. - 69 c.
3. MytoBuH ['.P.. M. Knuanueckas reaetuka. [ eHOMUKa ¥ TPOTEOMUKA HACIIEICTBEHHOH IMaTOIOTHH
[DnexTpoHHBIH pecypc]: yuebHOoe mocobue/ I DOTAP-Menua, 2010. - 832 c.: u.
4. T'opbynosa, B.H., Kopxenesckas M.A.. ['eHeTHKa B KIMHUYECKON MPaKTHKE: PYKOBOJCTBO JJIsl Bpa-
yei/CI10.: Cneryut, 2015.-329 c.
5. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHast 6uonorusi: Yue6. [locobue as cTyaeHToB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - c.85-117.
6. DIEeKTpOHHBIE PECYPCHI:

1) http://omim.org/

Pazpea 3. I'ennnie 0oJ1e3HM.
Tema 3.2. 'enHble 60J1€3HU. ITHOJIOTHS, NATOTeHe3, KJIaccupUKALMS, METOAbI JUATHOCTHKH.

He.m,: H3y‘II/ITB THUIIBI MOHOI'CHHBIX MyTaI.IHﬁ, MCXAaHU3MbI UX BO3SHUKHOBCHHUA B MIEPUOIA ITaMETO-

reHe3a, STUOJIOTHIO, TTATOTeHE3 U KIMHUYECKYI0 KapTHHY HanOoJee 9acTO BCTPEUAIONIUXCS TeHHBIX 00-
JI€3HEN.
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3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTHYECKUE MTOHATHS MOHOTEHHBIX 00JIe3Hel, 00yuuTh
CTYJIEHTOB IPUMEHEHUIO KIMHUKO-TEHEAIOrMYECKOr0o METOAA AJIs ONPEECICHUS PUCKA TIOSIBJICHUS JIeTel
C MOHOT€HHOM IMaTOJOTHEM.
O0yyammiics 10J17KeH 3HATb.
Jlo m3yuenus tembl (0a3UCHBIC 3HAHUS) — THIBI TEHHBIX MYTAIlMi, MEXaHU3MbI UX BO3HUKHOBCHHS B
MIEpUOJI TaMETOreHe3a.
[Tocne n3yyeHust TEMbI — ATHOJIOTUIO U THUITBI MOHOTEHHBIX O0JIe3HEeH, KiIacCu(UKAIMI0 MOHOT€HHOMN Ta-
TOJIOTHH, TTATOTEHE3 TeHHBIX 0O0JIe3HEH, KIIMHUYECKUI MOIMMOPGU3M U F€HETUYECKYIO TeTepPOreHHOCTb,
T€HOMHBIA UMIIPUHTHHT.
OO0yyaromuiics 10/15KeH YMeTb.
Hcnonbs30BaTh KIIMHUKO-T€HEATOTHYECKUM METOJ I ONpPEEICHUsl PUCKa MOHOT€HHOM narosioruu. Pe-
11aTh 3aJja4y Ha OINPENEICHUE BEPOATHOCTHU IMOSABICHUS NATOJIOTUU B 3aBUCUMOCTH OT TUIIA MOHOTE€HHOM
MyTanuu. HayunTbcst mpaBUIIBHO UCIIOIb30BATh COOTBETCTBYIOLIYIO TEPMHHOJIOTHIO.
Oo0yuaromuiicsi 10J17KeH BJIa1€Th.
Meanko-61o0rn4eckuM NOHSATUHHBIM anmapaToM. MeToJaMu M3y4eHHUs HAcJeICTBEHHOCTH YelIOBeKa.
HaBpikamu noncka MeIuIHCKON HH(pOpMaIu B yueOHO, HayqHOH IuTepaType, B TOM YUCIIE C UCIIOIb-
30BaHuEeM ceTu VIHTepHeT; HaBbIKaMH MPEJCTABICHUS U OOCYKIACHHs MeAUIIMHCKOW nHopmanuu. bazo-
BBEIMH TEXHOJIOTHSMHU Tpe0oOpa3oBaHusi HHPOPMAIIUU: TEKCTOBBIC, TAOJMYHBIC PEAKTOPHI, MMOUCK B CETH
HuTepner.
CamocrosiTesbHASA ayIMTOPHAs padoTa 00y4aoIMXcs 10 Teme:
1. OTBeTUTH HA BONPOCHI IO TeMe 3aHATHSA.
Bomnpocsr myist cobecenoBanus:

1. Dtuonorus, maroreHes, MPUHIMUIIBI KIacCU(UKAIIMU MOHOTEHHON MaTOJIOTHH. DIHIEMUOIOTHYe-
CKHE€ XapaKTEPUCTUKH.

Tunsl Hace0BaHUSI MOHOTEHHBIX OOJIE3HEH.

Knunnyeckuii monmuMopu3M u reHeTudeckasi reTeporeHHOCTh. [ eHOMHBIM UMIIPUHTHHT.
buoxuMuueckre MeTo/Ibl, UX 3HAYEHUE.

Meroapr IHK-nnarnHocTuky.

MeTo/1 reHEeTUKHA COMAaTHYECKUX KIIETOK.

CYHIHOCTI) MOJICKYIIIPHO-TCHCTUYCCKOTO METOJ1A. Ero 3naueHue B JUarHoCTHKCE.

©® N o oA W N

HpI/IHI_[I/IHBI JICUYCHU.

2. IIpakTnyeckas padora.

Paoora 1. IlaTorenes MOHOreHHLIX 3200/ 1€BAHUH.

L]env pabomul: I3yuynuTh OCHOBHBIE 3BEHbSI IATOT€HE3a TEHHBIX O0JIe3HEH.

Ucnons3yst nanubie pedepaTUBHBIX COOOIICHHH, BBIIETUTE OCHOBHBIC ATAIbl Pa3BUTHS T€HHBIX 3a00I1e-
BaHUI.

[TepenecuTe B TeTpaab U 3aMOJHUATE CICAYIONMIYIO TaOIHILY.

Tabm. I[TaTorenes reHHBIX 3a00JI€BaHMI

HaszBanune 3a0oneBanus T'en Jlokanuzanus H3menenuns H3menenne IIpomexxyrounsie | OCHOBHBIE
reHa Ha Xpo- B 00pa3oBa- | BBIOJTHIEMOW | COOBITHS B Pa3BH- | CHMITOMBI
MOCOME HHAH OelKa GbyHKIUN THH 3a00J1€BaHUs

AHupuans PAX6

Bbonesns ['mpiunpysra RET
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Pax MOJIOYHON KeJe3bl BRCA1,
BRCA2

CewmeiiHas TUTIEpXOJIe- LDLR

CTEPUHEMHS

HacnenctBeHHsIi HETO- MSH2,

JUIO3HBIA paK TOJICTOTO MSHS6,

KUIIEYHAKA MLH1,
MLH3,
PMS1,
PMS2

Menynnspuas kapuuao- | RET

Ma IUTOBUIHOM Kee3bl

Buramun J1- PHEX

PE3UCTEHTHBII PAXUT

Iemodmmus A, remodpu- | HEMA,

s B HEMB

Bremonaenue paboTel BegeTcs B GopMe OOCYKIACHHS BMECTE CO CTYACHTAMH WUMEIONINXCS JaHHBIX IO
MOHOT'€HHBIM 3200JIEBaHUSIM.
Pa6ora 2. /luarnocTuka MOHOTeHHBIX 32a00/1eBaAHUIA.
Lenv pabomul: I3yuynTh OCHOBHBIE METOJIbI JUATHOCTUKHU T'eHHBIX Oosie3Heil. Mcnonbs3ys nanHble yueo-
HUKAa U peepaTUBHBIX COOOIICHUH, 3aI0THUTE B pabodell TeTpa Iy CISAYIONIYIO Ta0IHITy.
Tabn. JlmarHocTrKa reHHBIX 3a00J1eBaHUN.

HazBanwe 3a00eBaHus

buoxumudgeckne mokasa-
TCIIN U O)KUJACMBIC U3MC-
HCHUA

Cren(pYHOCT METO-
Ja (BbICOKast/HU3Kas)

JHK- mna-
THOCTHKA

CrenupuyHOCTh METO-
Ja (BbICOKas/HU3Kas)

AHupunus

bosnesns ['upmmnpysra

Pak MoJI04HOM Kelie3nl

Hacnencteennslii Henoau-
MO3HBIN paK TOJICTOTO KH-
[IEYHUKA

MenymnspHas kapiuHoMa
IIMTOBHUTHON JKEJIe3bI

Buramun JI-pe3ucTeHTHBIN
paxur

Temodmmus A, remoduus
B

Breimmonnenue paboTsl BeneTrcs B ¢popMe 0OCYKIACHHS BMECTE CO CTYACHTAMHM MMEIOUIMXCS JAAHHBIX IO
MOHOTE€HHBIM 3a00JIEBaHUSM.

3.PeminTh CUTyanMOHHBIE 32124 H.

VY4eOHBIM MJIaHOM HE MPEayCMOTPEHO.
4. 3apanus AJs rpynmnoBoii padorsl.
VY4eOHBIM MJIaHOM HE MPEIyCMOTPEHO.
CamocrosiTe/IbHAs BHeayAUTOPHasi paboTa 00y4aloUIUXCH 110 Teme:
3aoarnus ona camocmoamenbHol 6HeayOUmopHoU pabomvl CMyOeHmo8 no YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETHUECKUM MaTEpHAIOM MO TeME 3aHATUS C UCIOJIb30BaHUEM KOHCIEKTOB JIEK-
UH W/WIK peKOMEHTyeMOol yueOHOM TuTepaTyphbl.
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2) OTBETUTH HA BOIPOCHI JI1 CAMOKOHTPOJIA:
e DTHOJIOTHUS, TATOT€HE3, IPUHITUITBI KJIacCU(PUKAIMI MOHOTEHHOM MAaTOIOTHU. DTHAEMUOIOTHUECKIE
XapaKTePUCTHUKHU.

o Tumel HacJaeaJ0BaHUs1 MOHOI'CHHBIX OoJie3HEN.
o KnmHN4Yeckui HOJ'IPIMOp(bI/ISM N TCHECTUYCCKAA I'CTCPOICHHOCTD. I'enomMHEBII HUMIIPUHTHUHT.

o bnoxmMmuyeckue METOJbI, UX 3HAYCHHUC.

Mertoanl JIHK-auaraocTuku.
e MeToI reHETHKN COMAaTUYECKUX KIIETOK.
e CylIHOCTh MOJIEKYJIAPHO-TEHETHYECKOI0 MeTo1a. Ero 3HaueHue B TUarHOCTHUKE.

e [IpuHUHMNBI IeUEHHUs.

3) IIpoBepuTh CBOM 3HAHUS C UCIOJIB30BAHUEM TECTOBOTO KOHTPOJIS (MIPHUBECTH TECTOBBIE 33/I1aHNUs, OTBE-
ThI Pa3MECTUTh MOCJE TECTOB).
1. Bvibepume 00un npasuibHulli omeem.
YKaxuTe BEpOSTHOCTh MOBTOPHOTO POKIEHUS OONBHOrO pebeHKa Yy CyNpyroB, UMEIOIIUX O0Jb-
HYIO JICBOYKY C (DEHUIIKETOHYpHEH (ayTOCOMHO-pPEIECCHBHBIN THIT HacienoBanus): a) 50%; 6) O1u3Ko K
0%; B) 75%; 1) 25%.
2. Buibepume 06a npasunivHvix omeema.
BepositTHOCTh poskeHust 00JIbHOTO peOeHKa B CEMbE, B KOTOPOIl MaTh O0sbHA (DEHUIIKETOHYPHU-
eil, a oTell ABJISAETCS TeTePO3UTOTHBIM HOCUTENEM reHa (DeHUIKETOHYPUHU, COCTaBIIAeT mpuMepHo: a) 0%;
0) 25%; B) 50%; 1) 75%.
Omeem:1 - 1), 2 —B).
4) IloarotoBuTh pedepat Mo CIeTYIOIUM TeEMaM:
1. Bonesus 'uprmpynra (RET-npoTooHkoreH).
2. Cungpom MEN2 (MexymisipHasi KapiUHOMA IIUTOBUIHOM JKEJIE3bl).
3. BRCA 1 u BRCA 2 —accounnpoBaHHBI paKk MOJOYHOI JKee3bl.
4. HacnencTBeHHBIN HETOJIUIIO3HBIN PaK TOJCTOTO KUIIEYHUKA.
5. Anwmpumus (myrtaruu PAX 6).
6. Cemeitnas runepxonecrepunemus (LDL-myrarum).
5) [ToArOTOBUTH aHHOTAIMIO HAYYHOW CTATHH IO TEME.
VY4eOHBIM IJITAHOM HE TPETyCMOTPEHO.
6) BeimomHUTH qpyrue 3a1aHus, MpeIycMOTpEeHHbIe paboyell mporpaMmMoil Mo IUCIUIIIHHE.
VY4eOHBIM MJITAHOM HE TPETyCMOTPEHO.

Pexomennyemas iureparypa:

OcHoBHas:

1. boukoB H.I1.Knuauveckas reneruka: yueonuk st By3o8/ M.: ITDOTAP-Menua, 2006 -2011, ¢.480
JlonmonHUTEILHAS:

1. Ko3sonun B.A., Koceix A.A., Poguna H.E. [IpenaTtanpHast AMArHOCTUKA HACIEICTBEHHBIX 3200-

JIeBaHUN U BPOKICHHBIX MIOPOKOB pa3BUTHs: yueOHoe nmocodoue  Kupos: 2011.-88 c., wi.

2. Konenaesa E.B., Pogura H.E.. O01mmas reHeTrka v TeHETHKA delioBeka: yaeOHoe mocooue/ Kupos,
2016. - 69 c.

3. MytoBuH ['.P.. M. Knnuanueckast reneTuka. [ eHOMUKa 1 TPOTEOMUKA HACIECTBEHHON MATOJIOTHA
[DnexTpoHHbIH pecypc]: yuebHoe nocodoue/ [ DOTAP-Menua, 2010. - 832 c.: ui.

4. TopOynoBa, B.H., Kopxeneckas M. A.. 'eHeTHKa B KIIMHUYECKON MTPAKTUKE: PYKOBOJICTBO JIJIsl Bpa-
ye/CI10.: Crneryut, 2015.-329 c.

5. Mymkam6apor H.H., Ky3uenos C.JI. MonekynsipHas 6nonorust: Yue6. [locobue ais cTyaeHToB
Mea.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
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6. DIEeKTPOHHBIE PECYPCHI:
1) http://omim.org/

Pasnen 3. 'ennble 00s1€3HM.
Tema 3.3. MoHorenHble 3a00JieBaHusi, KiuHu4Yeckue (popmbl. HaciiencrBennnie 60Jie3Hn 00MeHa
BemectB (HBO).

Heab: V3yunth OCHOBHbBIE KIMHHYECKHUE MPOSBICHUS Hanboyiee 4acTO BCTPEUAIOIIMXCS MOHO-
TEHHBIX CHHIPOMOB U OOJIE3HEH.

3agauu: CdhopMupoBaTh NOHATHE HACIEACTBEHHBIX Ooje3Heil oOMeHa BemiecTB. PaccMmoTperhb
ATHOJIOTHUIO, MMATOTEHE3, KIIMHUYECKUE MPOSIBIICHUS, IPUHIIUITH TUATHOCTHKYU U JICYCHHUS] HauOoJee 9acTo
BCTPEUAIOIIUXCSI MOHOTEHHBIX CHHAPOMOB M Oosie3Heil (cuuapom Mapdana, (heHUIKETOHYpUS, MYKO-
BHUCIIM/I03, CE€MEeWHas Trumnepxosnecrepunemus, cunjapom Maptuna-benn (Fra-X). M3yuutb OCHOBHBIE
MIPUHIIMITBI TEPAITUN TeHHBIX OOJIE3HEH.
Oo0yuaromuiicsi 10/17KeH 3HATh.
DTHOJIOTHIO U MAaToreHe3 cuHapoma Mapdana, GeHUIKETOHYPUH, MYKOBUCLIM032, CEMEHHOM TUnepxo-
aectepuHeMun, cuHapoma Maptuna-bemn (Fra-X).
Oo0yyaomuiics 10/12KeH yMeThb.
Pemate 3agaun Ha ornpezeieHre BEPOATHOCTH TOSBIICHUS HACIIECCTBEHHBIX 00JI€3HEH 0OMEHa BEIIEeCTB B
3aBUCHMOCTH OT THUIIa MOHOT€HHOH MyTaluH, onpeAensiTs no ¢otorpadusm (HeHOTHUIbl OONBHBIX C TeH-
Heivu MyTanmsivu: KV, axonaporuiasus, cuaapom Mapdana, ceMeiiHast THIIEPX0JIECTSPHHEMHSL.
Oo0yuarommiicsi 10J15KeH BJIa/IeTh.
Menuko-0uoIOTHYECKUM TTOHSITUWHBIM ammapaToM. MeTolaMu U3YYeHHUs HACJICICTBEHHOCTH YeIOBEKa.
HaBbikamu nmoncka MeIUIIMHCKON HHPOpMAINK B yUeOHOM, HAyYHOU TUTEpaType, B TOM YHCIE C UCTIONb-
30BaHHEM ceTu VIHTepHeT; HaBbIKaMH IIPEICTABICHUS U OOCYKIEHUSI MEAUIIMHCKON nHpopmanuu. bazo-
BBIMH TEXHOJIOTHSIMU TpeoOpa3oBaHusl HHPOPMAIMHU: TEKCTOBbIE, TAOINYHBIE PEJAKTOPHI, TOUCK B CETH
HNuTtepner.
CamocrosiTesIbHASA ayiMTOPHAst padoTa 00y4aloIMXCs 110 TeMme:
1. OTBeTUTH HA BONPOCHI MO TEMe 3aHATHS.
Bonpocsr niist cobecenoBanus:

1. OO6mias xapakTepucTUKa U KIacCU(PUKAIIHS

Cunapom Mapdana, Maptuna-benn, Helipopudbpomaros.

Jlnarnoctuka u gedyeHue GeHUIKETOHYPUU
JlnarHocTrka u Je4eHue MyKOBUCIIH103a U CEMEUHOM THIEPXO0JIECTEPUHEMUU
HBO u npu3zHaku, Mo3BOJISAIOMINE UX 3a10J03PUTh.

[TpuHIMOBI paHHeH quarHoCcTHKHU U npoduiaktuku HBO.

[lepBuunble ¥ BTOpUYHBIE 3((HEKTH MyTaHTHBIX aJlieseH.

© N o ko D

ANBOMHN3M, TaJTaKTO3EMHUsI, TOMOIIMCTHHYPHS, ATKATOHYPHS.

2. IlpakTnyeckasi padora.
Padora 1. ®eHoTunuvecKkue H3MEHEHHsI IPU TeHHBIX 3200/ 1eBAHUAX.
Lenv pabomolr: N3yuuth heHOTHUNHMUYECKHE U3MEHEHUS MpU HauboJiee pacIpOCTPaHEHHBIX TeHHBIX 3a00-
neBanusx. [lo npeacraBnenHbIM (oTorpadusiM OOJIBHBIX ¢ MOHOTEHHOM mHaToyiorueil onpeaenute 3a00-
JICBaHMUA.
OtBeTbTe B paboueil TeTpaau Ha CIIEAYIOIINE BOTIPOCHL:

1) Haspanue 3a0oseBaHuUS.

2) deHOoTUNHYECKUE MPOSBICHUS (TEPMUH H €T0 ONPE/ICIICHNUE).
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3) IlpumepHsIii BO3pacT, KOT/ia MOSBISIOTCS IaHHBIC TPU3HAKH.
Beimonnenue pabotel Beaercss B (popMe 0OCYXIEHHMsS BMECTE CO CTYIEHTAMU MMEIOLIUXCS JAHHBIX 10
MOHOTE€HHBIM 3a00JIEBaHUSIM.

Pa6oTa 2. DTHOJIOrHS M IATOreHe3 MOHOIeHHBIX 3200/1eBaHUI.

Lenv pabomei: U3y4nTh OCHOBHBIC PUYMHBI BOSHUKHOBEHUS W PAa3BUTHS FeHHBIX 00jie3Hel. Mcnmonb3ys
JaHHBbIE yuyeOHHKA U pedepaTUBHBIX COOOIIECHUH, BBIICIUTE MPHUMHBI U MEXaHU3MbI PA3BUTHUS HEKOTO-
PBIX TEHHBIX 3a00JICBAaHUH.

[TepeHecuTe B TETpaab U 3aMOJHUTE CICIYIOIIYIO TaOIHUILY.

Tabi. DTHOI0rHA U IaTOreHe3 N'eHHBIX 3a00IeBaHuid.

HazBanue 3a0oneBanus | ['eH, ero Jjo- [ponykr Tumn Hacneno- | OTHoNOTUS 3a001€BaHMs OcHoBHble | OCHOBHEBIE
Kau3anust reHa, ero BaHUsI 9Tambl pa3- | CHMIOTOMBI
ynxuus CrpykrypHble | M3smenenue | BuTHS 6O-
H3MEHEHHUS B ¢$byHKIHN JIC3HU
JHK MPOIyKTa
reHa
Heitpodubpomaros

CurgpoMm Mapdana

CuHapoMm MapTtuHa-
beIt

CeMeiiHas runepxoJie-
>TePUHEM U

DeHunkeToHypus

MyKoBUCLIENO3

A TLOMHU3M

" aJTaKTO3EMHS

OMOLIUCTUHYPUSL

AJIKanTOHYpUS

Breimmonnenue paboTsl Benercs B ¢popMe OOCYXAEHHSI BMECTE CO CTYACHTAMHU HMMEIOLIUXCS JaHHBIX 10
MOHOTE€HHBIM 3a00JIEBaHUSIM.

PaGora 3. /IlmarnocTuka reHHbIX 3200J/1eBAHMH.

Llenv pabomwi: 3ydnTh OCHOBHBIE METO/IbI JUATHOCTUKHU T€HHBIX Oosie3Hel. Vcnonb3ys nanHbie yueo-
HUKa U pedepaTUBHBIX COOOIIECHUH, 3aMOTHUTE B pabouell TeTpaau CIeAYIONIYIO Ta0IHILy.

Tabn. JImarHocTHKa reHHBIX 3a00JICBaHUM.

HazBanwue 3a6oie- Manudectanust | Knunanueckne | buoxumuueckue | JJHK- Jpyrue MeTojbl 1ua-
BaHUS 3a00JeBaHUs JTAaHHBIE MOKa3aTeIn u JUarHOCTHKA THOCTHUKH
OKU/TaeMble
U3MEHECHUS
Heiipopubpomaros
Cunnpom Mapdana

Cungpom Maptu-
Ha-bemn

CemMeliHas rumnep-
XOJEeCTEpUHEMHUS

DeHNIKeTOHY U
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MyxkoBucieno3

ANBOMHN3M

T"anakTo3zemus

Tl'omonmuctunypus

AnkantoHypus

BeimonHenne paboTel BefeTcs B GhopMe OOCYKIACHHS BMECTE CO CTYACHTAMH HUMEIOIIUXCS JaHHBIX 10
MOHOTEHHBIM 3a00JIEBAHUSM.

Pa6ora 4. [IpyHUMIIBI JIeYeHUS TeHHBIX 3200/1eBaHM.

Lenv pabomvi: I3ydnTh OCHOBHBIE TTOIXO0/IbI K JICUSHUIO TEHHBIX O00Je3Hel. Vcmonp3ys nanHble yueOHu-
Ka U pedepaTUBHBIX COOOIIEHUH, 3aTIOTHUTE B paboveil TeTpa Iy CICAYIONIYI0 TaOIHILy.

Taba. [IpuHuMIbl JeueHUs TeHHbIX 3a00JIeBaHUM.

HaszBanune 3a0051eBaHUS OrtuorponHoe neueHne | [laroreHerndeckoe nedeHne | CuMmroMaTmdeckoe | XUPYprHUEcKoe
JICUCHHE JICUCHUE
=® =® 1
< ! ! ! < )
= | & g e, o 2 z o
E % =) 15Y = = o T
= M < < < = Qo
g - 3 = = - z = =
o < 5 5} 5} ) = s =
= = = = = = 5 = = )
- 5 £ = = = 2 g = =) 2
< o O B I I I = = B Q =
Jost = =] o 5 QO = O g s L H -
= 0 w = 3 = 8 NI Nz o & Z o g
o 5 = S o L5 CART) o > ) g o =
= | 2 E | =2 =@ M = =@ = & T = =
Hetipopudpomaros

CuaapoMm Mapdana

CuaapoM Maprtuna-ben

CeMelHas TuIepxoJie-
>TEpUHEMUS

DennnkeToHypus

MykoBuUCLENO3

A TEOMHHA3M

aIaKTO3eMUS

(OMOLIMCTHHYPHS

ATKaNTOHYpUS

Breimmonnenue paboTsl Begetrcs B ¢opMe OOCYKIACHHS BMECTE CO CTYACHTAMH UMEIONINXCS AAHHBIX IO
MOHOTEHHBIM 3a00JIEBAHUSIM.

3.PelnTh CUTYaUlMOHHBbIE 314U,
1) Anroput™m pazdopa CUTyallMOHHBIX 3a7a4:
1. TlpeaBapuTenbHBINA AMATHO3?
2. DOtwmonorus?
3. Kakoii tumn HacinegoBaHus?
4. Kakoif MeTo]] TeHEeTUKU UCTIONb3YeTCs ISl TUATHOCTHKHU ?
5. Hampasnenus neuenus?
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2) Ipumep 3amgaun ¢ pa3d00pOM IO AITOPUTMY
Tspkenass yMCTBeHHasi OTCTajlOCTh y AeTei mpu (EeHWIKETOHYPUHU pa3BUBAETCSA TOJIBKO IPU HATUYUU
aMMHOKHUCIIOTHI (eHunanaHuHa B nuuie. Jluera, Oeanas deHmnasaHnHOM, 00€CIeYMBAET HOPMAJbHOE
pa3Butue pedenka. B pogmome BoiBIeHO 3 HOBOPOXKACHHBIX pebeHKa ¢ ¢peHmikeTonypueil. OIMH U3 HUX
C TIEPBBIX JHEH )KU3HMU HAXOAUJICS Ha JueTe 0e3 (eHuIaIaHuHa; BTOPOH JICUHIICS JTUIIb SMU30IUYECKH, a
TPETUH MHUTANICA KaK OOBIYHBIN 310pOBBIN pedeHok. Kakol Tun HacnenoBanus GpeHumnkeTonypun? Kakoi
METOJ TeHETUKHU MCIIONB3YETCs ISl JUarHOCTUKU (peHmnkeTonypun? Kakoe nedeHrne BO3MOXKHO MpHMe-
HUTB?
1.  ®enmikeTOHYpPHUS.
2. Myranus B rene PAX, xonupytomeMm ¢pepMeHT (peHMITaTaHuHTHIPOKCHIIA3y
(DAT), oTBeuaromumii 3a mpeBpaiieHue (peHmagTaHiHa B THPO3HUH.
3. Twum HaciegoBaHMs ayTOCOMHO-PELECCUBHBIH.
4.  JIas IMarHOCTUKU UCHOJB3YyeTCsl OMOXUMUYECKUN METO/ (MacCOBBIA CKPUHUHT,
YTOUHSIONIass OMOXUMUYECKast JUArHOCTHKA, MOJICKYJISIPHO-TEHETUYECKAask JUArHOCTHKA).
5.  Jleuenne penmnkeronypun (PKY) — Ha3zHaueHHe TUETHI (HE IMO3IHEE 2 MecsIa
KU3HH): OTPaHUYECHUE OCJIIKOBBIX MPOIYKTOB JJIs IPEAOTBPAIICHUS HAKOIUICHUS CyOcTpara u
€ro MPOU3BOAHBIX, BOCIIOJHEHHE OelIKa C MOMOIIBI0 aMUHOKHUCIIOTHBIX CMECEH.

4) 33,[[3.‘{1/1 JJ1s1 CaMOCTOATCIIBHOI'O pa360pa Ha 3aHsATHH.

3anava 1. JIByxJeTHHI MaJIbuYUK HAMpaBJieH B KIMHUKY JUISl OLIGHKH IPUYUH 33JIep>KKH pocTa. B panHem
JETCTBE Y peOCHKa OTMEYaI TOHOC U KOJIMKH B JKUBOTE, YTO PA3PEIIMIIOCh ITOCIIC 3aMEHBI JJETCKOM CMe-
cu. Korna B panon 106aBuiIn OOBIYHYIO MHUIILY, Y PeOCHKA MOSBUIICS 3JI0BOHHBIN CTYJI, COACPIKAIIHNA He-
MNEPCBAPCHHBIC YaCTUIBI ITHIIIHN. Ha BTOpPOM roay XU3HU MaJIbYHMK ITIJIOXO POC. OTMmeueHa ITOBBIIIIEHHAS
3200JIeBaEMOCTh PECIUPATOPHBIMU WHPEKIUAMH. B ceMbe HU y KOro He OBUIO HU3KOT'O POCTa, HapyIlle-
HUA IATAaHUA WIIN XPOHUYCCKUX JICTOYHBIX 3a00/1eBaHUIl. HpI/I OCMOTPEC OTMCUCHBI CHUXKCHHUEC MACCHI TCJIa
U POCTa, PACCESIHHBIC XPHUITBI U HEOOJBINOE PACIIMPEHUE HOTTEBbIX (ayiaHT. B ocranbHOM IaHHBIE
ocmotpa 6e3 martosioruu. Kakoe 3abosneBanue MoxkHO mpeanoioxutb? KakoBa ero stuosorusa? Kak
HaclieyeTcs JaHHoe 3aboseBanue? Kakue cymecTByOT MeToibl quarHoctuku? Jledenue?

3anava 2. Manbuuk /I, 1iecTu JeT, HarpaBieH B IETCKYI0 OOJACTHYIO0 KIMHUYECKYIO OOJIBHUILY B CBSI3U C
YMCTBEHHOM 3aJI€P>KKOM U TUIEPAKTUBHOCTHIO0. OH HE CMOT TMOCeNaTh AETCKUN cajl, TOCKOJIBKY BeJl ce0s
arpeccuBHO, MO OTHOIICHUIO K CBEPCTHHKAM, HE B COCTOSHUHM ObLT BBINOJHUTH 3aJaHHe, UMeN OelHbIe
pedeBbie U JBUTATEIbHBIC HAaBBIKU. B anamHe3ze — 3aaeprxkka pazputus: cuaen k 10-11 mecsiam, Havan
X0auTh K 20, Mecsiam, TOBOpuII 2 WK 3 ICHBIX ciioBa K 24 mecsanaM. B octansHoM peGeHok 310poB. Ero
MaTh U TETS M0 MaTEPUHCKOW JIMHUHM UMETTH HEOObIIHe MpoOieMbl 00yUeHHUs B JIETCTBE, IS/ 1O MaTe-
PUHCKOW JMHUM YMCTBEHHO 3azep:kaH. lIpenBapurenbHbiii nuarHo3? Ilpuumba ero passutua? Tun
HacnenoBanus? [IpeasioxkuTe METOIbI TUarHOCTUKU 1 HAIIPaBJICHUE JICUCHUS.

3amaua 3. [Ipu oOcnenoBanum 370pOBOTO 16-JI€THETO YUYEHHMKA ITKOJBI BBISIBJICHO: ACTEHUYECKOE TEJIO-
CliOKeHHe, HeOombIas AeopMaliis TPYAUHBI IO TUITY «KYPUHOM» TPYAH, apaxHOJAKTHUIHS, CTPUU Ha
mevyax U Oeapax, ayCKyJbTaTUBHBIN IITyM, CBUJIETEILCTBYIOMUNA O NTUCPYHKIIMU aOPTAIHLHOTO KJIaraHa.
Oxokapauorpadus BeIIBUIA pacUIMpEeHUE KOPHS aOpTHI ¢ aopTajbHON peryprutanueid. OdraabMonaoru-
YyecKkoe 00CIiIeIoBaHNEe TIOKA3allo JIETKOE JBYCTOPOHHEE CMEIeHHe XpycTainka kBepxy. Kakoe 3abomneBa-
HuUe BbIsiBIIEHO Y nojapocTka? Kak ono Hacnenyercsi? KakoBa satuonorust nannoi naronoruu? Kak ycra-
HaBJIMBaeTcs [uarto3 (kputepun)? Hampaienus nedeHus U npouIakTHKU OCTIOKHEHUI?

3anaua 4. Manpuuk 2 JeT, IPOXOJUT 00CIeI0BaHHUE B CBSI3U ¢ OOHApYKEHUEM S5-U MATEH L[BeTa «Kode ¢
MOJIOKOM», TpH M3 HUX Oojiee 5 MM B auametpe. [Ipu ocMoTpe He ObUIH BBISIBIEHBI BECHYIIKU B OMBbI-
IIEYHBIX WJIM MaXOBbIX 00JacTsSIX, MOPOKU Pa3BUTHUsSI KOHEUHOCTeH u HelpoduOpombl. Knunudeckwuit
OCMOTp 000MX POJMTENEH HE BBIABWI MPHU3HAKOB HelipopuOpomaToza. MOKHO M YCTaHOBUTH JHArHO3
HelpopubpomaTosza? KakoBsl ero nuarnoctuueckue kputepun. Kak Hacnegyercst nanHoe 3a0oseBanue?
Kakoga ero stnonorus. TpeGyercs nu B 1aHHOM ciy4ae jeueHne? BpauebHoe nabmonenue?
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3anava 5. PonuTenu 1eBOYKH 0OpaTUIIMCh K Bpady ¢ kajio0aMu Ha HaJIM4YKMe Y peOeHKa 3yAsIINX KOKHbBIX
BBICBITIAHUH U TIOXO0€ npubaBiieHue B Bece. [locine Hayana BCKapMIIMBAHUS Y HEe MOSBUIIOCH IIENTyIIIe-
HUE€ U TUIIEPEMUS KOXKHU LIEK, KOHEUYHOCTEH, conpoBoxaaromuxcs 3yaom. Ilocne Hayana npukopma 3tu
MIPOSIBIICHUST YBEIUYHIINCH, TIOSBIIIMCH CPBITUBAHUS, TUIOXOW COoH. PebeHok cran OecrokoitHpiM. Bpau —
JEPMAaTOJIOr PAaCUEHUII 3TH U3MEHEHUS KAaK SKCCYAaTUBHBIN AMAaTe3 U HA3HAYWI BHYTPb AaHTUTMCTAMUH-
HBIC TIperapaTbl U MECTHO — IMHJO0J (MOJICYIIUBAIOIIEe, aHTUCENITUYECKOe CpeacTBO). Jleuenue adek-
Ta He gano. Habmonaercs Mukponedanus, HOBBIIIEHUE CYXOKUIbHBIX PEQIIEKCOB, TUIIEPKUHE3DI, CYI0-
poru. OTMedaeTcsi CHUKEHHE MUTMEHTAUU KOXH, Bojioc. PamykHbie 000104k roiyboro mnsera. Bamn
IIPEIIOJIOKUTENbHBIA Tuarno3? Jtuosorusa? Tun HacnenoBaHus JaHHOro 3aboneBaHus? Kakue uccie-
JOoBaHUS HeoOxoaumo npoBectu? HampaBnenus neueHus?

3amaya 6. Ha xoHCynbTAIMIO HAaNpaBiieH MaJIbYHK 7 JIET 1O MOBOJY HPEXIEBPEMEHHOTO ITOJIOBOTO CO-
3peBanud. [Ipy ocMOTpe BBISABICHBI YBEINYCHHBIC TCHUTAINH, HAYaBIIEEeCs OBOJIOCEHUE JTOOKOBOM 001a-
CTH, NUTMEHTANUs MOLIOHKH. Manp4yuk oTcraetr B pocrte, HapymeHus [IHC kak mpuunHa mpexaeBpe-
MEHHOT'0 CO3pEBaHUs UCKIOUEHbl. Kakol [uarHo3 Mo>KHO MPEANONOKUTH? DTHOJIOTHS JaHHOTO 3a00J1e-
BaHuA? Tum HacimenoBaHUs NaHHOW maTosnoruu. Kakue JOmMONHUTENbHBIE MCCIECAOBAHHUS HEOOXOIMMO
nposectu? Jleuenue?

3anava /. Ha xoHCynpTanuio oOpaTtuiach ceMbs, B KOTOPOH BTOPOM peOEHOK, €BOYKa, poauiIach ¢ IO-
POKOM pa3BUTHSI JIEBOH PYKH — JIy4eBOH KOCOpyKOCThIO. [Ipu peHTrenorpaduu oOHapyxeHa TMIoria3us
nmy4deBoit koctu. [Ipu ocMoTpe OBLT 3a0103pEH BPOXKIACHHBIN MMOPOK CepIa, a MPU MPOBEIACHUN JTOTION-
HUTEJBHBIX HCCIEIOBAHHUM MOATBEPKACH ACPEKT MENKKEIYyA0UKOBOW meperoponaku. [lomumo storo, y
JEBOYKH OTMEYAIOTCSl KIIMHOJAKTHIINS 5-T0 Talblia, HeOOobInas rumoruiasus kiouutl. [lpu ocmoTpe po-
auTenel y oTia peOeHKa BhISIBIICHA TUIOIIIA3US TIEPBOTO Maliblia MPaBoOil pyKHU, BOPOHKOOOpPA3HOE BlIaB-
JICHWE TPYAHUHBI JIETKOW CTETIEHH, POJIAIIC MUTPAIBHOTO Kjiarmana. Mate U crapmmii Opat AeBOYKH 370-
poBbl. Bamn auarno3? K kakoii rpyrine naTojorud OTHOCUTCS 3To 3aboneBanue? Dtuonorus? Tun Hacre-
noBaHusA? MeToabl TUarHOCTUKH U JIeUueHUs?

3amaua 8. Y BTOpOro pebeHKa MOJIOJBIX, 3JJOPOBLIX POAUTENICH HAOII0IaeTCs JKENTyXa C MEPBBIX THEH
KHU3HH, Henpsmon ounmpyoun 1o 30 mr%, yBenuuenue nedeHu. [lepBoiit pebeHOK Morud B pe3ysbTare
aHAJIOTHYHOTO 3a00JIeBaHUSI B Bo3pacTe 4-X JIeT (IBYCTOPOHHSS KaTapakTa, YBEIMUYCHHE TEYCHHU, JKEll-
TYLIIHOCTh KOXHBIX TOKPOBOB, CYJOpPOXHBIN cuHapoM. [IpennonoxurensHbiil quarnos? IlpudnHa BO3-
HUKHOBeHUs 3a0oseBanusi? KakoBa TakTHKa Bpaua B OTHOIIIEHUH 3TOro pebeHka?

3amaua 9. YV peGeHKa B POAMIBHOM JOME BBISBICHA MOJIOKHUTENbHAs PEaKIUs MOYM Ha XJIOPUA XKeje3a
(11). Kakoe 3aboneBanue MOXHO mpeanoiokuts? Kak ono Hacnemyercs? KakoBa nanpHeinas TaKTHKA
Bpaya B OTHOIIEHUH 3TOro pedeHka?

4. 3ajaHus 1JIA TPyNNoOBOi padoThl.
Y4eOHbBIM MJIaHOM HE MPEIYCMOTPEHO.
CamocrosiTe/IbHAs BHeayAUTOPHasi paboTa o0y4alouuxcs 1o Teme:
3aoanus ona camocmosamenvHoll 6HeayOUMopHol pabomsl CIMYO0eHmMOo8 No YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MaTepUajoM MO TEME 3aHSITHs C MUCIOJIb30BAHUEM KOHCIIEKTOB JIEK-
U W/ peKOMEeH1yeMol yueOHOM TuTepaTyphl.
2) OTBeTUTH Ha BOIPOCHI JIJIsl CAMOKOHTPOJISL:

e O0mmas XxapakTepUCTHKA U KiaccupuKanus

e Cungpom Mapdana, Maptuna-bemn, HelipodhuOpomaros.

e /lnarHoctuka u jedyeHrne GeHUIKETOHYpUU

e /lnarHoCTHKA U JIEYEHHE MYKOBHUCIIM103a U CEMENHON TUIIEPXO0JIECTEPUHEMUN

e HBO u nmpu3Haky, NO3BOJIAIOLIUE UX 3alI0103PUTh.

o [Tpunnuns! panHel auarHocTuku U npodunaktiuka HBO.

e [IlepBruuHbIC U BTOPUUHBIE Y3PPEKTH MYTAHTHBIX aJUIEIeH.
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¢ ATbOMHM3M, TaIaKTO3EMHUSL, TOMOIIUCTUHYPHS, AIKAITOHYPHSL.

3) IIpoBepuTh CBOM 3HAHMS C UCIIOJIB30BAHUEM TECTOBOTO KOHTPOJIA (IIPUBECTU TECTOBBIE 33aJaHUS, OTBE-
ThI Pa3MECTUTh MOCJE TECTOB).
1. Bvibepume HecKOIbKO NPABUNTLHBIX OMBEMO8.

HazoBute 3a00neBanusi, STHOJOTHUECKUM (PAaKTOPOM KOTOPBIX SIBJISIETCS MyTallHsl THIA "IKCIAHCUS
TPUHYKJICOTUHBIX TOBTOPOB": a) CEpHOBHUIHO-KIETOUHAS aHEMUs; 0) TaJlacCeMHus; B) MHOIUCTPODUs
omenna-bekkepa; 1) cuaapom Fra-X; n) xopes [ eHUHTTOHA; €) MyKOBUCIIHIO3.

2. Bvibepume 00uH npaguiibHulil Omeemn.

VYKaXuTe BEPOATHOCTh MOBTOPHOI'O POXKJEHUSI OOJIBHOrO peOeHKa B CeMbe, B KOTOPOW POAUTENH
3I0POBBI U UMEIOT OOJIBHYIO JIEBOUYKY C CHHApPOMOM Mapdana (ayToCOMHO-JOMUHAHTHBINA THUIT HACIIEO-
BaHus): a) 50%; 6) 6xu3ko k 0%; B) 100%:; 1) 75%.

Omeem:1 —1), n), 2 —0).
4) [loarotoBuTh pedepat Mo CIeaYIOIMUM TEMaM:
1. T'eppon ApumnOanba v €ro KOHLIEHIHS «MEeTab0INYeCcKOro OJI0Kay.
2. Anxanronypus (myraruu HGD -rena okcugasbl TOMOT€TUH3UHOBOM KHCIIOTHI).
3. AnpOuHM3M. MyTanuu reHa THPO3UHKUHA3HI M TUIIBI AIbOMHU3MA.
4. Huctunypus. Myranuu rena SLC3A1 u TUIIBI HIUCTUHYPHH.
5. TamakTo3emus u MyTtamus ranakTo3o-1-gocdarypuaunrpancdepasbl.
6. Tensi-monynsaropsl. Knaccuduxanus u GyHkuuu.
5) IloaAroToBUTH AHHOTALMIO HAYYHON CTaThU 110 TEME.
Y4eOHBIM MJIaHOM HE MPEIyCMOTPEHO.
6) BeInoaHuTh Ipyrue 3aianus, IpeIycMOTpEeHHbIe pabodel MporpaMMoil o AUCLHUILIIMHE.
Y4eOHbIM MJIaHOM HE MPEyCMOTPEHO.

Pexomennyemas aureparypa:
OcHoBHast:
1. boukoB H.IT.Knmnandeckas renetuka: yueOHuK st By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononnurenbHast:
1. Koszeonun B.A., Kocsix A.A., Poquna H.E. [IpenatanbpHast AuarHoCTUKa HACIEICTBEHHBIX
3a00JIeBaHU U BPOXKICHHBIX TOPOKOB pazBUTHs: yueOHoe mocodue Kupos: 2011.-88 c., ni.
2. Konenaesa E.B., Pomquna H.E.. O0mias reHeTrka U reHeTHKa YelloBeKa: yueOHoe mocooue/
Kupos, 2016. — 69 c.
3. Myrosus I'.P.. M. Kiimanueckas reHetrka. [ eHOMHKa 1 IPOTEOMHKA HACIIEICTBEHHOH T1a-
ToJIOTHH [ DIEKTPOHHBIN pecypce]: yuebnoe nocodbue/ [DOTAP-Menua, 2010. - 832 c.: ui.
4. Top6yHnona, B.H., Kop:xeneBckast M.A.. I'eHeTHKa B KIMHUYECKOM MPAaKTUKE: pyKOBOI-
ctBo Juist Bpaueit/CI16.: Cnemnut, 2015.-329 c.
5. Mymkam6apos H.H., Ky3nenos C.JI. Monekynspuas ouonorusi: Yue6. [Tocobue mis cTy-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTpOHHBIE PECYPCHI:
1) http://omim.org/

Paspnen 3. I'ennble 00s1€3HH.
Tema 3.4. MuUTOXOHAPHUAIBHAS NATOJIOTHS.

He.]'lbl HSy‘II/ITL THIIBI MHTOXOHHpH&HLHOﬁ MMaToJOrun, 3TUOJIOTHUIO, MATOTCHE3 U KIIMHUYCCKYIO
KapTURY HauoboJIee YacTo BCTpECUHAOIHNUXCA CHHAPOMOB.

33}13'—[“2 PaCCMOTpeTL OCHOBHBIC TCPMHHOJIOTMYCCKUEC TMOHATHA MUTOXOHAPUAIBHBIX 60ne3Heﬁ,
C(bOpMI/IpOBaTI) HABBIKHW 11O IMMPUMCHCHUIO KIIMHUKO-TCHCAJIOTMYECKOTO METOAAa JIA ONPCACICHUA pHUCKa
MOSIBJIIGHMS JETEH ¢ MHTOXOHHpHaHBHOﬁ namnomeﬁ, pa306paTb OCHOBHBIC CUHAPOMBI ITPpU JIaHHOH Ia-
TOJIOTHH.
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OO0yuarommiicsi 10J15KeH 3HATh.
Crpoenue 1 GyHKIMM MUTOXOHJPHUHA, OCOOCHHOCTH MHTOXOHAPHAILHOIO F€HOMa ODTHOJIOTHIO U THIIbI
MUTOXOHPHANBHBIX OoJe3Hel. Kiaccudukanuo MUTOXOHpUANBbHON nmaToioruu. IlaroreHes MUTOXOH-
ApualbHbIX Oone3Hell. Knnunyeckue nposiBieHus Haun0oJiee 4acTo BCTPEUAIOIUXCS MUTOXOHPUAIIBHBIX
CHUH/IPOMOB.
O0yyaomuiics 10/12KeH yMeThb.
Hcnonb30BaTh KIMHUKO-TEHEATIOTMYECKUI METOJ ISl OIIPENEICHHs] pUCKa MUTOXOHIPUAJIbHOM MaToJIo-
I'MH, IIPY HAJIUYUM ONPENIENIEHHOr0 CUMIITOMOKOMILIEKCA 3a10103pUTh 3a00JIeBaHuE, CBS3aHHOE C MaTo-
JIOTHEed MUTOXOHJPUIA U Ha3HAYUTH 00CIIE€JOBaHUE.
Oo0yuawimmiicsi 10J15KeH BJIa/IeTh.
Menuko-0nMoJ0oruuecKuM MOHATHUHHBIM anmnapaToM. MeTolaMu M3y4eHUsl HAclleICTBEHHOCTH 4YeIOBeKa.
HaBpikamMu noncka MeIuIHCKON HH(pOpMaIu B yueOHO, HayqHOH TuTepaType, B TOM YUCIIE C UCIIOIb-
30BaHHeM ceTH MHTepHeT; HaBbIKaMU MPECTaBIEHUS U 00CYX/IEHUS MeIULIMHCKON nH(popmanuu. baszo-
BBIMU TEXHOJIOTHSIMH IIpeoOpa3oBaHus HHGOPMAIMH: TEKCTOBbIE, TAOIWYHBIE PEIAaKTOPHI, TIOUCK B CETH
HNutepner.
CamocrosiTe/bHAsA ayiMTOPHAast pa0oTa 00y4aroIMXCs 110 Teme:
1. OTBeTHTH HA BONPOCHI 10 TeMe 3AHATHS.
Bomnpocsr myist cobecenoBanus:
I'eHOM MUTOXOHIPHH.
OCOOEHHOCTH MUTOXOHIPUATBHOTO HACIIEJOBAHUSI.
OTHOJIOTHS U TATOr€HEe3 MUTOXOHIPUANIbHBIX 3a00JIeBaHUI
Knaccugukanus MUTOXOHPUIBHON MAaTOJIOTHH.
OcCHOBHbBIE KIIMHUYECKHE MPOSIBIICHUS] MUTOXOH/PUAJIbHBIX 3a00JI€BaHHM.
OcCHOBHBIC KJIMHUYECKHE POSBICHUSI MUTOXOHIPUAIBHBIX CHHIPOMOB U OoJe3Heil (aTpodust
JIMCKOB 3pUTEIbHBIX HEPBOB Jlebepa, cuHpom Jlesi, MUTOXOHApUalIbHbIE LIUTONATUH).

7. Knuanueckuii mommuMopu3M U €ro NpUIUHbI, THOMHBIH UMIPUHTHHT.
2. llpakTnuyeckasi padora.
Padora 1. CTpoeHue MUTOXOHAPHIA.
Llenv pabomul: I3ydnTh OCOOEHHOCTH CTPOECHUSI OPTaHOUIA.
Hapucyiite u B pabodeii TeTpaan MOIMUIINTE CTPYKTYPHBIE SJIEMEHTHI MHTOXOHJIPHH.

oakrwdE

Brinonnenue paboTel BeieTcst B popMe 00CYKASHHSI BMECTE CO CTYI€HTaMU UMEIOIINXCS JAHHbIX.

Pabora 2. CTpyKTypa MUTOXOHAPHAJIBHOIO T'€HOMA.

Lenv pabomvi: I3yunTh CTPYKTYpPY MUTOXOHPUAIBHOTO T€HOMA, €r0 OTJIMYUA OT siiepHOro. Mcnomb3ys
MIPEIJIOKEHHYIO CXEMY, TPOAHAIU3UPYHTE OpraHN3aluio FTeHOMa MUTOXOHIPUH.

[lepepucyiite 1aHHYIO CXEMY B pabOUyIO TETPaIb.
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Beimmumure Tetpaas QyHKIMHM TPOAYKTOB DKCIPECCHMU BCEX yKa3aHHBIX T'€HOB M PEryJIsSTOPHBIX 00ja-
CTEN.
Brimonnenue paboTel BeeTcs B popMme 00CYKASHUS BMECTE CO CTYACHTAMU UMEIOLTNXCS JaHHbBIX.

PaGora 3. MUTOXOHAPHAJIBHBIN THI HACJIETOBAHUS.

Lenv pabomwi: 3y4nTh OCHOBHBIC XapaKTEPUCTUKU JAHHOTO THIIA HACIICTOBAHUS.

[Ipoananu3upyiiTe poAOCIOBHYIO, ONPEAETUTE XapaKTEPHbIE OCOOCHHOCTH, NEMOHCTPUPYIOIINE MHTO-
XOHJIpHAJIbHOE HACIeJOBaHUE 3a00JICBaHUSI.

[Tepenecute B pabouyro TeTpaab JaHHYIO CXEMY.

Cxema. MUTOXOHIpHAIBHBIN TUTT HACIICIOBAHMS.
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OTBeThTE Ha CIEYIOIINE BOIIPOCHL:
1) BcTpevaeMocTh IpU3HAKA B ITOKOJICHUSX ?

2) 3aboJyieBaeMOCTh CPEIU MY>KUYUH U YKCHIIHH?
3) Hanwuuwe npusHaka y aetei 601bHOT0?

4) Hamuuue npusHaka y aetei 00abHOI MaTepu?
5) BeposTHOCTB HACJIEIO0BAHUS Y JI€BOYEK?

Brinonsenue pa6OTLI BCACTCA B (bopMe O6CY)K,[[CHI/IH BMECTC CO CTYACHTAMH HUMCIOIUXCA HAHHBIX I10
MHUTOXOHAPUATIbHOMY TUITY HACJICIOBAHUS.

Padora 4. MutoxoHapuaIbHas NaTOJIOTHA.

Llenv pabomul: N3yunth Hanboee pacrpoCTpaHEHHbIE 3a001€BaHNUs, CBSI3aHHbBIE C MUTOXOHAPHAIEHBIM
TUIIOM HaclenoBaHus. Vcnonb3ys naHHble pedepaTUBHBIX COOOILIEHU, pa300paTh T€HETHYECKHE MeXa-
HU3MBI M1 OCHOBHBIE KJIMHUUYECKNE CUMIITOMBI MUTOXOHAPUAIBHON MaTOJIOTHH.

HepeHeche B pa60qy10 TETpadb U 3aIlIOJIHUTEC CIICAYIOIIYIO Ta6n1/1uy.

3abonesaHue KnnHuyeckan xapakrepucTuka Tvn HacnepoBaHuUA

ATpodusa AMCKOB 3PUTENbHBIX
HepBoB Jlebepa
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CuHpgpom Jlea

Brimonnenue pabotel Bepercss B popMe 0OCYKACHUS BMECTE CO CTYJACHTaMH HMMEIOIIMXCS JaHHBIX T10
MUTOXOHIPHAJIEHOM ITaTOJIOTHH.

3.PeminTh CHTYaUlMOHHbIE 3aJa4H.
VY4eOHBIM IJIAHOM HE MPEyCMOTPEHO.

4. 3apanus 1Js1 TPyNNOBoii padoThl.
VY4eOHbIM MJIAHOM HE IPEIYCMOTPEHO.
CamocrosiTe/IbHAs BHeayAUTOPHasi paboTa 00y4alouuxcs 1o Teme:
3aoarnus ons camocmosamenbHol 6HeayOUmopHoU pabomvl CMyOeHmo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MAaTEPUAIOM IO TEME 3aHATHS C MCIOJIb30BAHUEM KOHCIIEKTOB JIEK-
IUHA W/ AT PEKOMEHyeMOU Y4eOHOU JTUTEPATYPHI.
2) OTBeTUTH Ha BOIIPOCHI JIIsl CAMOKOHTPOJISL:
e ['eHOM MUTOXOHAPHIA.
OCOOEHHOCTH MUTOXOHIPUATBHOTO HACIIEJOBAHUSI.
DTHOJIOTHA U TATOr€HE3 MUTOXOHIPUAIbHBIX 3a001€BaHUMI
Knaccugukanys MUTOXOHIPUIIBHOM 11aTOJIOTHH.
OcHOBHbIE KIMHUYECKHUE IIPOSABICHUS MUTOXOHAPHUAIbHBIX 3a001€BaHUM.
OcHOBHBIC KIIMHUYECKHE TPOSIBICHUSI MUTOXOHPUAIBHBIX CHHAPOMOB U 0oJie3Hel (aTpodus
JIUCKOB 3pUTENbHBIX HEPBOB JleOepa, cunapom Jles, MUTOXOHIpHaIbHbIE IUTONATUH).
e KimaMyeckuiit moaTuMop(u3M U ero NPUIUHBI, THOMHBIA UMIIPUHTHHT.
3) IlpoBepuTh CBOM 3HAHUS C UCIOJIb30BAaHUEM TECTOBOI'O KOHTPOJIS (MIPUBECTH TECTOBBIE 331aHUS, OTBE-
ThI pa3MECTUTh MOCJIE TECTOB).
1. Bvibepume HecKkonbKo NPasuibHblX OMeenoa.

VYKakuTe NpU3HAKU, XapaKTEPU3YIOLME MUTOXOHAPUATIbHBIA TUIT HACJIEIOBAHUS: a) POAUTEIH pe-
O0eHka (PEeHOTHUMHYECKH 30POBBI, HO aHAJTIOTUYHBIEC 3a00JEeBaHMs BCTpEYalOTCs y CUOCOB mpobanma; 0)
ChIH HHMKOT/Ia HE HacjexyeT 3a0oJjeBaHHE OT OTLA; B) OJMHAKOBO YacTo 3a00JieBaHHME BCTPEYAETCS y
MY)XYHH M Y JKCHIIUH; POAUTEIN OOIBHOrO pedeHKa 30pOBbHI; T) 3a00JEBaHUE BCTPEUACTCS B KAXKIOM
MTOKOJICHUH.

2. Bvibepume 06a npagunvbHbix omeema.

OTtuonornyeckuMu (akTopaMy MOHOTEHHOW HACJIECTBEHHOM IMATOJIOTUU SBISAIOTCA: @) MEPEHOC
y4JacTKa OJTHOM XpOMOCOMBI Ha Jipyryto; 0) nsmenenue ctpykrypsl JIHK; B) B3aumoseiicTBue renernde-
CKHX U CPENIOBBIX (DAKTOPOB; ') MyTalluM T€HOB; 1) AEJEIHs, AYIUIUKAIHs, TPAHCIOKALUs Y4aCTKOB XPO-
MOCOM.

Omeem:1 —0), B), T); 2—0), ).
4) IloarotoBuTh pedepat Mo caeayroluM TeMaM:
1. Cunnpowm Jles (momocTpas HEKPOTU3UpPYIOIIas SHIE(DATOMUONATHS) U MyTalluU LIUTO-
XPOM C-OKCUJA3bl.
2. ATtpodus muckoB 3puTeNbHBIX HEpBOB Jlebepa.
3. Cungpom MELAS.
5) IloaAroToBUTH AaHHOTAIMIO HAYYHON CTaThH 110 TEME.
Y4eOHBIM MJIAHOM HE IPEIYCMOTPEHO.
6) BeInoaHuTh Ipyrue 3a1anus, IpeIycMOTpeHHbIe pabodel mporpaMMoil Mo AUCHIUIIIIMHE.
B paGoueii TeTpaan 3amoIHUTh TEPMUHOIOTHYECKHH CIOBapb.

Tepmun

1. MuroxoHIpHaIbHOE HACIEIOBAHUE —
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Hacnenosanue marepuHckoe —

T"'omoruiazmus —

I'erepornazmus —

PennexatnBHas cerperanus —

DddexT OyTHUIOYHOTO TOPJIBIIIKA —

PexoMennyemas aureparypa:
OcHoBHas:
1. boukor H.IT.Knmnandeckas reneruka: yueOHuK st By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononnurenbHast:
1. Koszeonun B.A., Kocsix A.A., Poquna H.E. [IpenatanpHast AMarHoCcTUKa HACIECTBEHHBIX
3a00JIeBaHUI U BPOXKICHHBIX TOPOKOB pa3BUTHs: yueOHOe mocodue Kupos: 2011.-88 c., ni.
2. Konenaepa E.B., Poquna H.E.. O0mas reHeTrka U reHeTHKa YelloBeKa: yueOHoe mocooue/
Kwupos, 2016. — 69 c.
3. Myrosun I'.P.. M. Kiimnndeckas reHeTuka. [ eHOMHKa U IPOTEOMHKA HACIIEJICTBEHHOH Ta-
TOJIOrUH [ DIEKTPOHHBIN pecypce]: yuebnoe nocodbue/ [DOTAP-Menua, 2010. - 832 c.: uin.
4. TopOynoBa, B.H., Kopxeneckast M.A.. 'eHeTHKa B KITMHUYECKON MPAKTUKE: PyKOBO/I-
ctBo mis Bpaueit/CI16.: Cnergut, 2015.-329 c.
5. Mymkamb6apos H.H., Ky3uernos C.JI. MonekynspHas 6uosiorus: Yue6. [locodbue ms cry-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTpOHHBIE PECYPCHI:
1) http://omim.org/

Paznen 4. XpomocomHasi naToJ10rus.
Tema 4.1. O6masi XapakTepUCTHKA XPOMOCOMHOI AaTOJIOTHH.

Heab: M3y4nTh TUIBI XpPOMOCOMHBIX MYTallMii, 3THOJIOTHIO, TATOTEHE3 U KIMHUYECKYIO KapTUHY
HanboJiee YacTo BCTPEUAIOIIMXCSI XPOMOCOMHBIX CHHIPOMOB.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTHYECKUE MOHATHS XPOMOCOMHBIX Oose3Hel, 00y-
YUTh CTYJIEHTOB NMPHUMEHEHHUIO ITUTOJIOTMYECKHX METOJOB ISl OTPENENICHUs] PUCKA TOSBICHHS JIETeH C
XPOMOCOMHOM natosiorueit (mHTepdasHplii 1 MeTadasHblii METOJIBI).
O0y4armmiics 10J17KeH 3HATh.
1. To uzyuenus temsl (6a3uCHbIE 3HAHUS) — CTPOEHHE XPOMOCOM M METO/Ibl UX U3YyUEHUS; TUIIBI XPOMO-
COMHBIX MyTalui.
2. [Tocne n3ydeHus: TeMbl — MEXaHU3MbI BOSHUKHOBEHHS XpPOMOCOMHBIX MyTallUii B MIEPHOJ] raMeToreHe3a
M WX TOCTIEICTBUS; KIacCH(UKAIINIO0 XPOMOCOMHOM TAaTOJIOTHUH; THOJIOTHIO, KIMHUYECKHE TIPOSBICHUS
HanboJiee YacTo BCTPEUYAIOIIUXCSI XPOMOCOMHBIX CHHIPOMOB.
Oo0yuarommiicst 10J15KeH YMETb.
OmnpenensaTh TUN XPOMOCOMHOW MyTaluu 1o (otorpaguu U Mo MUKpOIpenapary KapuoTuIa yelloBeKa.
OmnpenensTh THITBI TaMET, 00Pa3YIOMIMXCS MPH PA3IMYHBIX XPOMOCOMHBIX MyTalusx. Penrates 3amaun Ha
OIpeJIeJIeHUE BEPOATHOCTH MOSBICHUS MATOJIOTUU B 3aBUCUIMOCTH OT TUIIA XpPOMOCOMHOM MyTauuu. [Ipa-
BUJIHHO HCITOJIE30BaTh COOTBETCTBYIOIIYIO TEPMHHOIIOTHIO.
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Oo0yuarwmuiicsi 10J17KeH BJIa1€Th.
Meanko-61oa0rn4eckuM NOHITUWHBIM anmapaToM. MeToJaMu W3y4eHHs HAcJeICTBEHHOCTH YelIOBEKa.
HaBpikamMu noncka MeIuIMHCKON HH(pOpMaIuK B yueOHOI, HayqHOH JTuTepaType, B TOM YUCIIE C UCIIOIb-
30BaHuEeM ceTu VIHTepHeT; HaBbIKaMU MPECTABICHUS U O0CYXACHHs MeIUIIMHCKON nHpopmanuu. bazo-
BBIMU TEXHOJIOTHSIMH IIpeoOpa3oBaHus HHGOOPMAIMH: TEKCTOBbIE, TAOIUYHBIE PEIAaKTOPHI, TIOUCK B CETH
HNutepner.
CamocrosiTe/bHAsA ayiMTOPHAst pa0oTa 00y4aloIMXCs 110 Teme:
1. OTBeTUTH HA BONPOCHI N0 TeMe 3aHATHS.
Bomnpocsr 1uist cobecenoBanus:
CrpykTypHO-(DYHKITMOHATBHASI OpPTaHU3AIUSI XPOMOCOM.
XpOMOCOMHI)Ie MyTall1u. BI/II[I)I XPOMOCOMHBIX IIEPECTPOCK.
HCpI/IOILI)I TraME€TOIr¢He3a U pUCK BOSHUKHOBECHUA XPOMOCOMHBIX MYTaHI/Iﬁ.
Knaccudukarms XxpoMOCOMHON ATONIOTHH TIO THUITY MYTaIHi.
Oco0eHHOCTH MAaTOreHe3a XPOMOCOMHBIX 00JIe3HEH.
OCHOBHBIE KIIMHUYECKHE MIPOABJICHUA.
. DTarmbl 1 BO3MOKHOCTH I/IHTCI)CI)EBHHX n MeTa(baSHBIX OUTOICHCTHYCCKHNX METOAOB B TCHCTHUKE YCIIOBCKA.
2. lIpakTnyeckas padora.
PatGora 1. Hapymienusi HOpMaJbHOT0 KAPUOTHIIA.
Lenv pabomul: 3yunTh U3MEHEHHS KapHUOTHUIIOB IpU HanboJiee pacrpoCTpaHEHHBIX XPOMOCOMHBIX 3a-
6oneBanusx. [lo mpexncraBieHHsIM (oTorpadusaM kKapuoTuna OOJBHBIX C XPOMOCOMHOM MaTOJNOTHEn
OIIpEEIIUTE TUIl XPOMOCOMHBIX MYTaIUil.
OTtBeThbTe B paboyeil TeTpaau Ha CIEAYIOUINE BOIIPOCH:

1) Tun XpOMOCOMHO# MyTaluH.

2) MexaHn3M BO3HUKHOBEHHS MYTallHH.

3) Ha3sBanue 3a00ieBaHuMsL.

4) TIOBTOpPHBIN PUCK POXKICHHS OOJILHOTO peOCHKA B CEMbE.

5) IlpodunakTuyeckue MEpOIPHUSTHSI.
Breimmonnenue pabotsl Begetrcs B ¢opMe 0OCYKIACHHS BMECTE CO CTYACHTAMH UMEIOUINXCS AAHHBIX IO
XPOMOCOMHOM MAaTOJOTHH.

Noook~wdE

Padora 2. HacaencrBeHHbIe 3a200J1eBaHUsl, CBSI3AHHBbIE ¢ MHUKPOCTPYKTYPHBIMH HAPYyHIEHHAMH
XpoMOCoOM.

Lenv pabomol: I3ydnTh 0COOEHHOCTH KIMHUYECKHUX TPOSIBIICHIH HACIIECTBEHHBIX 3a00JI€BaHUI, pa3BU-
THE KOTOPBIX BBI3BAHO MUKPOCTPYKTYPHBIMU HApYIICHUSMHU.

[Tepenecute Tabnuily B pabovyro TeTpab.

HacnencrBeHnbie O6nacte mukpozene- | Yacrora B momyssiiuu | OCHOBHBIC CHMITOMBI
CHHJIPOMBI MU WK TyTUTAKAIAH
XPOMOCOMBI
Muxkpoaenenuu
Cunnmpom Ilpagepa- | del(15)(q11-13) 1:20 000-1:25 000 YMcTBeHHas OTCTa-
Bum B XpOMOCOME OT OTIIa JIOCTh, OKHPEHHE,

MaJICHbKHEC KUCTHU U
CTOIIBI, THITOTOHM A

Cunapom Amnrensma- | del(15)(ql1-13) 1:20 000 3HauNTEbHAS yM-
Ha B XpOMOCOME OT Ma- CTBEHHAsi OTCTaJOCTb,
TepH 3ajIep)KKa PedH, aTak-

CHsI, TIPUCTYIIBI CMEXa

Cunnpom Bunbsmca | del (7)(q11.23) 1:20 000-1:50 000 YMCTBEHHasi  OTCTa-

J0CTh,  crenuduie-
CKOE JTUIIO0, BPOXKIIEH-
HbIE IOPOKHU Cepala

Cunmpom  Bombda- | del(4)(pl6) 1:100 000 'unotpodus, MUKpo-
XupixopHa nedanus,  BBICTYIA-
I0IUe  HaJgOpOBHBIE
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IyTH, BBICOKUU T100,
SIUKAHT, ITO3, TH-
MEPTEIIOPU3M,  KITIO-
BOBHUJIHBI HOC, MHK-
pOrHATHUS, YMCTBCH-
Has OTCTAJIOCTh

Cunapom Jlanrepa- | del (8)(g24) 1:30 000 YMCTBeHHasi  OTCTa-
I'uaeona JOCTh, XPSIEBBICIH-
30CTO3BI, CBOeOOpas-
HOE JIMI0, IPYIICBU]I-

HBIM HOC
MHUKpOIYIUTHKAIIMN
Cunapom Kopuenuu | dup(3)(g25-929) 1:10 000-1:30 000 Huskuii pocr, muie-
ne Jlanre BbIC MHKPOAHOMAJIUH,
MOPOKH CEp/la, BbI-
paXXeHHasT  YMCTBEH-
Hasl OTCTAJIOCTh
Cunmpom  beksuta- | dup(11)(pl5) I'ppka  IYIOYHOTO
Bunemanna KaHaTHKa, MakKpo-

IJIOCCUS, THUTAHTHU3M,
THIOTJINKEMHSI, MHK-
poredanus, BpPOX-
JICHHBIC MIOPOKHU
BHYTPCHHUX OPraHOB

ITo npencrasieHHbIM GoTorpadusM OOJIBHBIX ¢ MUKPOXPOMOCOMOM MATOJIOTUEN ONPEENINTE BEPOATHBIN
JUarHo3.

Beimonnenue pabotel Bepercss B popMe 0OCYKACHUS BMECTE CO CTYJACHTaMH HMMEIOIIMXCS JaHHBIX T10
XPOMOCOMHOM MaTOJIOTUH.

PaGora 3. AHOMAJIMHU 110 MOJIOBBIM XPOMOCOMAM.
Lenv pabomwi: 3yunTs uHTEpHA3HBIA METOI TMArHOCTUKH XPOMOCOMHBIX 3a00JICBaHUA.
[Tepenecute crnenayromnlyio TabaUIy B pabouyro TETpab.

FeHoTun sanue- | FfeHotun cnep- | FleHoTun 3uroTbl | HasBaHne cuH- | Ynucno rabi-
KNeTKkn no no- | mato3onga no | no nos0BbIM | ApOMa 60K nono-
NIOBbIM  XPOMO- | MOJIOBbIM  XPO- | XPOMOCOMaM BOr0  Xpo-
comam MOCOMaM MaTMHa

XX X

0 X

XX Yy

0 Yy

3.PemiuTh CUTYallHOHHBbIE 32124 H.
Y4eOHBIM MJITAHOM HE TPETyCMOTPEHO.

4. 3apaHus Ui rPyNnoBoii padorsbl.

VY4eOHBIM IJIAHOM HE MPETYCMOTPEHO.

CamocrosiTe/ibHAsi BHeayAUTOPHasi padoTa 00y4arommXxcs Mo Teme:

3aoanus ona camocmosamenvHou 6HeayOUmMopHOU pabomvl CmMyO0eHmos8 no YKA3AHHOU meme:
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1) O3HaKOMHUTBCS C TEOPETUYCCKUM MAaTEPHUAJIOM 110 TEME 3aHSATHUS C MCIOJIb30BAHUEM KOHCIICKTOB JICK-
[IUHA W/AITA PEKOMEHIyeMON yIeOHOH JIMTepaTyphl.

2) OTBETUTH HA BOIPOCHI 1JI1 CAMOKOHTPOJIA:

CrpykTypHO-(DYHKITMOHATBHAS] OpPTaHU3AIUSI XPOMOCOM.

XpOMOCOMHI)Ie MyTall1u. BI/II[I)I XPOMOCOMHBIX IEPECTPOCK.

Hepnonm TraMCTOIr¢HE3a U pPUCK BOSHUKHOBCHUSA XPOMOCOMHBIX MyTaHHﬁ.

K.]'IaCCI/I(bI/IKaHI/Iﬂ XpOMOCOMHOﬁ MaTOJIOTHHU IO TUILY MYTaHHﬁ.

Oco0EeHHOCTH TTaTOreHe3a XPOMOCOMHEIX OOJIE3HEH.

OCHOBHBIE KIIMHHYECKUE IIPOSABIICHUA.

OTansl ¥ BO3MOKHOCTH I/IHTCI)CI)EBHBIX n MeTa(I)aSHLIX OUTOTCHCTUYCCKHUX METOAOB B TCHCTHUKE YCIIOBCKA.
3) IIpoBepuTh CBOM 3HAHUS C UCTIOIB30BAHUEM TECTOBOI'O KOHTPOJIS (IPUBECTH TECTOBBIC 3aJjaHUsI, OTBE-
ThI pa3MECTUTh MOCJE TECTOB).

1. Bvibepume 06a npasuibHulX 0mMeemos.

Kakue BubI XpOMOCOMHBIX aHOMAJIUI HE BCTPEYAIOTCS Y JKUBOPOXKICHHBIX: a) TPHCOMUU IO ayTO-
comaM; 0) TPUCOMHUU IO TMOJOBBEIM XpOMOCOMaM; B) MOHOCOMHH IO ayTOCOMaM; T') MOHOCOMHUH IO X-
XPOMOCOME; 1) HYJUIUCOMUS IO X-XpPOMOCOME.

2. Bvibepume 06a npasuibHbiX omeema.

Kakue myTanum oTHOCSTCA K T€HOMHBIM: a) UHBEPCUH, TPAHCIOKALIUY, AYIUIMKAINH, JeJeluu; 0)
MIOJIUTIONINH, aHEYIJIONANH; B) TPUILUIOUMANH, TETPAIUIOUIUU; T) BHYTPUXPOMOCOMHBIE U MEXKXPOMO-
COMHBIE TTEPECTPOIKH.

Omeem:1 —B), n); 2 — 0), B).
4) IloarotoBuTh pedepat Mo CIeTYIOIUM TEMaM:
1. MukpouunupoBanue. [[puHIUIIBEI TEXHOJIOTHH UCIIOJIb30BaHMS OMOJIOTUYECKUX MUKPO-
YUIIOB.
2. DTuyeckue mpobseMbl MPOPUIAKTUKHI, TUATHOCTUKHU U JICYCHUS XPOMOCOMHBIX 00J1€3-
HEH.
5) [loaAroToBUTH AHHOTAIMIO HAYYHON CTaThH M0 TEME.
VY4eOHBIM IIJITAHOM HE MPEyCMOTPEHO.
6) BeImoaHUTH Ipyrue 3a1anus, IpeIycMOTpeHHbIe paboydeii mporpaMMoil o JUCIUILINHE.
B paboueii TeTpaau 3a110JIHUTh TEPMUHOJIIOTUYECKUH CIIOBAPb.

Tepmun

WuTepcTuninanbHas 1eiaenus —

TepMuHabHas qeneuus —

HNxoxpomocoma —

[TapaneHTprueckast HHBEpCHs —

[IepunienTpryeckas HHBEpCHS —

PO6CpTCOHOBCKa$I TpaHCJIOKaluA —

Mo3zaunusm —

65



10.

11.

12.

13.

14.

Aneynnmonaus —

Tomummonmust —

Bpaxunedanus —

ONUKaHT —

Makpornoccus —

Knunnonaktnnnsa —

Mukpouun —

PexoMenayemas Jureparypa:
OcHoBHas:
1. boukoB H.IT.Knuandeckas reneruka: yueOHuK st By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononnurenbHast:
1. Koszeonun B.A., Kocbix A.A., Poquna H.E. [IpenatanpHast AuarHocTUKa HACIECTBEHHBIX
3a00JIeBaHU U BPOXKICHHBIX TOPOKOB pazBUTHs: yueOHOoe mocodue Kupos: 2011.-88 c., ni.
2. Konenaepa E.B., Ponquna H.E.. O0mas reHeTrka U reHeTHKa YelloBeKa: yueOHoe mocoodue/
Kupos, 2016. — 69 c.
3. Myrosun I'.P.. M. Kiimnuueckas reHeTuka. [ eHOMUKa U IPOTEOMHKA HACIIEICTBEHHOH Ta-
TOJIOTUH [ DIEKTPOHHBIN pecypce]: yuebnoe nocodbue/ [DOTAP-Menua, 2010. - 832 c.: uin.
4. TopOynoBa, B.H., Kopxeneckast M.A.. 'eHeTHKa B KITMHUYECKON MPAKTUKE: PyKOBOJI-
ctBo Juist Bpaueit/CI16.: Cnemnut, 2015.-329 c.
5. Mymkam6apos H.H., Ky3uenos C.JI. Monekynsapuas ouonorusi: Yueo. [TlocoOue mst cty-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTPOHHBIE PECYPCHI:
1) http://omim.org/

Paznen 4. XpomocomHasi naToJi0rus.
Tema 4.2. XpomocomHasi natosorusi. Knunnveckue ¢popmsl.

Henab: M3yunTh TUIIBI XPOMOCOMHBIX MYTallUi, 3THOJIOTHIO, TATOT€HE3 U KIIMHUYECKYI0 KapTUHY
HauboJiee YacTo BCTPEUYAIOIINXCSI XPOMOCOMHBIX CHHIPOMOB.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMHHOJIOTHYECKHE MOHITHS XPOMOCOMHBIX Oosie3Hel, o0y-
YUTh CTYACHTOB IPUMEHEHHUIO LIUTOJOTMYECKUX METOAOB JUIS ONPEACIIEHUS TUIIA XPOMOCOMHBIX MyTa-
Ui, pa3o0paTh OCHOBHBIE CUHAPOMBI ITPHU JAaHHOW MATOJIOTUH.
Oo0yuarmuiicsi 10J17KeH 3HATh.
1. 1o uzydenust TeMsl (6a3uUCHBIE 3HAHUS) —CTPOCHHUE XPOMOCOM U METOJbl UX U3YUYEHHUS; TUIIBI XPOMO-
COMHBIX MyTaluu.
2. Ilocne u3yyeHus: TeMbl —MEXaHU3Mbl BOSHUKHOBEHHSI XPOMOCOMHBIX MYyTalllil B EPHOJ] TaMeTOoreHe3a
U UX IOCIEACTBUS; KIacCU(UKAIUIO XPOMOCOMHOM MaTOJIOTUH; TUOJIOTHIO, KIMHUYECKHUE TPOSBICHUS
HauboJIee YacTo BCTPEUYAIOUINXCS XPOMOCOMHBIX CUHIPOMOB.
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OOyyaromuiics 1015KeH YMeTb.
OmnpenensTb TUI XPOMOCOMHOM MyTaiuu 1o ¢otorpaduu U M0 MUKpOIpenapaTy KapuoTHIIa YeJIOBeKa.
OmnpenensiTh TUIBI TaMET, 00PA3YIOMIMXCS MPU Pa3TUIHBIX XPOMOCOMHBIX MyTanusax. Pemars 3amaun Ha
olpesieNieHUE BEPOSTHOCTHU IMOSBJICHUS TATOJIOTUU B 3aBUCUMOCTH OT TUIIA XpOMOCOMHOM MyTanuu. [1pa-
BWJIBHO UCIOJIb30BAaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.
O0yyaomuiics 10J17KeH BJIaAeTh.
Meauko-0uoOTHYeCKUM TOHSITUWHBIM ammapaToM. MeTolaMu M3Y4eHHUs HACJICICTBEHHOCTH YElIOBEKa.
HaBbikamu noucka MeIUIIMHCKON HHPOpMAIMK B yueOHOM, Hay4YHOU JTUTEpaType, B TOM YHCIIE C UCTIONb-
30BaHuEeM ceTu VIHTepHeT; HaBbIKaMU MPECTABICHUS U O0CYXACHHSI MeIUIIMHCKON nHpopmanuu. bazo-
BBEIMH TEXHOJIOTHSMHU TIpeoOpa3oBaHusi MHPOPMAIUU: TEKCTOBEBIE, TAOJMYHBIE PEAKTOPHI, MOUCK B CETH
HNutepner.
CamocTosiTe/ibHAsA AyIMTOPHAsA padoTa 00y4aUuxcs 1Mo TemMe:
1. OTBeTUTH HA BONPOCHI N0 TeMe 3aHATHS.
Bomnpocsr muist cobecenoBanus:

1. TIlpocteie BapraHTBl ayTOCOMHBIX Tpucomuii. Cunapomsl: JlayHa, [laray, DaBapaca.

2. Mozaunusm.

3. Cunapomsl, 00ycIOBIEHHbIE CTPYKTYPHBIMH nepecTpoiikamMu. Cunapomsl: Bonbda-

XUPHIXOpHA, «KOIIAYbETO KPUKay.
4. Hapymienus B cucTeme moyioBbix xpomocom. Cunnpomsl Knaitndensrepa, llepemeBckoro-
Tepuepa, Tpumio-X.

2. [IpakTHyeckasi padora.
Pa6ora 1. ®eHoTunuveckne u3MeHeHH sl MPU reHHbIX 3200J1eBaHUX.
Lenv pabomsi: U3yunth GeHOTUIIMYECKUE U3MEHEHUS IIPH Hanboiee pacpoCTPaHEHHBIX XPOMOCOMHBIX
3aboneBanusx. [lo mpencraBineHasM poTorpadusiM OOJBHBIX ¢ XPOMOCOMHOHM MATOJIOTUEH ONpENeTUTe
3a00NeBaHusl.
OTtBeThTE B pabodei TeTpaau Ha CISAYIONINE BOIIPOCH:

1) HasBanue 3a00cBaHMs.

2) @deHOTUNHYECKUE MPOSBICHHS (TEPMUH U €r0 ONPE/ICIICHNUE).

3) MerTo/pl THArHOCTHKH.

4) Mero/pl JieUueHHS.
Breimmonnenue paboTsl Begetrcs B ¢opMe OOCYKACHHS BMECTE CO CTYACHTAMHU UMEIOIINXCS JaHHBIX 10
XPOMOCOMHBIM 3200JIEBAHUSIM.

3.PemuTh CUTYalIMOHHBIE 32/1aYH.

1) Anroputm pazbopa 3a1a4:

[TocTaBbTe NpeABAPUTEIBHBIA TUATHO3.

3anumure KapuoTHIl.

KakoB MexaHN3M BO3HUKHOBEHUS 3TOT0 3a00J1eBaHus?

Kakoit 0CHOBHOI MeTO/] TUarHOCTUKHU 3TOr0 3a00eBaHUsA?

Hampasiienus neuenus?

2) Ipumep 3agauu ¢ pa3dbopoM IO aITOPUTMY.

[Ipu BHemHEM OCMOTpE Majb4MKa 3-X JIET Bpau omnpeienui Hanuuyue Opaxuuedanr, MOHTOJIOUIHTO
paspesa ria3, 3IuKaHTa, Ae(opMaluy YIIHbIX pAaKOBHH, MaKPOTJIOCCUH, KITMHOAAKTUIIMS HA KUCTSIX.

Pemenue:

1. Cungpom Tpucomuu o 21 xpomocome.

2. 47 XX (+21), 47 XY (+21)

3. lluToreHeTHYECKUI METO/

4. HepacxoJeHUE XPOMOCOM B Meio03e

5. CuMIToMaTH4YeCKOe, XUPYPrUIECKOE JICUEHHE.

3) 3amauu U1 CaMOCTOSTENBHOIO pa3dopa Ha 3aHATHUH.
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3amaua 1. B cembe y 370poBBIX poauTenell poauscs OOJbHOM pebeHOoK. Bec mpu poxxaeHuu — 2 Kr,
OKPY’KHOCTb Yeperna yMEHbIIIEHA, 100 CKOIICHHbBIM 1 HU3KUH, JBYCTOPOHHHE PACILEINHbBI BEpXHEH IryOsbl
1 HeOa, HU3KO PacIoNoKEeHHbIEe U Ae(opMUpOBaHHBIE YIIIM, HA 00enX pykax — nmonuaakTuius. [locraBere
IIPEBapUTENIbHBIA AUarHo3. 3anuimuTe KapuoTun. Kakoil 0CHOBHOM METOA JUArHOCTHKHU 3TOro 3abose-
BaHus? KakoB MexaHn3M BOSHHKHOBEHUS 3TOro 3aboneBanus? Hampasienus nedeHus

3amaua 2. Y MyxurHbl B 70% KIIETOK SMUTENUS CIM3UCTON LIEKH OOHAPYKEHO 2 TIBIOKH MOJIOBOTO XPO-
MaruHa. [TocTtaBbTe mpeaBapuUTEIbHBIA JUAarHo3. 3anuinTe KapuoTurl. Kakol 0OCHOBHOW METOJl JUarHo-
CTUKH 3TOro 3a0ojeBanus? KakoB MexaHHW3M BO3HMKHOBEHHUS 3TOro 3abojeBanus? HampaBneHus nede-
HUSA

4. 3apanus 1Js1 TPyNNoBoii padoTsl.
Y4eOHBIM MJIAHOM HE MPEAyCMOTPEHO.
CamocrosiTe/IbHAS BHeayAUTOPHasi paboTa 00y4alouuxcs 1Mo TemMe:
3aoarus ons camocmosamenbHol 8HeayOUmopHoU pabomvl CMyOeHmo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MAaTEPUAIOM IO TEME 3aHATHS C MCIOJIb30BAHUEM KOHCIIEKTOB JIEK-
AN W/ UM PEKOMEHyeMOU y9eOHOH JTUTEPATYPHI.
2) OTBETUTH HA BOMPOCHI /1JI1 CAMOKOHTPOJIA:
e [Ipocteie BapuaHThl ayTOCOMHBIX TprucoMuii. Cunapomsl: Jlayna, [latay, DnBapaca.
e Mo3sanmusm.
e CunHapoMbl, 00YCIOBICHHBIE CTPYKTYpHBIMHU TiepecTpoiikamu. CunipoMsl: Bonbda-XupuixopHa,
«KOILLIAYbEro KpUKay.
e Hapymenus B cucreMe mosioBeix xpomocoMm. Cunapomsl Knaitadensrepa, LllepenieBckoro-
Tepuepa, Tpuruio-X.
3) IIpoBepuTh CBOM 3HAHUS C UCIOIb30BAHUEM TECTOBOIO KOHTPOJIS (IPUBECTU TECTOBBIE 3aJJaHUs, OTBE-
ThI Pa3MECTUTh TOCJE TECTOB).
1. Bvibepume 00un npasuibHulli Omeem.

VYKakuTe A1 KAKOr0 XPOMOCOMHOT'O CHHpPOMA XapaKkTepeH Habop CUMIITOMOB, BKIFOUAIOIIUX yM-
CTBEHHYIO OTCTAJIOCTh, AONHXouedannio, 1e)OpMUPOBaHHBIC YIIHBIE PAKOBHHBI, (IIEKCOPHOE IMOJIOXKE-
HUE MalbleB PYK, BPOXKACHHBIN MOPOK cepala: a) CuHapoM DaBapica; 0) cunapom Ilatay; B) cunapom
JayHa; T) cuHApOM "KOoIllaybero Kpuka'.

2. Bvibepume o0un npauiibHulil omeem.

Kakue myranum oTHOCSTCS K T€HOMHBIM: @) UHBEPCUH, TPAHCIOKAIlUH, TYIUIMKALUH, AeJIeuu; O)
NOJUIIONINH, aHEYIUIOMJIUH; B) TPUIUIOMIUH, TETPAIUIOMIUH; T') BHYTPUXPOMOCOMHBIE U MEXXPOMO-
COMHBIE ITEPECTPONKH.

Uro sBiseTcs BEAYIIMM B KIMHUYECKOM IPOSIBIEHHMH XPOMOCOMHBIX OOJIe3HeH: a) 3ajaepikka B
MICUXMYECKOM Pa3BUTHUHU Y JIeTel MIIAJIIEro Bo3pacTa U YMCTBEHHAsl OTCTAJIOCTh y JAETEeW CTaplIero BO3-
pacra; 0) HapyleHHe (PU3NYECKOro Pa3BUTHUS; B) CHCTEMHOCTb MOPAXKEHMS; ') HapYIIEHHUE YMCTBEHHOI'O
pPa3BUTHA B COUETAHUH C TOPOKAMU PA3BUTHS U MUKPOAHOMAIUSIMH Pa3BUTHSL.

Omeem:1 —a); 2 —1).

4) IloarotoBuTh pedepat Mo caeayroluM TeMaM:

Cungpom JlayHa. DTuonorus, natoreues, KIMHUKa, TMarHOCTUKA, IPUHIUIIBI JICUECHUS.

CungpoM DaBapica. ITHOIOTHUS, TATOT€HE3, KIMHUKA, AMATHOCTUKA, IPUHIIMIIBI JICYEHHUS.

Cunnpowm Ilatay. OTHon0rHs, NaToreHes3, KIMHUKA, TUarHOCTHKA, IPUHIIUIIBI JICUCHMS.

CHHIpPOM «KOLIaubero Kpuka». ITHOJIOTHS, IATOT€HE3, KIIMHUKA, TMarHOCTUKA, IPUHLIMIIBI JIede-

HUSL.

5. Cunapom Bonbda-XupuixopHa. DTHONIOTHS, TATOr€He3, KIMHUKA, TUarHOCTUKA, IIPUHIIMIIBI JIe-

YEHUSI.

Cunpapom Knaiindenbrepa. THONOrHA, TaTOreHe3, KIMHUKA, TUarHOCTHKA, TPUHIUIIBI JICUEHUSI.
7. Cunapowm lllepemesckoro-TepHepa. DTHon0TUs, TATOr€HE3, KIMHUKA, AMATHOCTHKA, TPUHIIUIIBI

JICYCHUSL.
5) IloaAroTOBUTH AHHOTAIMIO HAYYHON CTaThU IO TEME.
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Y4eOHBIM IJIAHOM HE TPEIYyCMOTPEHO.
6) BeimomHUTE ApyTHE 3aAaHKs, TPETyCMOTPEHHBIE pabodeii MporpaMMOi 10 TUCIUIUIMHE.
Y4eOHBIM IJIAHOM HE TPEIyCMOTPEHO.
Pexomenayemas aureparypa:
OcHoBHast:
1. boukoB H.Il.Knuanveckas reneruka: yaeonuk st By308/ M.: I'D0OTAP-Menua, 2006 -2011, ¢.480
JlononHuTenpHas:
1. Koszeonun B.A., Kocbix A.A., Poquna H.E. [IpenatanpHas AuarHoCTHKa HACIECTBEHHBIX
3a00J1€BaHUl U BPOXKJICHHBIX IIOPOKOB pa3BUTHsL: yueOHoe mocoobue Kupon: 2011.-88 c., mm.
2. Konenaepa E.B., Ponquna H.E.. O0mias reHeTrka U reHeTHKa YelloBeKa: yueOHoe nocooue/
Kwupos, 2016. — 69 c.
3. Myrosun I'.P.. M. Kiimnnueckasi reHetuka. [ eHOMUKa U IPOTEOMHKA HACIIEACTBEHHOH Ta-
TOJIOTUU [ DIEKTPOHHBIN pecypc]: yueoHoe mocooue/ I'DOTAP-Menua, 2010. - 832 c.: mi.
4. TopOynoBa, B.H., Kopxxenesckast M.A.. 'eHeTHKa B KITMHUYECKON MPAKTUKE: PyKOBO/I-
ctBo mis Bpaueit/CI16.: Cnergmut, 2015.-329 c.
5. Mymkamb6apos H.H., Ky3uernos C.JI. MonekynspHas 6uonorus: Yue6. [locobue mis cry-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTpOHHBIE PECYPCHI:
1) http://omim.org/

Pasnen 4: XpomocomHasi naToJiorus.
Tema 4.3. Bpo:kneHHble IOPOKH PA3BUTHS.

Heab: M3yuyuTh 3THOIOTUIO, MEXaHU3MBI (POPMUPOBAHUS U OCOOEHHOCTU KIIMHUYECKUX MPOSBIIC-
HUH BpPOXXJICHHBIX MOPOKOB Pa3BUTHSA, MX KIACCH(UKALMUIO U METOMAbl JUarHocTuku. HayumTtecs mpa-
BWJIBHO UCIIOJIB30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTMUECKUE MOHATUS TEPATOJIOIMU, BPOXKJIEHHBIE I10-
poku pazsutus (BIIP), mansle anomanuu pasutusi (MAP), TepaTorenssle (GpaxkTopbl, COPMHPOBATH
HAaBbIKU 10 NMPUMEHEHUIO0 T€HETHYECKUX METOJOB JMAarHOCTUKHU BPOXKICHHBIX NMOPOKOB pPa3BUTHUS, U3Y-
YUTh METOBI MPOPUIAKTUKU BPOXKIECHHBIX TOPOKOB Pa3BUTHSIL.
O0yyarmmiics 10J17KkeH 3HATh:
1. o nzydenus temsbl (6a3MCHbIE 3HAHUSI) — TEOPETUUECKUE OCHOBBI MyTareHe3a 1 CTaJluu SMOpHUOHAIb-
HOT'O pPa3BUTHS YEJIOBEKA;
2. Ilocne u3y4yeHus TeMbl — OCOOEHHOCTH KJIMHUYECKHUX IMPOSBICHUN BPOXKIEHHOW MaTOJOTHH, 00IIue
MPUHIMIBI KIMHUYECKOW nuarHocTuku BIIP, mpuynHBI MPOMCXOXKAEHUS M IUATHOCTHUYECKYI) 3HAYM-
MOCTh MOP(OTr€HETUYECKHX BapHAHTOB, 3HAUEHHE U OCHOBBI KJIMHUKO-T€HEATOTHUYECKOr0 M IIUTOT€HEeTH-
YeCKOro MeTOJIOB It tuarHoctuku BIIP.
OOy4aromuiics 1015KeH YMeTh:
Brissisate BIIP, pacnioznaBars oTinmuntenbubie ocooenHoctu BITP u MAP, auarnoctupoBaTh BpOXK/IEH-
Hble MOp(OreHeTHYeCKUe BapUaHThl, IPABUIBLHO HUCIOJIB30BAaTh COOTBETCTBYIONIYIO TEPMUHOIOTHIO TIPH
ONMCAaHUU KJIMHUYECKON KapTUHBI (PpeHoTuna) 60abHOro0.
Oo0yuaromuiicsi 10J17keH BJIa1eTh:
ba3oBbIMU TEXHONOTHSAMH IpeoOpazoBaHusl MH(OPMALMU: TEKCTOBbIE, TAOIMYHbIE PEJAKTOPHI, IIOUCK B
cetn MHTepHEeT. HaBblkamMu moMcka METUITMHCKOW HHPOpMAIK B yueOHOU, HAYYHOU TUTEpaType, B TOM
qlClie C UCIOJIb30BaHUEM ceTU VIHTepHeT; HaBbIKaMH MPEACTaBICHUS U 00CYKIEHUS MEIULIMHCKON HH-
dbopMaruu, MEIUKO-OMOJIOTHIECKIM TOHATUHHBIM alapaToM, METOJaMHU MU3YyUeHHUs HACIIEICTBEHHOCTU
YeNoBeKa, HaBbIKaMH MUKPOCKOITHUPOBAHUSI.

CamocrosiTesbHAs ayAMTOPHAast padoTa 00y4aroIMXCs 10 Teme:
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1. OTBeTUTH HA BONPOCHI 10 TeMe 3aHATHS.

Bompocsr myist cobeceoBanus:

[TonATHe BpOKIECHHOTO, CEMEWHOTO U HACIEICTBEHHOTO 3a00JIeBaHusl.

['eHeTnyeckue U BHEITHUE CPEOBbIE MPUUYHHBI TepaToreHe3a. TepaToreHHble (GaKTOPhI CPEbI.
[TonsiTue BpoxxaenHoro nopoka passutus (BIIP) u mansix anomanuii pazsutus (MAP).

Posib TpaHCKpUIIIMOHHBIX (PAKTOPOB B MpoLIeccax pa3BUTHUS, CEMEICTBA SMOPUOHATIBHBIX T€HOB.
Kinaccudukanus BITP.

Kputnueckue rneproipl pa3BUTHS.

[ToHsiTHe TEPaTOreHHOTO TEPMUHAIIMOHHOTO IIEPUO/IA.

Hunarnoctuka BIIP. Mcnonb30BaHue KIMHUKO-TEHEATIOTMYECKOr0 MeToAa B AuarHoctuke BIIP.

2. IlIpakTnyeckas padora

Pa6ora 1. llpuznaku nu3mopgorenesa.

L{env pabomwi: I3y4nTh 4acTO BCTPEYAIOITUECS B KIIMHMYECKOM npakTrke MAP.

Onpenenuteh npu3Haku qu3Mopdorenesa mpu Hambosee yacto Berpevatonmxes BIIP, mo dotorpadusm
OOJIbHBIX.

3anoiaHUTh B TETPAIU TEPMUHOJIIOTUUECKUH CIIOBAPb.

Brimonnenue pabotsl BBeneTcs B opme 0O0CYX AEHHSI BMECTE CO CTYACHTAMU MMEIOLIUXCS JTaHHBIX IO
BPO’KJICHHBIM TTOPOKaM.

Padora 2. OnpenesieHne KpUTHYECKUX TEPMUHALMOHHBIX IIEPUOI0B.

Lenv pabomsi: 3ydanTh BO3MOXKHOCTH OINPEEIICHHS] KPUTUIECKUX TIEPUOJIOB MPH BO3ACHCTBHH HEKOTO-
PBIX JIEKAPCTBEHHBIX CPECTB HA PA3IMUHBIX CTAAUAX dYMOpUOTeHe3a.

OnpenenuTth MpeesIbHbIC CPOKH JACUCTBHS ATOTCHHBIX ()aKTOPOB, CIIOCOOHBIX MPUBECTH K (JOPMUPOBA-
HUIO TIOPOKA Pa3BUTHSL, UCTIONb3Ys TaOIHIy TEPATOreHHBIX TEPMUHAIIMOHHBIX nepuoioB u BIIP ¢ ykaza-
HUEM TPEEIbHBIX CPOKOB JACHCTBHSI MATOTCHHBIX (PAKTOPOB M TAOJIUIlY TEPATOTEHHOCTH JICKAPCTBCHHBIX
[penaparos.

NGO~ wWNE

Ta6.]'[.TepaTOFeHHLIeTepMI/IHaI_[I/IOHHBIe IICPUOOBI.

InOproranerent nepuon (Han) PeraneHEnt NepHoR (HaD) —_—
1 2 3 4 5 6 7 8 9 16 32 38
Ilzpuon nensku [ [ [ = = P P ! o

SHIOTH H

Tedbexrat nepexoit TpySi [
| JegexTat meparopogox [ | ‘
| A-sompowemex | Bepxeme xonsusocTs I
R E— Huxwe zogewmocTH |
| T [ Bepxuaz ryba |
JebODMAUNA VIIHED: DAKOEHE i DIVXOTa | Vi
| Muspobramus, xaravasra. mmavkoa | [raza

lI'unotmzsu.x IMATH l 3vou

o Touxu geitcTEMA |
TSpaTOreHa l Pacmenuna Heba I Hebo ]
m Mege=2 uyEeT. nepuon

ll\lacxymummx remuTamit | TeruTamiu
He uyectentenza D Bricoxko wyEcT. nepuon
-— —_—
K TepaTorsHaM
T'ubame 2mOproHa 1 Kpymuse nopoxu paseuris SVHKIHOHANEHES 2h2KTE K MINTEE 2HOMATHE
_CHOHTaHHEG afoor -

Tabm. TepaTOI‘eHHOCTB JICKAPCTBCHHBIX MNPCIIapaToB.
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IIpenapar dddexT

TerpauukiuH ['unonnasus u U3MEHEHHUE BETA SMAIU

CrpenToMuiiua [ToTeps ciryxa mpu JUIMTETLHOM BO3JICHCTBUN

DeHuTONH 3anepkka BHyTPHYTPOOHOTO Pa3BUTHSI, YMCTBEHHAsI OTCTAIOCTh, MHKPOIIe-
(anusi, BposKICHHbIE IOPOKH CepALia

Kapb6amazenun HedexT HepBHOM TpyOKH (1%), Mukpouedanus, TUIOIUIa3Hs HOI'Tel

Bansnpoesas k-Ta

JledekT HEpBHOM TPYyOKH

Tpumeragnox 3anepxKa BHYTpUYTPOOHOIO pa3BUTHUS, paclliesinHa ryosl u/mim Heba, MUK-
pouedanusi, YMCTBEHHAs! OTCTAJIOCTh, JHUIIEBHIE U JIP.

HManaszon Bupunusanus ;kxeHCKHX IUION0B
IIcuxoTponHbie

JluTuii Bpoxnennsie nopoku cepana, IIHC anomanuu
IIpoune

Tamuoomun ITopokn KOHEUYHOCTEH, yXa, BPOXKACHHBIE IOPOKH CEPILA

Butamun A (peru-
HOJI)

Mukpotus, MukpodTansMusi, paciuienuHa ryosl u/unm Heba

N3orpernHONH MuKpoTHsi, MUKpO(DTaIbMUS, pacuienHa ryObl H/iiu HeOa, BPOXKICHHBIE
IIOPOKH cepaua
MusomnpocTon PenyknnoHHBIE NOPOKK KOHEYHOCTEM, ApTPOTPUIIO3, BPOKIACHHBIE IIOPOKU

cepama

HepeHeCTI/I B TCTpadb U 3aIIOJIHUTDb Ta6J'II/II_[y1

JlexapcTBeHHBIH
npenapar

Cucrema opra-
HOB, YYBCTBH-
TellbHas K JAeii-
CTBHIO JAHHOTO
npernapara

Kpurtnueckuii tep-
MHHAIUOHHEBIN Ie-
puon (uen.)

Teparorennoe

NelCTBUE NU3MEHEHUS

Brinonaenue pa6OTLI BCACTCA B (bopMe O6CY)KI[CHI/IH BMECTC CO CTYACHTAMH HUMCIOIIUXCA HAHHBIX I10

BPOXACHHBIM ITOPOKaM.

Pa6ora 3. 3aBucuMOCTDb pe3yJibTaTa 1eliCTBHS TEPATOreHOB OT 3Tana SMOpHOreHesa.
Llenv pabomul: I3ydnTh OCHOBHBIE IOCIECTBHS JEHCTBUS TEPATOT€HOB B SMOpPUOTEHE3E.

Hcnonb3ys TaOauIBI, ONPENEINTh OCHOBHBIE COOBITHSI SMOpPHOreHe3a U X BpEMEHHbIE PaMKH, OIICHUTH

BO3JICHCTBUE TePATOTCHHBIX (PAKTOPOB HA HUX.
[lepenecTtu B TeTpaap v 3aNIOJIHUTH TAOJTHILY:

OTanel OcHOBHEBIE I'ne mpowucxo- Hauano ITocnencTBus neiicTBUS Te-
COOBITHS BTA- | JAT COOBITHS paTOreHHBIX (PaKTOPOB
na (orcuer oT
OBYJISIITUN)
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[TpenpmOpuorenes

1)
2)

DOMOpuoreHes

1)
2)
3)
4)

Brimonaenue paboteiBeseTcss B popMe OOCYKICHHUS BMECTE CO CTYJCHTAMH HMEIOIIUXCS JTaHHBIX TI0
BPOKJICHHBIM ITOPOKaM.

Pa6ora 4. CemeiicTBa SMOPHOHAJIBLHBIX T'€HOB.
Lenv pabomul: I3y4nTh OCHOBHBIC CEMEUCTBA IMOPUOHAIBLHBIX TEHOB.
3aciymarte pedepaTuBHbIC COOOIICHUS 110 TPEATIOKESHHBIM TEMaM.
Hcnonb3yst nannabie pedepaTUBHBIX COOOMIEHUH OMpPENeINTh OCHOBHBIE CEMEICTBA SMOPUOHAIBHBIX T'e-
HOB, OLICHUTH UX POJIb B MOp(OTeHE3e.
1. OmpexpenuTte 1Mo pUCYHKY cOOBITHE SMOpHoTeHe3a. [lepepucyiite B pabouyro TeTpaab. Y KaKUTE
AHATOMHYECKHE CTPYKTYPhI, 00pa30BABILIUECS HA ITOM dTarle.

2. Onpenenute Mo PUCYHKY OCHOBHBIE KOMIIOHEHTHI, YIaCTBYIOIIHE B (DOPMUPOBAHUH TPAHCKPHII-
LIMOHHOTO KoMIuiekca. [lepepucyiite B pabouyro TeTpaib U MOAMNUIINTE.

/

3. Tlepenectu B TeTpajib U 3aMOIHUTH CIEAYIONINE TAOTUIIBI:
Tab6u. ['eHsI MPOCTPaHCTBEHHOM OpPTaHU3AIUH.
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I'pynna resos Beimonusemas QyHKius

I'ennl cermenTanuu

I'ennr KOMIIapTMEHTAIMN3allu

I'ens1 roMeo3uCHBIC

Ta0n. ITpoayKThl T€HOB, OTBETCTBEHHBIE 38 KOPKECTP» MOp(OreHesa, 3anHiInTe UX B pab0UyI0 TeTpaib:

Ha3zBanue [Ipumepsl reHoB
1.
2.
3.
4.
Taba. Ocu smOpuoreHesa.
No | Ha3zBanue ocu sMOpuorenesa [Tpumepsl reHOB, YY9aCcTBYIONIMX B (DOPMHUPOBAHHUH
ocu
1. Kpanno-kaynanbnas
2. Jlopco-BeHTpalibHas
3. | bunarepanpHas

Ta6n.CemeiicTBa TpaHCKPUILIMOHHBIX (JaKTOPOB 3MOpHUOreHe3a:

CewmeiicTBa T€HOB Hazpanwue cemeii- | Ocobennoctu ctpoenust | OyHkius B aMOpHoreHes3e
CTBa I'CHOB TPAHCKPHUIITXUOHHOT'O
(dakTopa
HOX
PAX

Paznuunbie TpaH-
CKPHIMIMOHHBIC
(dhakTophI, coaep-
xarue Zinic
Fingers

SOX

Brinmonnenue paboTsiBeeTcst B popme 00CyKI€HUS BMECTE CO CTYACHTaMU MMEIOIINUXCS JaHHBIX IO ce-
MeicTBaM reHoB SMOpHOTeHe3a.

Pabora 5. Bausinne HapylmeHHs] TEHHBIX H KJIETOYHBIX MEXaHM3MOB 3MOpHOreHe3a Ha pa3BUTHe
BIIP.

L]env pabomul: I3yunTh OCHOBHBIE MEXAHU3MBI Pa3BUTHS IIOPOKOB B AMOpPUOTEHE3E.

OmnpenenuTh MEXaHU3MBI TepaTOreHe3a npu Hanbosee yacto Berpevaromuxcs BITP.

[lepenectu B TeTpaab U 3aM0JIHUTH TAOIUILY:

Co0bbITHE 5MOpHOreHe3a ['ennble Mexa- Knerounsie me- [Topoxku pa3BuTus
HU3MBI XaHU3MBbI

1. | ApobGnenue

2. | lactpynsius 1)
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2)
3)

3. | Heitpynsus 1)
2)
3)
4)
5)

4. | I'mcto- 1 opraHorexHes 1)
2)
3)
4)
5)

Brimonnenue paboTeiBenieTcs B popMe 00CYKIEHUS BMECTE CO CTYJACHTaMU UMEIOIINXCS TaHHBIX 110 ce-
MeicTBaM reHoB SMOpHOreHes3a.

3. PelunTh CUTYallMOHHBIE 3a1a4H.
VY4eOHBIM IJITAHOM HE MPETyCMOTPEHO.
4. 3ajaHus 1JIA TPYNIOBOM padoThI.
VY4eOHBIM IJITAHOM HE MPETyCMOTPEHO.
CamocrosiTesIbHAA BHEAyAUTOPHasi padoTa 00y4alOLIUXCH 110 Teme:
3aoanus ona camocmosamenbHol 8HeayOUmopHoU pabomvl CMyOeHmo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKHM MaTEPHUaIOM IO TeMe 3aHATHS C UCTOJIb30BaHUEM KOHCIIEKTOB JICK-
U W/ peKOMEHTyeMOol y4eOHOM TuTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJIS:
[TonsiTre BpOKIEHHOTO, CEMEMHOT0 U HACIIEACTBEHHOIO 3a00JIeBaHU.
['eHeTnyeckue v BHELIHUE CPEAOBbIE IPUYMHBI TepaToreHesa. TepaToreHHble (PaKTOPHI CPEbL.
[TonsiTue BpoxxaeHHoro nopoka passutus (BIIP) u manbix anomanuii pazsutus (MAP).
Ponb TpaHCKpUNIIMOHHBIX (AKTOPOB B MPOLIECCAX PA3BUTHSL, CEMENCTBA SMOPHOHAIbHBIX T€HOB.
Knaccudukanus BITP.
Kputnueckue nepuopl pa3BUTHs.
[ToHsiTHE TEPATOr€HHOTO TEPMUHAILIMOHHOTO NEPUOIA.
Hwnarnoctuka BIIP. Mcnonb3oBanne KIMHUKO-T€HEATOTMYECKOro MeToaa B quarnoctuke BIIP.
3) IIpoBepuTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOI'O KOHTPOJIS
1. Bvibepume 00uH npasuibHbiii 0omeem.

[Tpornarust — 3T0: a) HeZJOpa3BUTUE HUKHEHN YentocTy; 0) JaTepaibHOE WIM MEINaIbHOE UCKPUB-
JICHHUE Tajiblia; B) Ype3MEpPHOE pa3BUTHE BEPXHEH YEIOCTH; I') BBICTYNAIOIIAs BIEPE] BEPXHSSA UENIIOCTh
110 OTHOUIEHHUIO K HH>KHEM.

2.Bvibepume 00un npasunvhwiti omseem.

Aronenusi - 9T0: a) U30BITOYHOE OBOJIOCEHUE MO MYXXCKOMY THUITY Y KCHIIHH; 0) peIKHe Cyxue
JIOMKHE BOJIOCHI; B) MIOJIHOE WJIM YACTUYHOE OTCYTCTBHE BOJIOC.
Omeemot 1-1; 2 - B).
4) IloarotoBuTh pedepat Mo cAeyoIUM TeMaM:

1. I'ennl ocell sMOpuoreHe3a, reHbl, OTBETCTBEHHbIE 3a ()OPMHUPOBAHHME MEPBUYHON MOJOCKH U
TPE3X 3apOABILIEBBIX JIUCTKOB, [IOHATUE O TOMEO3UCHBIX I'€HaX.

2. Jlalionm3anus X-XpOMOCOMBI.
5) [ToaArOoTOBUTH AaHHOTAIMIO HAYYHOU CTaThH MO TEME.
VY4eOHBIM MJIAHOM HE TPETyCMOTPEHO.
6) BeimomHUTh qpyrue 3a1aHus, MpeIyCMOTpEHHbIE paboyell mporpaMMoil Mo TUCIHUIIIHHE.
VY4eOHBIM MJIAHOM HE TIPETyCMOTPEHO.
Pexomenayemas iureparypa:

OcHoBHas:

1. boukoB H.I1.Knunuyeckas reneruka: yueOHuk 171t By30B/ M.: I'DOTAP-Menua, 2006 -2011, ¢.480
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Paznen 5: MyabTudakropuajibHbie 3200/1eBaHusl.
Tema 5.1. Biiu3HenoBbIi MeTO H3y4YeHUSs] TeHEeTUKU YesioBeka. [lonyasiiHOHHAS TeHeTHKA.

Hean: M3yunTth OJM3HENOBBIN M MOMYISIMOHHO-CTATUCTUYECKUE METOJIBI TEHETHKH YEJIOBEKa,
3HaYEHHUE ITUX METOJIOB Ui IUAarHOCTUKHU, IPOTHO3ZUPOBAHUS U MPO(PUIAKTUKU HACIEACTBEHHBIX 00Je3-
HEW.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTUYECKHE MOHATHS MYJIbTH(HAKTOpUAIHLHONU MaTOI0-
TUHU, U3YYUTh MEXAHU3MbI 0OpPa30BaHMSI MOHO3UTOTHBIX M JIM3UTOTHBIX Onu3HenoB. [lo3HakOMUTBCS C
AMUAEMHUOJIOTMYECKUMU OCOOCHHOCTSIMU 4YacThIX (OpM MYyIbTU(AKTOPHATIHLHOM MATOIOTHUH, COBPEMEH-
HBIMU BO3MO>KHOCTSIMUA YCTAHOBJICHHS ATHOJIOTHH, MATOT€HE3a, MAPAKIMHUYECKON TUArHOCTUKH, a TAaK¥Ke
MOJIXO0JIOB K JieueHUto u peabunutanuu. OUEHUTh TeHETUYECKYIO CTPYKTYpPY YETOBEUECKHUX MOIMYIISIIHA
110 HEKOTOPHIM YACTHBIM HO30J0THYECKUM (hOpMaM Ha OCHOBE JAaHHBIX MOMYJISIIMOHHO-CTATUCTUYECKOTO
Metona. CdopmMupoBaTh HaBBIKM M0 MNPUMEHEHHIO OJIM3HELOBOTO METOJa U MOMYJSIHOHHO-
CTaTUCTUYECKOTO MeToa. OBIaZeTh HABBIKAMH PEIICHUS] CUTYallMOHHBIX T€HETUYECKHX 3a7a4 C UCTIOJb-
30BaHHEM JAHHBIX OJIM3HEIIOBOTO U MOMYISIIHOHHO-CTATUCTUYECKOTO METO/I0B.

O0yyarmmiics 10JI7KeH 3HATh:

1. Jlo u3y4eHus TeMbl — OCOOCHHOCTH YelIOBEKa KaK 00bEKTa TeHETUYECKUX MCCIEIOBAHUN, TPUHITUIIBI
¥ BO3MOKHOCTH MCIIOJIb30BaHUS OJIM3HEIIOBOTO U MOMYIISIIMOHHO-CTATUCTHYECKOTO METOIOB.

2. IMocne u3ydyeHust TeMbl: — OCOOCHHOCTHU OO0JI€3HEN C HACIeICTBEHHOM MPeapaciooKeHHOCThIO; Kilac-
cu(UKaIU0 MYJIbTU()AKTOPUATEHBIX 3a00JIEBaHUM, MPUYUHBI PA3TMYHON MEHETPAHTHOCTH M IKCIIpPEC-
CHUBHOCTH T'€HOB; OCOOCHHOCTH YEJIOBEUYECKUX MOMYJSIUN, UX T€HETHUUYECKYIO CTPYKTYPY; MEXaHU3MBbI
paBHOBECHSI TE€HOB B MOMYJISIIIUSAX; MEXaHU3MBbI, HApYIIAIONMe PABHOBECHE T€HOB B MOMYJIAINH; POJIb MY-
TaIMOHHOTO TpoIlecca U OITU3KOPOJICTBEHHBIX OpPaKOB; 3TAMbl MOMYISIIMOHHO-CTATUCTUYECKOTO METO/I;
€ro BO3MOXKHOCTH M 3HAQUYCHHE B T€HETHKE YEJIOBEKA; TCHETHUECKHUE aCTeKThl Haubosiee pacipocTpaHeH-
HBIX MyJIbTH(AKTEPHATBLHBIX 3200J€BaHUM.

Oo0yuarommiicst 10/15KeH YMeTh:

PaccunthiBaTh K03 (DUIIMEHT HACIEIYeMOCTH; PellaTh 3a/1a4i Ha OMpe/IeIeHHe BEPOSITHOCTH MOSIBICHUS
MaTOJIOTHU B 3aBUCUMOCTH OT HAJIMYHUSI KOMIUIEKCOB T€HOB MPEAPACIIONIOKEHHOCTH; ONPEACIISITh TeHETH-
YEeCKYI0 CTPYKTYPY YeTOBEUSCKHUX MOMYIISIIUI Ha OCHOBE 3akoHa Xapau-BaitnOepra u koddduiueHT uH-
OpuauHTa JUIsl MaJbIX MOMYJBIIUN; periaTh 3aJa4d Ha OMpPENeTIeHUE YaCTOThl HOCUTENEH pPeleCCUBHBIX
MATOJIOTUYECKUX TeHHBIX MyTalliii ¢ MCHOJB30BaHHWEM YypaBHEHHsS Xapau-BaitHOepra; HaydyuThCs mpa-
BHJIBHO UCITOJIB30BAaTh COOTBETCTBYIOIIYIO TEPMHUHOJIOTHIO.

Oo0yuaromuiicsi 10J17KeH BJIa1eTh:

bazoBeiMu TexHOMOTHAMEU TIpeoOpazoBaHus WH()OPMAIIUU: TEKCTOBBIC, TAOJUYHBIC PEIAKTOPHI, TIOUCK B
cetu UuTepuer. HaBplkamMu moncka MeIUIIMHCKON WH(MOpMAIMK B y4eOHOM, HAYYHOU JTUTEpaType, B TOM
YHClie C UCIMOJIb30BaHUEeM ceTH VIHTepHeT; HaBbIKaMU MPEJCTaBICHUS U OO0CYXKICHUS MEAUIIMHCKONW WH-
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(bOpMaI_[I/II/I, MCIII/IKO-6I/IOJIOI‘I/ILIGCKI/IM MMOHATUNHBEIM afrmnapaTomMm, METOJAaMH U3YUYCHUA HACICACTBCHHOCTU
YCJIOBEKA, HABBIKAMH MUKPOCKOIIMPOBAHMA.

CamocTosiTeJibHASI AyAUTOPHASA padoTa 00y4arommxcsi Mo Teme:
1. OTBeTHTH HA BONPOCHI 110 TeMe 3aAHATHSI.
Bomnpock! utst cobecenoBanms:
1. Bxian B 3THOJOTHUIO 3a00JIEBaHUH YeIOBEKa ITEHETUYECKHUX U CPEOBBIX (PAKTOPOB.

bru3HenoBkIil MeTo1. DTanbl 1 BO3MOKHOCTH OJM3HEIIOBOTO METO/IA.
Omnpenenenre 3urOTHOCTH OJIM3HEIOBBIX Tap.

Pacuer koa¢dunrenTa HacIe10BaHUS.

OCOOEHHOCTH YEeIOBEUECKUX TTOMYJISIIHH.

['eneTnyeckuii rpy3 4eJa0BEYECKUX MOMYJIISAIINH.

HOHYJ'IHI_II/IOHHO'CTaTI/ICTI/IquKI/II‘/’I METOA M €TI0 3HAa4YCHHUEC B ICHCTHKC YCJIOBCKA.

© N e o s W N

Onpenenenrne reHeTUYECKON CTPYKTYpPbI UETIOBEUECKUX MOMYJISALUHN.

2. IlpakTnyeckasi padora.

PaGora 1. Mexanu3m o0pa3oBaHusi MOHO3UIOT.

Lenv pabomwi: 3yunTh pa3iudHble BAPUAHTHI 00pPa30BaHUS MOHO3UTOT.

Hcnonb3yst mpeioKEeHHYI0 CXEMY, ONpeAeIuTe OCHOBHbIE PUYMHBI BOSHUKHOBEHUSI BAPUAHTOB MOHO-
3UTOT.

[lepepucyiite B pabouyro TeTpaib U MOAMUIIUTE YKa3aHHBIE CTPYKTYPBHIL.
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[lepenectu B TeTpaab U 3aMOTHUTH TAOIHUILY:
Ta6s. CpaBHUTENIbHAS XapAKTEPUCTHUKA BUJJOB MOHO3HTOT.

HazBanwue Komuuecto XOpPUOHOB KonnuecTBo aMHHOHOB

A
B
C
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Brimonnenue pabotel Bepercss B popMe 0OCYKACHUS BMECTE CO CTYJACHTaMH HMMEIOIIMXCS JaHHBIX T10
AMOpPHOTeHEe3Y MOHO3UTOT.

PaGora 2. CpaBHUTeJbHASL XaPAKTEPUCTUKA MOHO- M IU3UTOT.
Llenv pabomul: I3yunTh pa3ianyHble BApUaHTH 00pa30BaHUs OJIU3HEIOB.

[lepenectu B TeTpaab U 3aMOJTHUTH TAOIUILY:

Tao. CpaBHI/ITCJ'II)HaH XApPaKTCPUCTHKA MOHO- ¥ TU3UTOT.

XapakTepucTukKa MOHO3UTOTHI Jn3urorsl

KomnnuecTBo AiinekineTox

KommuectBo CIICpMaToO30U10B

CX03KeCTh TEHOTHUIIOB

CXO03KeCThb YCIOBUH pa3BUTHUS

MexaHu3M 00pa3oBaHHS

BrinonHenne pabotel BepeTcs B GopMe 00CYXKICHUS BMECTE CO CTYICHTAMH MMEIOIIMXCS JAHHBIX I10
SMOPHOTreHe3y MOHO3HTOT.

3. PemiuTh CUTYallHOHHBIE 3a/1a4H.

1) Anroput™m pa3bopa 3a1a4 (OJTU3HEIIOBBIA METO/):

[ToscTaBbTE M3BECTHBIC 3HAUCHUS U B MATEMATHICCKYIO JOPMYITY OIIPEICIICHHS HACIIeyeMOCTH.
BeImonHnTE MaTeMaTHYeCKHE PACUYEThI, UCXOIS 3 3TOM (HOPMYJIbI.

Omnpenenute OTHOCUTEIBHYIO POJIb HACICICTBEHHOCTH U CPEJIbl B (POPMHUPOBAHUY MPHU3HAKOB.

2) Ilpumep 3amauu ¢ pa3dOpPOM MO aITOPUTMY.
Omnpenenure OTHOCUTENBHYIO POJIb HACIEACTBEHHOCTH U Cpelibl B (POPMUPOBAHUU PA3BUTHS HapallleHUs
BEpXHEH T'yObl, €CITM U3BECTHBI KOHKOPJAHTHOCTH MOHO3UTOT. (95%) 1 nu3urort (67%).

Pemenne:
1. Maremaruueckas Gpopmyna pacuera kodduuneHT HacaeayeMocTu (XoabIuHTe-
pa).
H=(Km3 — K13)/(100-Km13) * 100%,
rae KM3 — KOHKOPJJaHTHOCTh MOHO3UTOT, K3 — KOHKOP/IaHTHOCTBTU3UTOT.
2. MartemaTtuyeckue pacyeTsl:
H=(95 — 67)/(100-67) * 100% = 28/33* 100% = 84%
3. OmpenensieM OTHOCUTENBHYIO POJIb HACIEACTBEHHOCTH U CPEIbl B (POPMUPOBAHUHU
MIPU3HAKOB.
Tax xak 3Hauenue H Gomnbiiie 70%, pemaromniyio posib B pa3BUTUN TPU3HAKA UTPAIOT
reHeTH4YeCKre (HaKTOpHI.

3) 321,[[8.‘11/1 HJI1 CaMOCTOATCIBHOT O pa360pa Ha 3aHATHH:

Omnpenennure OTHOCUTENBHYIO POJIb HACIEACTBEHHOCTH U Cpellbl B (POPMUPOBAHUU CIEAYIOIINX COCTOS-
HUU:

3a0osieBaHus [Tokazareny KOHKOPJAAHTHOCTH Y OJIM3HEI0B

MZ DZ
Caxapnblii tuaber 65 18
Snuencust 67 3
BposxneHHslil CTEHO3 MpH- 67 3
BpaTHHUKA JKETyAKa
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Pacmienuna Heba 33 &)
BpoxkaerHas KocoyanocTthb 32 3
PeBmarnsm 47 17
Kops 98 94
Koxkuromn 97 93
OnuaeMUYecKUi NapoOTUT 82 74
Tybepkyes 67 23
Nmemnueckas 0oyie3Hb cep- 67 43
1a

PeBmaTusm 37 7
S3BeHHast OOJIE3HB KETyJIKa U 50 14
JIBEHAILIATUIIEPCTHON KUIIKH

[uzodpenus 67 18
dopma rpyJHOHN KIETKU 96 60
DHJIeMHYeCKHH 300 71 70
JloOpokadyecTBeHHAsI ONYyXO0JIb 20 12,7
CaxapHnslii 1uadet 84 37
Paxur 88 22

Crenaiite 3aKiI04eHHe 00 OTHOCUTEJIBHON POJIM HACIEICTBEHHOCTU U (DAKTOPOB CPEe/bl B PA3BUTHH yKa-
3aHHBIX B TaOJIUIIE HOPMAJIbHBIX TPU3HAKOB YeJIOBEKa (YKa3aH MPOLEHT AUCKOPJAHTHOCTU OJIM3HELIOB).

JuckopaanTHocTh (%) MO CAeAYIONIMM MPU3HAKAM

bimnznenst Hauano [Ber dopma [Tanunnspabie
XOXKIACHUSA I'maz | Bomoc | Koxwu Bosoc | Hoca | nuHuun
(BO3pacT)
MZ 33 0,5 3 0 0 2 8
DZ 70 72 77 55 21 80 60

1) Anroput™m pazbopa 3a1ad (MOMyISUOHHO-CTATUCTUYECKUI METO):

PoNbE

2) Ilpumep 3amauu ¢ pa3dOpPOM MO aITOPUTMY.
AnbpOMHU3M HacjelyeTcsl Kak ayTOCOMHBIN npu3Hak. 3abosneBanue Berpeuyaercs ¢ yactoroi 1:20000. Co-
CTaBbTE T€HETUYECKYIO CTPYKTYPY MOMYJISILUU U ONPENETUTE KOJIUYECTBO T€TEPO3UTOTHBIX HOCUTENEH B

MOMyJIAIHH.
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[ToxcraBbTe M3BECTHBIE 3HAUCHUS B MaTeMaTUUYECKyI0 popMyIy 3akoHa Xapau-BaitnOepra.
BrinonHuTe MaTeMaTHYECKUE PACUEThl, HCXOS U3 3TON (OPMYIIHI.
Ornpenenure reHeTUYECKYIO CTPYKTYPY MOIMYJISIUU.

Ornpenenure KOJTUYECTBO T€TEPO3UTOTHHIX HOCUTEIIEH B MOMYJISIIUH.




Hano: Pemienue:

A — HOpMa 4, Maremartuueckas opmyia 3akoHa Xapau-BaitnOepra
A — ans6uHm3M | P + 0 = p? + 2pq + g% =1;
%=1 : 20000 5. MareMaTHyecKre pacyeThl:
2-1- cq=+/1: =1 .y=1. L 140, o _ 140\ _ 196,
g°=1: 2?2(?0’ ? a 11 - 20000 = a1’ P 1 11 1a1 P (141) 200’

2pq =2 *—*— =—
P 141 141 70
6. T'enermyeckas CTpyKTypa HOIYJISIHH
_ 5_140, 1 _19 1 1
+g=p°+2p0+Q-=—+—=—+—+
PTa=p PA+ 0" =1 " a1~ 200 T 70 " 20000
7. OmnpenensieM KOJIMYECTBO I€TEPO3UTOTHBIX HOCUTENEH

2Aa = 2pq * 20000 = —=> * 20000 = 280 unmu 1,4%

20000

3) 3amauu Ui CaMOCTOSATEIBHOIO pa3dopa Ha 3aHITHH:

1. B paiione ¢ Hacenenuem 10000 uenoBek HabmOgaeTCs S5 UenoBeK ¢ heHUIKETOHYpuUeH (ayTo-
COMHO-PEIECCUBHBINM TUT HaclenoBanus). OnpeaennuTe Yuciao reTepo3uroT B MOMYIISALIUH.

2. Tanmakto3emus (00JE€3Hb C OTCYTCTBHEM (EPMEHTa, PACIICIUISIONIETO MOJIOYHBIN caxap)
BcTpeuaetcs ¢ yactotoir 7 : 1 000 000 u HacnmemyeTcs Mo ayTOCOMHO-pelriecCUBHOMY Tuily. OmnpeaenuTe
YHCII0 TETEPO3UTOT B MOIMYJISIUH.

4. 3aganus 1Jis1 TPYNNOBOi padoThl
Y4eOHBIM MJIaHOM HE MPEIyCMOTPEHO.
CaMocTosiTeIbHASI BHEAY/IMTOPHAsi padoTa 00y4yalomuxcs mo TreMe:
3aoanus ona camocmosamenvbHOU 6HeayOUmMopHOU pabomsl CIMyO0eHmo8 o YKA3aHHOU meme:
1) O3HaKOMUTHCS C TEOPETHYECKIUM MATEPHAJIOM TI0 TEME 3aHSTHUS C UCIIOIB30BAHUEM KOHCIIEKTOB JICK-
U W/WIH PEKOMEHIYeMOH y4eOHOM TuTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJISL:
e Bkiaj B 3THOJIOTHIO 3200JI€BaHUH YEIOBEKA TEHETHYECKUX M CPEIOBBIX (DAKTOPOB.

e biam3HenoBs MeTOA. DTallbl 1 BO3MOKHOCTH OJIM3HEIIOBOIO METOA.

e Omnpenenenne 3UrOTHOCTU OJM3HEIIOBHIX ITap.

e Pacuer xoadunrenTa Hacne0BaHMUS.

e  OcOOEHHOCTH YEIOBEYECKUX MOMYIISIIHIA.

e ['€eHETHUYECKU IPy3 YEIOBEYECKHUX MOMYJIISLIHMN.

e [lonynsiUMOHHO-CTATUCTUYECKUN METOJ U €r0 3HAaYECHHUE B TCHETUKE YEIIOBEKA.
e OmnpeneneHne reHETUYECKON CTPYKTYpPbI YETOBEUECKUX MOMYJIISLIHAM.

3) IIpoBepHUTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00un npasuibHulil omeem.

['eHoTHNMUECKU COCTaB MOMYNIALUN M (PAKTOPOB, BIUSIONIMX HA W3MEHEHHE HTOrO COCTaBa B
MIPOCTPAHCTBE U BPEMEHU M3YYaeT: a) MOMYJISIIIMOHHAs TeHEeTHKa; 0) SKOJIOruueckas reHeTHKa; B) IBOJIIO-
[IUOHHAs TeHETUKA.

2. Buvibepume 06a npasunvHuix omeema.

K MexaHu3mam, MOJIep’KUBAIOIIMM PaBHOBECHE T'€HOB B MOMYJISALMH, OTHOCITCS: a) MyTallMOH-
HBIM mponecc; 0) apelid reHoB; B) O€CKOHEUHO OOJbIIAsi YUCICHHOCTh MOMYJISINM; I') MAaHMUKCUS; 1)
€CTECTBEHHBII 0TOOp; €) MUTpalus.

Omeem:1 - a),2 —B), T).
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4) IloarotoBuTh pedepat Mo CAeAYIOIUM TeMaM:
1. CpaBHEHUE POJIM CPEAOBBIX M F€HETUYECKUX (DAKTOPOB B PAa3BUTUU MHCYJIMHO3aBHUCUMOIO U
MHCYJIMHHE3aBUCUMOTI'0 CaxapHOro JauadeTa.
2. OTHOCHTENbHAS POJIb HACIEICTBEHHOCTH U ()aKTOPOB CPEbl B pa3BUTUH IIM30(DPEHUH.
3.B03MOXHOCTh TPOPUIAKTUIECKOTO BIMSHUS HAa PAa3BUTHE MYIbTU()AKTOPUAIBHON MaTOIOTUN
Ha NpUMepe MpeynpekIeHUs BOSHUKHOBEHUS SHIEMUYECKOro 300a.
5) IloaAroToBUTH AHHOTALMIO HAYYHON CTaThU 110 TEME.
VY4eOHbIM MJIAHOM HE IPEIYCMOTPEHO.
6) BeinomHUTh qpyrue 3a1aHus, MpeIyCMOTpEHHbIe paboyell IporpaMMoil o AUCLUIIIMHE.
VY4eOHBIM IJIAHOM HE MPETyCMOTPEHO.

Pexomenayemas imreparypa:
OcHoBHAa:

1. boukoB H.IT.Knmunndeckas renetuka: yueOHuk st By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480

JononHuTenbHas:
1. Koszeonun B.A., Kocbix A.A., Poquna H.E. [IpenatanbHast AuarHoCTUKa HACIEICTBEHHBIX
3a00JIeBaHUI U BPOXKJICHHBIX TOPOKOB pa3BUTHs: yaeOHOe mocodue Kwupos: 2011.-88 c., ni.
2. Konenaesa E.B., Poquna H.E.. O0mias reHeTrKa 1 reHeTHKa YeJoBeka: yuyeOHoe nmocodue/
Kupos, 2016. — 69 c.
3. MytoBuH I'.P.. M. Knunnyeckas renetuka. ' eHoMIKa ¥ MPOTEOMUKA HACJIEICTBEHHOM Ma-
ToJIOrUH [ DNEKTPOHHBIN pecypce]: yuebHoe nocodbue/ [DOTAP-Menua, 2010. - 832 c.: uin.
4. TopOynoBa, B.H., Kopxxeneckast M.A.. 'eHeTHKa B KITMHUYECKON MPAKTUKE: PyKOBOJI-
ctBo s Bpaueid/CII6.: Cnenmur, 2015.-329 c.
5. Mymkam6apos H.H., Ky3nenos C.JI. Monekynspuas ouonorusi: Yue6. [Tlocobue mis cTy-
JICHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTpOHHBIE PECYPCHI:

1) http://omim.org/

Paznen 5: MyabTudakropuajibHblie 3200/1eBaHUs.
Tema 5.2. MyabTH(akTOpHATBbHBbIE 3200/1€BAHUS.

Heab: [To3HAKOMUTBCS C AMUIEMHOIOIMYECKUMHA M KIMHUKO-TEHETUYECKUMU OCOOCHHOCTSIMHU
qgacThIX (OpM MYIbTH(PAKTOPHUATBLHONW MATOJIOTHH, COBPEMEHHBIX BO3MOXHOCTEH YCTaHOBJIEHHUS 3THOJIO-
I'MH, TIATOTe€He3a, MapaKINHUUECKOW JUarHOCTHKH, a TaK)Ke MOAX0JI0B K JICUCHHUIO U PeadHIUTaLNH.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJOTUYECKUE MOHITHUSI MYJIbTU(AKTOPHAIBHON maTo-
JoruM, c(hOpMUPOBATh HABBIKM MO NMPUMEHEHHIO KJIMHUKO-T€HEaJOTHYecKOro, OJIM3HEL0OBOIO METoJa U
MOMYJISIIUOHHO-CTaTUCTUUECKOTO METOJIOB JUIsl ONPEAETICHUS] PUCKa MOSIBICHUS J1eTell ¢ MyJIbTU(]AKTO-
pHAIBHOM MATOJIOTUEH.

O0yyarmmiics 10J17KkeH 3HATh:

3Ha4YeHHEe KIMHUKO-TEHEAIOTHYECKOT0 METO/Ia U aHAIM3 POAOCIOBHBIX Tpu M®P3; 06s1acTh MpUMEHEHUs
MOMYJISIIIMOHHO-CTATUCTUIECKOTO W OJIM3HEIIOBOTO METOJOB HCCIEIOBAHUS;, OCOOECHHOCTH OOJIe3HEH ¢
HACJIe/ICTBEHHON TMPeApacloNoKeHHOCThIO; KIacCU(UKAIMIO MYJIbTU(DAKTOPHAIBHBIX 3a00JI€BaHUH,
MIPUYMHBI Pa3IMYHOMN MEHEeTPAaHTHOCTHU U SKCIPECCUBHOCTH I'eHOB; Mpodunaktuky M®3; rpynms! pucka
U TeHeTHYecKre Mapkepsl npeapacnonoxenHoctd (HLA) k pa3Butuio 601e3HH.

Oo0yuarommiicst 10J15KeH YMeTh:

PaccuutsiBaTh K03(pPULIMEHT HACTeyeMOCTH; pelaTh 3a7a4l Ha OIpeesieHue BEPOSITHOCTH MOSIBICHUS
MaTOJIOTUU B 3aBUCUMOCTU OT HAJIWYMSI KOMIUIEKCOB I€HOB MPEIPaclOoiOKEHHOCTH; MOJIb30BaThCs Tad-
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JUILAMH pacyeTa SMIUPUUYECKOTO PUCKA JJIsl ONPEICNICHUs BEPOATHOCTH BO3HUKHOBEHHSI M®D3; HayuUuTh-
Csl MPAaBWJILHO UCIOIb30BaTh COOTBETCTBYIOIYIO TEPMUHOJOTHIO.

OO0yuaromuiics 10/13KeH BJIaaeTh: MeauKo-0MoI0rn4ecKiuM MOHITHIHBIM anmnaparoM. MeTogamMu u3y-
YEHUsI HACIIEJACTBEHHOCTH 4enoBeKka. HaBpikaMu movcka MEAUIIMHCKOW MH(pOpMAlMK B y4eOHOMU, Hay4-
HOU JUTEepaType, B TOM YHCIIE C UCIOJIb30BaHHEM ceTH VIHTEpHEeT; HaBbIKaMH MPEACTABICHUS U 00CYXK-
JeHUsT METUIIMHCKOW MH(popmaruu. ba3zoBeiMM TeXHONOTUsAMHU MpeoOpa3oBaHusi HHPOPMAIIMH: TEKCTO-
BbIC, TAOJIMYHBIC PETAKTOPHI, IIOUCK B ceTH MHTEpHET.

CamocTosiTeJibHASI AyAUTOPHAS padoTa 00y4arommxcsi Mo Teme:

1. OTBeTHTH HA BONPOCHI 110 TeMe 3aHATHS.

Bonpocsr 1uist cobecenoBanus:

Poib reHeTHYECKUX W BHEITHE - CPEIOBBIX ()aKTOPOB B PA3BUTHH JIAHHOW IPYIIIBI TATOJIOTHH.
DNUAEMUOJIOTHYECKHUE XapakTepucTuku M®3.

Monenu nacnenoBanusi. Koaddumment HacieryeMocTH.

3HaueHNE KIIMHUKO-TE€HEAIOTHYECKOTO MCTO/Jla U aHaJIM3a POAOCIOBHLBIX IIPpU M®3.

o & wbhpE

Oo6mactu MMPUMCHCHUS NOMYIIIHHOHHO-CTAaTUCTUICCKOTO U 6HI/13HCI_[OBOFO MECTOAOB UCCIICAOBA-
HUA.

6. Ipodmmakruka M®3. ['pymnmsl pucka u TeHETHYECKHE MapKePhl PEAPACTIONOKEHHOCTH K pa3BU-
THUIO OOJIE3HU.

7. dapmakoreHeTHKa U 3KOJOTNYecKasi TeHETUKA.

2. IllpakTuyeckas padora

Padora 1. I'eneTn4yeckue moauMop¢u3mMsbl.

Llenv pabomur:V13yunTh BUABI TEHETUYECKUX MOIUMOP(HU3MOB.
[lepenectu B TeTpaab U 3a0IHUTD CIEAYIOLIYIO TaOJIUILY:

[Tomumopduzm Bapsupyromuii ame- N3menenus B renome | [laToreHHOCTH M3Me-
MEHT HEHUI

OHOHYKJICOTUIHBIN

[Tonumopdusm ATUHHBIX U
KOPOTKHUX MOCJIEI0BATENb-
HOCTEN

NHcepumonHo-
JeJIEMOHHBINIOIUMOPHU3M

[Tomumopdu3m ymcia Konui

Breinonnenue paboTsl BeneTcst B popme 0O0CYKIEHUS MMEIOLIUXCS JTaHHBIX M0 MYJIbTU(AKTOPUATIBLHBIM
3a00JIeBaHUSAM BMECTE CO CTYACHTaMH.

Padora 2. Accounanuu MyJIbTHQPAKTOPHAJIBHBIX 32001¢BAHUM.
Lenv pabomoi: 3ydnTh BOZMOXKHOCTH COYETAHHBIX MAaTOJOTHH.
Ilepenecure B anb00M M 3aM0JIHUTE CIEAYIOUIYIO TaOIHILY:

Omnpenenenue ITpumepsl

Cunrponus

Huctponus
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Brimonaenue paboTsl Benercs B popme 00Cy ACHUS UMEIOIIUXCS JAHHBIX BMECTE CO CTY/ICHTAMH.

Pa6ora 3. CunTponusi aprepuajibHON rUNepPTEeH3NH.
Lenv pabomei: I3y4uTh alAMTUBHYIO MOJIENIb BOSHUKHOBEHHS MYJIbTU()AKTOpUANBHBIX 3a00J€BaHUN Ha
IpUMEpPE Pa3BUTHS apTEPUATBHON IMIIEPTEH3UU.
1. Hcnonp3ys Tabnuibl U JaHHBIE 3NIeKTpoHHON 62361 OMIUM, pa3o0paTh reHeTHYecKre Me-
XAHU3MBbI BIUSHUSI OT/IEJIbHBIX T€HOB CUHTPOIIMH HA Pa3BUTHE apTepUAIbHON I'MIIEPTEH3UU.
Ilepenectu B TeTpajp U 3aM10JHUTH TAOJIHILY:

I'en XpoMocomMma, | DkcrpeccupyeMbiii | Knetku skcnipeccu- | @yHKIuA MecTo BbI-
mieyo, cer- | 6emox pyromue 6emok Oenka TIOJTHEHUS

MEHT byHKINH B
OpraHusme

ACE

ADRB2

AGT

AGTR1

APOAl

APOE

IL-6

TNF

PAI1

Tabn. ['eHbl CUHTpONIMM apTepUANTbHON THIIEPTEH3UH.

2. CocraBbTe B TETpau CXeMY pa3BUTHS 3a00JI€BaHUSI.
BeimonHenue pabotel Begercss B opMe 0OCYKIACHUS BMECTE CO CTYJICHTaMU MMEIOIIMXCS JaHHBIX I10
MYJIbTH()AKTOPHBIM TTATOJIOTHSIM.

PaGora 4. 'eHeTnka ayTOMMMYHHO# NATOJIOTHH.

Llenv pabomul: I3ydnTh MEXaHU3Mbl BOSHUKHOBEHHS ayTOMMMYHHBIX 3200J1€BaHUH.
[lepenectu B T€Tpa b U 3aMIOTHUTH TAOIHILY:

Ta6n. Xapakrepuctuka reHoB HLA-cucTemsl.

Kitace | JIokycer Kaknmu knetkamu skcrnpec- Ponps B uMMyHHOM OTBeTE

CUPYIOTCS

3acnymaTh pedepaTUBHbIE COOOIEHHUS MO MPEATI0KEHHBIM TEMaM.

Hcnonb3ys faHHble peepaTUBHBIX COOOIIEHUH COCTAaBUTh U 3apUCOBaTh B paboueil TeTpaau cxeMy Kiie-
TOYHOTO W TYMOPAJILHOTO MMMYHHOTO OTBETa. BBINICAaTh BO3MOXHBIE MPUYMHBI ayTOUMMYHHBIX Hapy-
LICHUH.

[lepenectu B aibOOM TabnUILy:

A COUMSUMM HEEOTOREE HEMH d EKLMOHHE X BONEzHER © CHETEMOR SHTMreHoE HLA

Bonezms L ETHrEeH Bemrome oTHOCHIe BEHOTO PHCER, ¥
A FOFOTOE M YR U, CTICEGTEOECT B27 20
Bomezrs Pafrrepa B27 37
[leopsas DE7 43
BOmonwecyyt peEMATORGIHETT D TR ET DiDES 5
H By Te e A8 FOFOVIBTED C A%A PEETH mEtabeT DESY 33
Azperomrt womer xbonesim Fpoma DE2 10-30
emtayzx DES 17
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Brimonnenue pabotel Bepercss B popMe 0OCYKACHUS BMECTE CO CTYJACHTaMH HMMEIOIIMXCS JaHHBIX T10
MYJIbTH()AKTOPHBIM MATOIOTUSAM.

3. PelunTh CUTYalMOHHBbIE 334N
He npenycmotpeHo.
4. 3anaHus IS TPYNNOBOii padoThl
He npenycmotpeHo.
CamocTosiTeJibHAsi BHEAYIUTOPHAsA pa0doTa 00y4yaromuxcsi o Teme:
3aoarus ons camocmosamenbHol 8HeayOUmopHoU pabomvl CMyOeHmo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUYECKUM MATEPUATIOM I10 TEME 3aHATUS C UCIOJIb30BAHUEM KOHCIIEKTOB JICK-
[IUHA W/ UM PEKOMEHTyeMOU y4eOHOH JTUTepaTypHhl.
2) OTBeTUTH Ha BOIIPOCHI JIIsl CAMOKOHTPOJISL:
e Poib reHeTMUecKHUX U BHEIIHE - CPEIOBBIX (DaKTOPOB B PA3BUTUH JIAHHOM IPYIIIbI MATOJIOTUH.

e  DNUAEMUOJOTHYECKHUE XapaKTepUCcTUKu M®D3.
e Mouenu HacnenoBanus. KoaghuiueHT Hacae1yeMOoCTH.
¢ 3HaYCHHE KIMHUKO-TEHEATOTHYECKOT0 METO/Ia U aHAJIU3 POIOCIOBHBIX Tipu MD3.

e OO6nacTv NpUMEHEHUS NOMYJISIIMOHHO-CTATUCTHYECKOTO M OJIM3HELIOBOT'O METO/IOB HCCIIEI0BA-
HUSL.

o [Ipodpwmiakruka M®3. ['pynmbl pucka U reHETUIECKHE MapKephl MPEAPACIIONOKEHHOCTH K pa3Bu-
THIO OOJIE3HU.

L4 q)apMaKOFeHeTI/IKa " OKOJIOTHYCCKas IrCHCTHKA.

3) IIpoBepuTh CBOM 3HAHUS C UCIOJIB30BAHUEM TECTOBOTO KOHTPOJIS
He npenycmorpeHo.
4) IloarotoBuTh pedepart Mo caeayroluM TeMaM:
1. 'eneTHKa IMMYHHOT'O OTBETA.
2. Acconmanus cucrembl HLA ¢ pa3BuTHeM ayTOMMMYHHBIX 3200JI€BaHU.
5) IloaAroToBUTH aHHOTALMIO HAYYHON CTaThH 110 TEME.
He npenycmorpeno.
6) BeinmoaHuTh Ipyrue 3ajanus, IpeIycMOTpEeHHbIe pabodel MporpaMMoil Mo AUCHIUILIIMHE.
He npenycmorpeno.

Pexomenayemas iureparypa:
OcHoBHas:
1. boukoB H.IT.Knunnyeckas reneruka: yueOHuK ais By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononHuTENbHAS:
1. Ko3Bonun B.A., Kocbix A.A., Poguna H.E. [IpenaranbpHast TuarHoCcTHKa HACIIECTBEHHBIX
3a00J1€BaHU U BPOXKJICHHBIX MIOPOKOB pa3BUTHs: yueOHoe mocobue Kupon: 2011.-88 c., .
2. Konenaesa E.B., Poquna H.E.. OO1mias reHeTrKa 1 reHeTHKa YeToBeka: yuyeOHoe mocobue/
Kwupos, 2016. — 69 c.
3. MyrosuH I'.P.. M. Kninnnueckas reHetuka. [ eHOMUKa U MPOTEOMHKA HACIIEICTBEHHOH Ma-
TOJIOTUH [ DNeKTpOHHBIN pecypc]: yuedHoe nocodue/ [DOTAP-Menua, 2010. - 832 c.: ui.
4. TopOynoBa, B.H., Kopxxenenckast M.A.. 'eHeTHKa B KITMHUYECKON MPAKTUKE: PyKOBOJI-
ctBo Juist Bpauei/CI16.: Cnewut, 2015.-329 c.
5. MymxkambapoB H.H., Ky3uenos C.JI. Monekynspuas 6uonorusi: Yue6. [locobue s cty-
JCHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTpOHHBIC PECYPCHI:
1) http://omim.org/
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Paznen 5: MyabTudakropuajibHbie 3200/1eBaHUs.
Tema 5.3. Opdpannbie 3a60,1eBaHUSA.

Heab: [To3HAaKOMUTBCS € SMUIEMUOIOTUYECKUMH U KIMHUKO-TEHETHUYECKUMH OCOOCHHOCTSIMU
ophaHHON MATONOTHH, COBPEMEHHBIMI BO3MOKHOCTSIMH YCTAaHOBIICHUSI STUOJIOTHH, TIATOTCHE3a, Mapak-
JUHUYECKON JUArHOCTUKH, a TAKXKe MMOAXO0/I0B K JICUCHHUIO U PeadMIUTalllu.

3agauu: ChopMyIupoBaTh OCHOBHBIE TEPMHHOJIOTHYECKHE TTOHATHS Op(aHHON MaToIOTHH, pac-
CMOTpPETh MEUKO-COLMATbHBIE BOIIPOCHI, CBSI3aHHBIE C JICYCHHEM Op(PaHHBIX OO0JIE3HEH.

OO0yuaromuiicsi 10J17KeH 3HATh:

OcoGenHoctu opdaHHbIX 3a005ieBaHUH, TIepedeHb OphaHHBIX 3a00J€BaHUI, T€HETUUYECKHE aCIEKThl Op-
(banHBIX 3200J1€BaHNH, IPUHLUIIBI JICYCHUSI OPPAHHOM MATOIOTHH.

O0yyammiics 10J17KeH yMeTh:

[TpaBWIIBHO HCIOJIB30BAaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTUIO TMPH ONUCAHUU KIMHUYECKOW KapTHUHBI
(benoTuna) OONBHOTO, ONMPEACNATh HEKOTOphIC OpdaHHBIE 3a00JICBaHUS IO CHEIU(UUHBIM I HHUX
CUMITOMaM, IIPUMEHSTh METOJIbI TUATHOCTHKHU Op(haHHOU MATOJIOTHH.

Oo0yuarmuiicsi 10J17KeH BJIaJ1eTh:

Meauko-01uoIOTHYECKUM TTOHSITUHHBIM armapaToM. MeTolaMu U3Y4eHHUs HACJICICTBEHHOCTH YeIOBEKa.
HaBbikamu nmoucka MEIUIIMHCKOM HHPOpMAIHK B yUeOHOM, HAyYHOU TUTEpaType, B TOM YHCIIE C UCIIOJb-
30BaHHEM ceTd VIHTepHeT; HaBbIKAMH TPECTABICHUS U OOCYXACHHS MEIUITMHCKOW nHpopMmaruu. bazo-
BBIMH TEXHOJIOTHSIMU IpeoOpa3oBaHus MHPOPMAIUU: TEKCTOBbIE, TAOJIMYHBIE PEIAKTOPhI, MOUCK B CETU
HNuTtepner.

CamocTosiTe/IbHAS ayIMTOPHAsI pa6oTa 00y4alOIIMXCs 10 TeMe:
1. OTBeTUTH HA BONPOCHI IO TeMe 3aHATHS.
Bomnpocsr myist cobecenoBanus:
1. Omnpenenenue u oOmas xapakKTePUCTHKA OppaHHBIX 3a00ICBaHU.

2. 3axkoHOJaTeNIbHbIE aKThl, BKIIIOYAIOIINE BOIIPOCHI, Kacarouuecst ophaHHON NaToJIOTHH.
3. I'pymnmel 3a00neBaHui, BXOAALIMX B epeueHb op(aHHbIX OoJe3HE.
4. Menuko-coluaibHbIe BOIIPOCH, CBA3aHHBIE C JIeUeHHEM Op(aHHBIX O0JIe3HEeH

2. IlpakTnyeckasi padora.

Padora 1. dTHoNOrNA, KINHAYECKAS KAPTHHA, IPUHIUIIBI JIeYeHUs1 OP(PaHHBIX 3200/ 1¢BaHHUIA.

L]env pabomer: I3ydnTh 3THONIOTHIO, KIMHUYECKYIO KapTUHY, IPUHIIMIIBI JIeYeHUsI oppaHHbIX 3a00JeBa-
HUH.

Ucnons3yst nanubie pedepaTuBHBIX COOOIIEHUN, pa300paTh T€HETUYECKHE MEXaHU3MbI, OCHOBHBIE KJIH-
HUYECKHE CUMIITOMBI, IPUHIMIIBI JIeYeHUs] Op(aHHBIX MPenaparoB.

[lepenectu B TeTpaab U 3aM0JIHUTH TAOIUILY:

Tabn. Opdannbie 3a001€BaHMS.

HasBanwue 3aboneBanus I'en, ero no- | Tum Hacneno- | HedextHsiii | OCHOBHBIE Jleuenue c
KaJIn3anus BAaHMS 6enox KJIINHWYECKHE | YKa3aHUEM
CHMIITOMBI opdaHHOTO
npenapara
Myxkononucaxapuao3sil, 11
THTIOB
Bonesns ®abpu
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bone3ns Humana-Iluka, Tui

C

[IpornoHnoBas auuaemMus

MernamanonoBas anue-
MU

Tuposunemus

bone3ns Buibscona-
Konosasnosa

HecoBepiieHHslit octeore-
HE3

Bremmonuenue paboTsl Begetrcs B GopMe OOCYKIACHHS BMECTE CO CTYACHTAMH UMEIOIINXCS JAHHBIX IO
ophaHHBIM 3a00JI€BaHUSIM.

3.PeminTh CUTYalMOHHBbIE 3224 H.
VY4eOHBIM IJITAHOM HE MPEyCMOTPEHO.
4. 3ajaHus I TPYNIOBOH padoThI.
[TpocMmoTp yuebHOTO (hrnpma: «Penkue HacIeICTBEHHBIC TATOJIOTHI).
[Tocne mpocMoTpa OTBETUTH HA CIIEIYIOIINE BOIPOCHL:
1.Kakue opdannbie 3a00neBanust ObUIH MPEACTABICHBI B priibme?
2. Kak mpoucxoanna 1uarHocTUKa JaHHBIX 3a001eBaHmii?
3. Kakoe neueHne noay4yaroT NaieHThI?
4. Kakoti a3¢hpext nmesno npoBoauMoe JeUeHHE?
CaMocTosiTeIbHASI BHEAYIMTOPHAsi padoTa 00y4yalomuxcs 1o TeMe:
3aoanus ona camocmosamenvHou 6HeayOUmMopHOL pabomvl CMyO0eHmos8 no YKA3AHHOU meme:
1) O3HaKOMUTHCS C TEOPETHUECKUM MATEPHAJIOM IO TEME 3aHSATHSI C UCIOJIb30BAaHUEM KOHCIEKTOB JICK-
UH W/WIK PeKOMEHTyeMOl y4eOHOM TuTepaTyphbl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJISL:
e Ormpenenenue u oOIIas XapakTeprucTUKa op(aHHbIX 3a00JIeBaHUH.

e 3aKOHOJATEIbHBIE aKThI, BKIIOYAOIINE BOIPOCHI, Kacaroluecss OpPpaHHOM MaTOIOTHH.
e ['pynmnsl 3a0601€BaHMil, BXOASIIUX B IIepeueHb op(aHHbIX O0Ie3HEN.
e Meauko-coluranbHbIe BOIPOCHI, CBA3aHHBIE C JeueHHeM op(haHHbIX Ooe3Hen

3) [IpoBepuTh CBOM 3HAHUS C UCIOIH30BAHMEM TECTOBOTO KOHTPOIIS (IPUBECTH TECTOBBIE 3aJ]aHUs, OTBE-
ThI pa3MECTUTh MOCJE TECTOB).

Y4eOHBIM MJIaHOM HE MPEIyCMOTPEHO.

4) IloaroroButh pedepaT Mo CASAYIOIMHUM TEMaM:

. Mykononucaxapunossil, |l Tunos.

. bone3ns ®abpu.

. bonesns Humana-Iluka, tum C.

. [IporinoHoBas anuaemMusl.

. MeTunmanoHoBast alluIeMHsl.

. Tupo3unemus.

. bone3ns Bunbscona-Konosanosa

. HecoBepiienHslil ocTeorexes.

5) [ToaAroTOBUTH AaHHOTAIMIO HAYYHON CTaThH MO TEME.

VY4eOHBIM MIJITAHOM HE TPETyCMOTPEHO.

6) BBIMOTHUTH IpyrHe 3a/1aHus, IPeIyCMOTpEeHHbIe paboyuel MporpaMMoil Mo AUCIUILITHE.

03N N KW
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Y4eOHBIM IJIAHOM HE TPEIYyCMOTPEHO.

Pexomenayemas qutepartypa:
OcHoBHas:
1. boukor H.I1. Knunauueckas renetrka: yueonuk s By3os/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononuurenbHast:
1. Kossonun B.A., Koceix A.A., Ponuna H.E. [IpenaranbHasg TMArHOCTUKA HACIIEICTBEHHBIX
3a00J1eBaHUI U BPOXKJICHHBIX IIOPOKOB Pa3BUTHS: YIeOHOE ITocoOue Kupos: 2011.-88 c., unn.
2. Konenaera E.B., Ponuna H.E.. O0mas reneTnka u reHeTHKa yejaoBeka: yueoHoe nocooue/ Ku-
pos, 2016. — 69 c.
3. MyroBuH ['.P.. M. Knuauueckas reHeTrka. [ eHOMHKaA U TPOTEOMHUKA HACIICICTBEHHOM T1aTO-
Joruu [DneKTpoHHBIN pecypc]: yaedHoe nocodue/ I'D0TAP-Meaua, 2010. - 832 c.: ui.
4. Topb6ynoBa, B.H., Kopxxenesckas M.A.. ['eHeTHKa B KITMHUYECKOM MPAKTHKE: PYKOBOJICTBO
i Bpayeit /CII6.: Cnewnur, 2015.- 329 c.
5. Mymkamb6apoB H.H., Ky3nenor C.JI. Monekymnsipaast Ouonorus: Yue6. [Tocobue mis cTyneH-
TOB Me1.BYy30B; M.: MUA, 2016 - ¢.85-117.B men.By308B; M.: MUA, 2016 - ¢.85-117.
6. DJeKTpOHHBIE PECYPCHI:
5. http://journal.rare-diseases.ru/
6. http://omim.org/

Paznen 5: MyabTudakropuajibHbie 3200/1eBaHusl.
Tema 5.4. OukoreHerunka.

Hesb: M3yunTs NpUYHHBI 1 MEXaHU3MBI OITyXO0JIEBOU TPaHC(POPMALINHU KIETOK (KaHIIEpOTreHe3a).
3agauu: M3yunTs NpUYMHBl BOBHUKHOBEHHUSI U OCOOEHHOCTHU 3JI0KAYE€CTBEHHBIX OITYXOJeH, reHEeTH-
YeCKHe OCHOBBI M CTa/INU OITyXOJIEBOW TPAaHC(POPMALINHU KIETOK, U3YYUTh POJIb BUPYCOB B KAHIIEPOTCHE3E.
O0yyaommiics 10J17KkeH 3HATh:
['MnoTe3bl BO3HMKHOBEHMS 3JI0KAUECTBEHHBIX OINyXOJIel, X MOp(OJIOTHYeCKue OCOOCHHOCTH, FeHeTHYe-
CKHE OCHOBBI OITyX0JIEBOH TpaHC(hOpMaluU KIETOK, CTaJJUH OMyXO0JeBON TpaHC(POpPMAlLUU KIETOK, POJIb BU-
PYCOB B KaHLIEPOT'€HE3E.
OOy4aromuiics 1015KeH YMeTh:
[InanupoBaTh NpOUIAKTUYECKUE MEPOIPHUATHS MO MPEAYNpPEKICHUI0 OHKOJOTHYECKUX 3a00JieBaHUM,
IIPaBWJIBHO UCIOJB30BATh METO/BI JUATHOCTHKHU.
O0yyaromuiica 10JI2KeH BJIaJAeTh:
Mennko-0noJorHuecKuM MOHATHMHBIM anmnapaToM. MeToiaMu U3y4eHHs HAcleJCTBEHHOCTH YeJOBEKa.
HaBpikamu nmoncka MeTUIIMHCKOW MHGOPMAIIMK B YIEOHOM, HAYYHOU JTUTEPAType, B TOM YUCIIE C UCTIOJIb-
30BaHHeM ceTH MHTepHeT; HaBbIKaMM MPE/ICTaBIEHUs U 00CYXIeHUS MeIULIMHCKON nH(popmarmu. baszo-
BBIMHM TEXHOJIOTUSIMU IIPeoOpa3oBaHusi HHPOPMAIIMU: TEKCTOBbIE, TAOIMYHBIE PETAKTOPHI, IOUCK B CETH
HNHurepHer.

CamocTrosiTesbHASA ayAMTOPHAs padoTa 00y4aloIMXCs 110 TeMe:
1. OTBeTUTH HA BONPOCHI 10 TeMe 3aHATHS.
Bomnpocsr 1uist cobecenoBanus:

1. OnHKOreHBI U UX OMOJOTUYECKAS POJIb.

2. T'eHermdeckue acmeKThl KaHIIEpPOTeHe3a.
3. OO0mme npencTaBeHUs O 3HAYECHUH HACIIEACTBEHHBIX (DAKTOPOB B BOSHUKHOBEHHH PaKa.
4

(DaKTOpBI BHEIIHEH CpCabl, aCCOUNHPYIOUIUCCA C PAKOM (KaHHepOFCHH).
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2. lIpakTuyeckas padora.
PaGora 1. 'eneTnyeckne NpUYMHBI ONyX0J1eBOM TpaHchopMaumu.

lleflb pa60mbl: I/I3y‘-II/ITb OCHOBHBIC XAPAKTCPUCTHUKU I'CHOB U I'CHCTUUCCKHUEC MCXAHWU3MbI, BJIMAIOIINC HA

BupycHbIe U KIIETOYHBIE OHKOT'EHBI.

I'enbI-cynpeccopbl OIyX0JIEBOI0 POCTa.

pa3BUTHE OITYXO0JIEeBOU TpaHCHOpMAIIUH KIETOK.

Ilepenente B pabouyro T€Tpaab CXEMbl MEXAHU3MOB IPEBPAIECHUS IPOTOOHKOT€HA B OHKOTEH U3 Ta0/IH-

LIBI.

duznonorunyeckas POJIb KIICTOYHBIX ITPOTOOHKOT'CHOB.

MexaHU3MBI MMpeBpaliCHUA IPOTOOHKOI'CHOB B OHKOI'CHBIL.

Mexanuzm

Cxema

Omnucanue

[Ipucoenunenue k
MIPOTOOHKOT€HY
poMoTOpa

HK

LTR

~
™~
~

MmPHKmnpoTo-

BJIHK kneTku BcTpanBaeTCsl akTUBHBIN y4a-
CTOK, C KOTOpbIM cBsA3bIBacTcst PHK-
nonumepasza. OH HHULUUPYET TPAHCKPUII-
U0 TeHeTHYecKoi nH(popMaru Bupyca (B
Clly4ae BUPYCHON MHBA3WHU) U MPOTOOHKOTE-
HAa, PacIoJI0’KEHHOT0 HEMTOCPECTBEHHO 32
HUM.

[IpomoTopsI:
. 0oJbIlIe TePMUHATIBHBIE TI0-
BTOphl (LTR), conepxamuecs B npo-
BUpYyce (reHoMe BHUpyca, 00bEAMHEH-
HOM C TEHOMOM KJIETKH-XO035MHA);
. TPaHCIO3UPYIOIINE HIEMEHTBI
THOMa — MOOMWJIbHBIE T€HETHYECKHE
AJIEMEHTBI, CIOCOOHBIE IIEpeMeEIIaThCs
110 TEHOMY M BCTPauBaThCs B pa3iny-
HBIE €r0 YYacCTKHU.

Bcraska B reHoM
KJIETKH 3HXaHCepa

HpoTO-

LTR

/\/\
/\/\

/\/\

HK
KIIETKH

LTR

MPHKnpoTo-

B reHoM KJIIeTKH BCTpanBaeTCsl aKTUBHBII
yuactok JIHK, criocoGHBIN akTHBU3UPOBATH
paboTy CTPYKTYpHOI'O T'€Ha, KOTOPBIA MOXKET
HAXOJUTHCS PAJIOM WM HAa PACCTOSIHUM MHO-
I'MX ThICAY Map HYKJIEOTHIOB OT HEro. JH-
XaHCep MOYKET aKTUBU3UPOBATh MPOTOOHKO-
TeH, AK€ €CJIM OKa3bIBAETCS PACIIOJIOKEH-
HBIM B XpPOMOCOME 32 HUM.

DHXaHCepHbI:
e mnoasuxkHble ressl(LTR) JIHK-konmii.
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XpoMOCOMHBIE
ab0eparuu ¢ sB-
JICHUSAAMU TpaHC-
JIOKAIU1

—
| | |

4-—\\\_/‘_
4"\\-‘_/’_
4-\_/;

(€

mP
HK axrtus-
HOTO I'eHa

1 —
THUBHBIN I'eH

n

l

N~
’\*\f:”f

MPHK

MIPOTOOHKOTe-

IIpu peuunpoKHON TPaHCIOKALMY IIEPBUYHO
HEaKTUBHBII IPOTOOHKOTEH BCTPANBACTCSI
BCJIE]] 32 AaKTUBHBIMU T'€HaMH (KOAUPYIOIIH-
MU, HalIpUMep, TSKEJIbIe eI MOJIEKYJT UM-
MYHOTJIOOYJIMHOB). DTOT MPOTOOHKOTEH TI0-
1a/1aeT 101 KOHTPOJIb UX SHXAHCEPa U aKTU-
BU3HPYETCH.

IIpumepsr:

e 1pu uMmdpome bepkuTTa KOHEI ITMHHOTO
ieya XpoOMOCOMBI 8, coJiep Kalliei MPOTOOH-
KOI'€H MYC, TpaHCIOLUPYETCS Ha XPOMOCOMY
14 o nelicTBHE SHXaHCEpa KMMYHOTJIOO0Y-
JIMHOB.

e TpaHCcIOKalus Mexay 9-i u 22-it xpomo-
COMaMH MPUBOJUT K (POPMUPOBAHUIO XU-
mepHoro rena BCR-ABL ¢ tupo3unku-
HA3HOI aKTUBHOCTBIO, YTO MOXKET CTaTh
MPUYMHON pa3BUTHS XPOHUYECKOI'O MUEIO-
UJHOIO JIEeHKOo3Aa.

Toueunsie myTa-
LIUH ITPOTOOHKO-
reHa

A

B>

v

2

ié
V
A

G

Myranus
MIPOTOOHKOT€HA

HpOIIYKT AKTHBHOI'O ITIPOTOOHKOI'CHA U3MC-
HseTCS Bcero Ha 1 AMHUHOKHCJIOTY.

IIpumep:

e [Ipyu BO3HUKHOBEHMM TOYEHYHOU MyTallUU
reHa, 0enok Ras He ciocoben nedocdopu-
nupoBathbesi. [103TOMy OH IOCTOSIHHO HaXo-
JTUTCS] B aKTUBUPOBAHHOM COCTOSIHUU, YTO
MPUBOJIUT K YCHIICHHON TpoNudepaiu Kie-
TOK.
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Awmrmudukanus YMHOKEHHE TPOTOOHKOTEHOB, 00JIaJar0IIHX
MIPOTOOHKOT'€HOB ] B HOpME HEOOJbILIOI CclIeI0BOI aKTUBHO-
HK = CTBIO, 00YCIIABINBAET yBEIUYEHHE MX OO
e IpOTO- AKTUBHOCTH JI0 YPOBHS, JIOCTATOYHOT'O JIJIs
l UHHITHALINN OITYXO0JICBOM TPaHC(POPMAIIHH.
—]
~
™~
™~
MmPHKmnpoTo-

[lepenecure B TeTpab U 3aMOJHUTE CICAYIOUIYIO TaOIHILY:

Tab6n. CpaBHEeHHE IPOTOOHKOT'CHOB U CYIIPECCOPOB OMYXOJIEBOIO POCTa.

XapakTepucTuka [TpoTOOHKOTEHBI ["enbI-cynpeccopbl

Oyukuus Oenka

AKTHBHOCTb B I€T€pO3H-
TOTHOM COCTOSIHUH

AKTHBHOCTH B TOMO3H-
T'OTHOM COCTOSAHHU

[Tpumep Genka

Beimonaenue paboThl BeneTcst B popMe 00CYk ICHUST BMECTE CO CTYJCHTAMU UMEIOIIUXCS JAHHBIX 110 OH-
KOJIOTUYECKUM 3a00JIEBAHUSM.

Padora 2. Dk30reHHbIe ¥ YHI0T€HHbI MPUYMHBI BOSHUKHOBEHUS HEOIIa3HUId.
Lenv pabomul: VI3yuynTh TEOPHH BOSHUKHOBEHUS U PA3BUTHUS OMYXOJIEBOW TpaHC(HOPMAIIMU KIIETOK.
3anoJiHUTE TaOJIHILY:

[Tpyu4yrHBl BOSHUKHOBEHHMSI HEOILIIA3HUM ITpumepsl

XpOMOCOMHBIE aHOMAJIH

Hedexrsl penapauuun JHK

Henocratounocth ”IMMYHHOTO Ha/i30pa

Anomanuu Metadoaru3Ma KaHIICPOTCHOB

MYTaIII/II/I B COMAaTHUYCCKUX KIICTKax

I/IHTCFpaHI/IH OHKOI'CHHBIX BUPYCOB

Brimonnenue pabotel Benercs B hopMe 00CykKIEHHUS BMECTE CO CTYA€HTaMU UMEIOLINXCS JaHHBIX 110 OH-
KOJIOTHYECKUM 3a00JIEBAHUSM.

Padora 3. Cragum omyxoJieBoii TpaHc(OpMannu KJIETOK.

Llenv pabomul: I3ydnTh OCHOBHBIE CTaIUM KaHILIEPOTE€HE3A.

Hcnonb3ys Tabnuiibl, pazdepure cxemsbl mpoliecca (CTaauii) omyxosieBoil TpanchopMalu KIeToK.
Ilepenecure B TeTpagp CXeMbl CTAMI KAHLEPOTe€HE3a U 3aII0JIHUTE TaOJIHILY:

Tab6n. Cranuu KaHIeporeHesa.
HasBanue ctagun CoObITHs, MPOUCXOIAIINE B KIETKAX OObpaTumMocTh cTaauu
Nuaunmanus
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[Tpomonus
IIporpeccus

Brimonaenue paboTsl BegeTcst B popMe 00CYKIEHUS BMECTE CO CTYJACHTAMH MMEIOIIMXCS JaHHBIX 110 OH-
KOJIOTUUYECKUM 3a00JIEBAHUSIM.

Padorta 4. AHTHO/IacTOMHASI Pe3UCTEHTHOCTb.
L]env pabomul: I3ydnTh OCHOBHBIE MEXaHU3Mbl aHTHOIACTOMHON PE3UCTEHTHOCTH.
Ilepenecute B TeTpa/ib U 3aMOIHUTE CIEAYIOIIYIO TaOIHILy:

MexaHu3mbl 3HavyeHue [Tpumep
AHTUKaHLIEPOTCHHbIE
AnTHTpanchOopMaIOHHBIE
AHTULICIUTIONISIPHBIE

Brimonnenue paboTeiBenieTcss B popMe 00CYKICHHSI BMECTE CO CTYACHTAMU MUMEIOIIMXCS IaHHBIX 110 OH-
KOJIOTUYECKUM 3a00JI€BAHUSM.

3. Pemiuth cUTyallHOHHBIE 32/1a4H
VY4eOHBIM IJITAHOM HE MPEyCMOTPEHO.
4. 3ajaHus I TPYNIOBOH padoThI.
VY4eOHBIM IJITAHOM HE MPEyCMOTPEHO.
CamocrosiTesibHAs BHEAyAUTOPHasi padoTa 00y4aloLIUXCH 110 Teme:
3aoanus ona camocmosamenbHolU 8HeayOUmopHoU pabomvl CMyOeHmo8 No YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUYECKUM MaTepUajoM MO TEME 3aHSITHs C MCIOJIb30BAHUEM KOHCIIEKTOB JICK-
IIUH W/WIIA PEKOMEHTyeMOH y4eOHOH JInTepaTypehl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJIS:
e OHKOreHbl U UX OMOJIOrHYEcKas poJb.

e [‘eHeTnueckue acmeKThl KaHIIEPOTeHe3a.

e OO0ume MpeacTaBICHHs O 3HAUYCHUH HACIIEICTBEHHBIX (DaKTOPOB B BOZHUKHOBEHUH pakKa.
e  DakTOpPHI BHEUTHEW CPEIbl, ACCOLMUPYIOIINECS C PAKOM (KaHIIEPOTCHBI).

e BupycHble U KJIETOYHbIE OHKOTCHBI.

e dusnonoruyeckas pojib KIETOYHBIX IPOTOOHKOI'€HOB.

e MexaHU3MBbI IPEBPALICHNUS TPOTOOHKOI'€HOB B OHKOT€HBI.

e [ 'eHBI-CyIpeccOpHI OIyXO0JIEBOTO POCTA.

3) IIpoBepuTh CBOM 3HAHHSI C CIIOJIB30BAHUEM TECTOBOTO KOHTPOJIS (IPUBECTH TECTOBHIE 3aJaHMUs, OTBE-
ThI Pa3MECTUTH 11OCIIE TECTOB).
1. Bvibepume 00un npasuibHulil omeem.

3Ha4yeHre MPOTOOHKOTEHOB B HOPMAJIbHBIX KJIETKaX: a) B HOPMAJIbHBIX KJIETKaX MPOTOOHKOTEHOB
HeT; 0) UMEIOT OJIM3K0e POJCTBO C (PaKTOpaMU POCTa KIETOK M UX PElENTOpaMu; B) y4acTBYIOT B IIPOJIH-
dbeparun u quddepeHnnam KIeTox.

2. Bvibepume 06a npasunivHvix omeema.

K ¢axTopam, MOBBIIIAIONIMM PUCK MYJIbTH(AKTOPHATEHON 0O0JIE3HU, OTHOCATCS: a) HaJMYue aHa-
JIOTUYHON OOJIE3HU Y KPOBHBIX POJCTBEHHUKOB; 0) T€T€pPO3ZUTOTHOCTh MO ayTOCOMHO-PELECCUBHOM 00-
JIe3HU; B) BpeHbIE (GaKTOPHI OKpYXKaoIeil cpeibl; I') 60JIbII0OE YUCIIO AETEH B CEMbe.

Omeem:1 - B), 2 —a), B).

90



4) IloarotoBuTh pedepat Mo CAeAYIOIUM TeMaM:

VY4eOHbIM MJIAHOM HE IPEIYCMOTPEHO.

5) IloaAroToBUTH AHHOTALMIO HAYYHON CTaThH 110 TEME.

VY4eOHbIM MJIAHOM HE IPEIYCMOTPEHO.

6) BeinoaHuTh Ipyrue 3ajanus, IpelyCMOTPEHHbIE pabodell IporpaMMoi o JUCLMILIUHE.
VY4eOHbIM MJIaHOM HE IPEAYCMOTPEHO.

Pexomenayemasi iureparypa:
OcHoBHas:
1. boukoB H.IT.Knunndeckas renetuka: yueOHuk st By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JononuurenbHas:
1. Koszsonun B.A., Kocsix A.A., Poguna H.E. [IpenatanbHast AMarHoCTUKa HACIEICTBEHHBIX
3a00J1€BaHU U BPOXKJICHHBIX IIOPOKOB pa3BUTHsL: yueOHoe mocoobue Kupon: 2011.-88 c., mm.
2. Konenaepa E.B., Ponquna H.E.. O0mias reHeTrka U reHeTHKa YelloBeKa: yueOHoe nocooue/
Kwupos, 2016. — 69 c.
3. Myrosun I'.P.. M. Knimnnueckas renetuka. [ eHOMHKa U IPOTEOMHKA HACIIEACTBEHHOH Ta-
TOJIOTUU [ DIEKTpOHHBIN pecypc]: yueoHoe mocooue/ I'DOTAP-Menua, 2010. - 832 c.: ni.
4. TopOynoBa, B.H., Kopxeneckast M.A.. 'eHeTHKa B KITMHUYECKON TPAKTUKE: PyKOBOJI-
ctBo s Bpaueit/CI16.: Crerut, 2015.-329 c.
5. Mymkamb6apos H.H., Ky3uernos C.JI. MonekynspHas 6uosorus: Yue6. [locodbue ms cry-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTPOHHBIE PECYPCHI:
1) http://omim.org/

Paznen 6: Ilpodunakruka Hac/eICTBEHHBIX 3200/1eBaHUIA.
Tema 6.1. IIpopuiiakTuka HacJeICTBEHHbIX 3200J1€eBAHUI.

Hean: M3yuuts OCHOBHBIE TTOAXO/BI K MPOGUIAKTUKE HACTIEACTBEHHBIX 3a00JICBaHUH, 1IETTH U 3a]1a-
YU MEJIUKO-T€HETUYECKOTO KOHCYJIbTUPOBAHUS, 3TAMbl KOHCYJIbTUPOBAHUS CEMEN C HACIEICTBEHHOM Ma-
TOJIOTHEM.

3agaum: PaccMOTpeTb OCHOBHBIE TEPMHHOJOTMYECKHE TOHATHS, NPUMEHSEMBbIE IPU MEIUKO-
T€HETUYECKOM KOHCYJIbTUPOBAHUH CEMEH, OOYYUTh CTYACHTOB OIPEICICHHI0 T€HETUYECKOTO pUCKa B
CEMbE Ha OCHOBAHUH TEOPETUUYECKUX PACUETOB U IMIUPUUECKUX JAHHBIX.
O0yyarmmiics 10J17KkeH 3HATh:
OcHOBHbBIE YPOBHU U MYTH NPOGUIAKTHKU HACIEICTBEHHBIX 3a00JIeBaHUM; MOHATHE MEPUKOHIEIIIHOH-
HOM mpodunakTuky; 1enu u 3aaaun MI'K; mokazaHusi kK MEIUKO-TEHETUYECKOMY KOHCYJIbTHPOBAHUIO;
3Tanbl MEANKO-TEHETUUECKOTO0 KOHCYJIbTUPOBAHUS; IIPO- U PETPOCIIEKTUBHOE KOHCYIbTUPOBAHUE; ITHYE-
ckue acnektel MI'K.
OOy4aromuiics 1015KeH YMeTh:
Hcnonp30BaTh KIMHUKO-TEHEATOTHYECKUN METOM JUIsl ONpEeNieHUus PUCKa HACJIEeICTBEHHBIX 3a0oJieBa-
HUW; Ha OCHOBAaHUH MPOBEJAEHHBIX MCCIEI0BAHUI BBIIEIATh NAIMEHTOB IPYMIbl PUCKA; HAYUYUTHCS Ipa-
BWJIBHO MCIIOJI30BaTh COOTBETCTBYIOLIYIO TEPMHUHOJIOTHIO.
Oo0yuarmuiicsi 10J17KeH BJIa1eTh:
Menuko-01oIoTHUecKM TTOHSATUHHBIM armnapaToM. MeToaMyu U3ydeHus HaCJIeICTBEHHOCTH YeJIOBEKa.
HaBbikamu moncka METUITMHCKON HHOpMAIHK B YUeOHOM, HAyYHOU TUTEpaType, B TOM YHUCIIE C UCTIOTb-
30BaHHEM ceTH VHTEepHeT; HaBbIKaMH TIPEICTABICHHS U OOCYKIEHUS MEIUIIMHCKON nHpopManuu. bazo-
BBIMH TEXHOJOTHSMHU TIpeoOpa3oBaHusi MHPOPMAIIUU: TEKCTOBbIE, TAOIMYHBIE PEIAKTOPHI, MMOUCK B CETU
HNuTtepner.

CamocrosiTesbHAs ayiMTOPHAast padoTa 00y4aroIMXCs 110 Teme:
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1. OTBeTUTH HA BONPOCHI IO TeMe 3aHATHS
Bompocsr myist cobeceoBanus:
1. OcHoBHBIC YPOBHU H ITyTH NPOPHUIAKTHKH HACIEICTBEHHBIX 3a00JIEBaHUI.

Lenu u 3amaun MI'K.

2.
3. Tlokazanus s HanpasieHust Ha MI'K.
4.

[IpuHIMIIBI OLIEHKHU TEHETUYECKOTO PUCKA B PA3IMUHBIX TPYINax HACIEACTBEHHON MaTOJIOTHH.
Mertonpb! ero pacuera.
2. IlIpakTuyeckas padora
PatGora 1. Odopmiienne kapThbl (peHOTHUIIA.
Llenv pabomul: 3ydnTh BOIIPOCH MPABMIIBHOTO cOOpa aHAMHE3a U MIOMCKa KIIMHUYECKUX CUMITTOMOB.
Odopmute KapTy GeHOTHUIIA IO MTPEATIOKEHHBIM 3aJaHUSIM U UMeroIIUMes (poTorpadusiM nauyueHToB.
Beimonnenue pabotsl Bexercss B (opme OOCYKACHHS BMECTE CO CTYACHTAMH HMMEIOLIUXCS TaHHBIX
HACJIEICTBEHHOW MATOJIOTUH.
Padora 2. Onenka pucka npm MOHOTeHHBIX 3200/1eBaHUSIX.
Lenv pabomul: VI3yunTh pa3nuyHble BAPUAHTHI OLEHKU PUCKa IPU MOHOTE€HHOM MMaTOJIOTUH.
OneHuTe BO3MOXKHBINA PUCK pa3BUTHS 3a00JIEBaHUMN MO MPEATIOKEHHBIM POIOCIOBHBIM.
Breimonnenue pabotel BeneTrcss B (opme OOCYKIEHHS BMECTE CO CTYACHTAMHU HMMEIOIIUXCS JaHHBIX
HAaCJIEACTBEHHOMN NIAaTOJIOTHH.
Padora 3. OueHka SMIMPUYECKOT0 PUCKA.
Lenv pabomwi: OUeHUTH BEPOSTHOCTh BOZHUKHOBeHUs MD3.
[lepenecute B TeTpaab rpaduueckoe n300pakeHne pogoCIOBHON CEMbH:

O

L1O

oF

O

2

BbponxuanbHas actma

Eé@i

ATonmueckuii  epMa-

C nomomuipio TabIMIIBI SMIIMPUYECKOTO PUCKA PA3BUTUS MYJIbTH(HAKTOPHATIBHBIX 3a00J1€BaHUil U mpen-
CTaBJICHHOM POJ/IOCIIOBHOM OIpe/ienTe :pUCK Kakoro 3aboseBaHus (aTONMMYECKUNA JEPMaTUT WIH OPOHXH-
aJlbHasl aCTMa) MOXKET pa3BUTHCS y JeTell mpolanaa ¢ OoJbIIel BEpOSITHOCTHIO?
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Nn/n JaboneraHus, NOPOKK Puck aaa cubicon
(¥ B OTALILHREIX CAYHARX 4718 NOTOMCTEA)

1 e‘.llB]'ILLB@a.—r;I{H 2-5%
2 Bposaeinise nopokn cepaua 2 - 4 % (B 3aBHCHMOCTH OT GOPMBL)
3 Koconanocre 2%
4- Ouyxons Brassca 3%
5 Par MoAcMHOR #xemrean 6-7%
6 anuaencus 3-12%
7 I nnodpenna:

ecan Bonen OTHH 13 poguTened; 10%

ccai GonbHb 003 POIUTENN; 40%

1A cHiCoR B CIOPAIMYECKHX CYYAAX 125 - 20%
8 HeocnomHeENHAR MHONHA BHCOKOR CTCIENH 10 - 15 % (ana peveit u cubcon)
9 PesMaTonanmil aprpuT 5%
10 Meopkas 165 (nas cHboon)

20 % (ana nevedi npofianaa)

11. Hapernas boneans xenyaxa 1.5 %
12 ATONHYECKHI lepMaTHT 16%
13. LpoixwaskHan actMa 8-9%

Beinonnenne pabotel Begercst B Gopme 00CYKACHHS UMEIOIIUXCS JaHHBIX 0 MYJIbTU(HAKTOPHATEHBIM
3a00JIeBaHUSM BMECTE CO CTYACHTaMH.

PaGora 4. IIpoBenenne NMUCbLMEHHOW KOHTPOJIBLHOH padoTbl 1Mo TeMme: «JlumarHocTuka, OCHOBHBIC
HampaBJIeHUs JICYEHUs U MPO(UIAKTUKA HACIEACTBEHHBIX 3a00JI€BaHUN».
Hanummre MeToap! TMarHoCTUKU (C 0KMAAEMBbIMUA M3MEHEHHUSIMH ), HAIIPABIICHUS JICUCHUS U TPOQHIIaK-
TUKU JJIS CIEYIOIUX 3a00IeBaHUMI:
1. BuramuH /I-pe3ucTEeHTHBIN paxuT.
2. T'emodwmmms A u B.
3. bonesns ['mpmmpysra.
4. BRCA 1 u BRCA 2 —accomuupoBaHHbIH pak MOJIOYHOM JKEJIE3bl.
5. HacnencTBeHHbIN HETOIMIIO3HBIN paK TOJCTOTO KUIIEYHHKA.
6. Anumpugus (myrauu PAX 6).
7. CewmeiiHasi TUTIEPXOJIECTEPUHEMHSI.
8. Cunzapom Mapdana.
9. Mapruna-bemn.
10. Heitpopubpomatos.
11. denunnkeToHYypHS.
12. MykoBUCIHI03.
13. AnpOuHU3M.
14. Tanakro3emus.
15. 'omouucTunypus.
16. AnkanToHypHsL.
17. Cunnpowm Jles.
18. ATpodust TUCKOB 3pUTENLHBIX HEPBOB Jlebepa.
19. Cungpom MELAS.
20. Cungpowm: [layna.
21. Cuagpowm Ilatay.
22. Cunapom DaBap/ca.
23. Cuagpom Bonbda-XupnixopHa.
24. CUHIPOM «KOIIAuybero KpukKa.
25. Cunapom KaiiadensTepa.
26. Cungpowm lllepemesckoro-TepHepa.
27. Cungpom Tpuruio-X.
28. Muoauctpodus [ymenna-bekkepa.
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3. PelunTh CUTYaUlMOHHBbIE 3a1a4H
1) Anroputm pazbopa 3a1au
1. Onpeaenute NpUYMHY BOSHUKHOBEHHS IATOJIOTUU.
2. B ciydae HacienCTBEHHOH MaTOJIOTHH, ONPEIEINTE TUI HACIEJOBAHUSI.
3. Omnpenenute MPOrHo3 A JaHHOH CEMBHU.
4. JlaiiTe peKOMEHIAalHH.

2) Ipumep 3agaum ¢ pa300pOM IO AITOPUTMY
3amagya 1. B MeIUKO-TeHETUYECKYIO KOHCYIBTAIMIO 00paTUiIach CympyKeckas mapa, y KOTOPOW 4eThIpe
0EepEeMEHHOCTH 3aKOHYMIIMCh POXICHUEM MEPTBBIX MIIQJICHIEB C MHOTOYHCICHHBIMA aHOMAJIHMSIMH pa3-
BUTHE. MI3BeCTHO, YTO OTEI[ ATON CEMbH SIBJISICTCS JTMKBUIATOPOM aBapuu Ha YepHoObLIhCKOH ADC.

1. TlpuyrHa BO3HMKHOBEHUS MMATOJIOTHH — JK30TCHHBIC TEPATOTCHHBIC (PaKTOPHI.

2. Tlaronorusi He yHacIeIOBaHa.

3. HeOmaronpusaTHBIA.

4. Tlocne neranpHOr0 00CIEOBaHUS OOOUX POIUTENEH, CKOpEE BCEro, OyAyT AaHbl PEKOMEHAALUN

110 OTPAHUYCHUIO 3a4aTHsl.

3) 3amauu U1 CaMOCTOSTEIBHOTO pa3dopa Ha 3aHATHUH.

3anava 1. B Menuko-reHeTHYeCKy0 KOHCYNIbTAlUI0 00paTUiachk ceMeiiHas mapa mo moBoJay OecCILTOAUs.
OOcnenoBanre y CIENUATNCTOB HE OOHAPYKHIO KaKMX-THOO OTKIOHEHUH B 370poBhe. Jluims mpu Je-
TaJbHOM OIpPOCE ObUIO BBIABICHO, YTO >KEHIIMHA JIUTENBHO MPUACPKHUBACTCS MPEUMYIIECTBEHHO MO-
JIOYHOM JIMETHI C MPAKTUYECKH TMOJIHBIM OTCYTCTBHEM OBOIICH B panuoHe. KakoBa BeposiTHas mpuunHa
oecrutousa? KakoB mporHo3 aJis 3Toi CeMbH B OTHOILIIEHUH JACTOPOXKAeHUs? JaliTe peKOMeH IalluH.

3amaya 2. [IpoGany - 310poBast )KEHIIMHA UMEET YEThIpeX OpaTheB, 1Ba U3 KOTOPHIX OOJILHBI AJIKATOHY-
pueii (oTcyTcTBHE (pepMEHTa, OKHCISIONIET0 TOMOTCHTH3MHOBYIO KUCIIOTY). MaTh mpoGaHia 310poBa 1
UMEeT JIBYX 30pOBBIX OpaTtheB. Oter nmpobanaa Gonen ankantoHypueid. OH MPUXOAUTCS IBOIOPOIHBIM
OpaToMm cBOel keHe. Y HEero ecTh 3JI0pOBhIi OpaT u 310poBas cectpa. babka mo ymHUK OTIA OBLTAa 00JTB-
HOH M COCTOsIa B Opake cO CBOMM JIBOIOPOIHBIM 370pOBBIM OpaToMm. baOka u nmex mpoGaHaa mo JIUHUH
MaTepu 310POBHI. OHpeI{eHI/ITe THUIT HACJICAOBAHUA U BCPOATHOCTH POXICHUSA 0O0JIBHBIX )ICTCI\/’I B CEMbBEC
npoOaH/a IPH YCIOBUH, €CITM OHA BBIHJIET 3aMYXK 3a 3I0POBOTO MYXXUHHY, MaTh KOTOPOTO CTPaJia ajikar-
TOHYpPHEH.

3amaua 3. JleBouka, 15 mer. Ponunace ot mepBbIX CPOUYHBIX POJIOB ¢ Maccoi Tena 2700r, muHon Tena -
47cm. Ponpl mportekanu 6e3 ocoGeHHOCTel. IIpu mepBoM ocMOTpe BBISABICHO: KOPOTKas IIesl, HU3KOoe
pacrojoKeHue YIIHbIX paKOBUH, TUM@aTHuyecKuil oTek kucie u crom. K rpynu Ob1a npuioxeHa Ha 2-€
cyrku. Ha rpyqHoM BckapmiiMBaHMM 10 roja. B mcuxoMoTOpHOM pa3BuTHM He orcraBana. IIpu HacTos-
IIEM OCMOTPE BBISBJICHO: HU3KOPOCIOCTh (Macca Tena 46 kr, nnuHa Tena 130 cM). AHTUMOHTOJIOUTHBIN
pa3pes IIa3HbIX 11eel, HU3KOEe PacloIOkEHUE YIIHBIX pakoBUH. KopoTkas miest ¢ KpbUIOBUAHON CKIIA-
KOM KOXH, HU3KUH POCT BOJIOC Ha Iiee, KIMHOAAKTHINA. KoHTakTHas, Ha HECIIOKHBIE BOIIPOCHl OTBEYAET
KOPOTKO (71a, HET) U ajJeKBaTHO. JlaHHBIE J1TaOOPAaTOPHBIX HCCIEIOBaHUNA 0€3 OTKIOHEHUI OT HOPMBI.
[IpennonoxurensHplid 1uarHo3? JlaapHelmuii nporao3 Gu3n4ecKoro 1 HEPBHO-TICUXUYECKOIO Pa3BUTHS
peOenka? BapuaHTbl ieueHusl.

3anaua 4.K Bpauy nenuatpy obparuiack xeHiuHa ¢ pebeHkoM 10 et 3a KOHCybTanuei mo noBoay oT-
cTaBaHUS B (PM3MUYECKOM Pa3BHTHHU OT CBEPCTHUKOB. Kpome TOro, Mab4MK MJIOXO YCBaWBAaJ MIKOJIBHYIO
IpOrpaMMy M OTCTaBall B MHTEIUIEKTYaJIbHOM Pa3BUTHUU. PouTesy 310pOBHI, HO BO BpeMsi 6epeMEeHHOCTH
KEHILMHA MepeHecaa ocTpoe BupycHoe 3aboneBanue.llpu ocMoTpe y peGeHka onpeaensoTcsl TUIoTpo-
¢us, Mukporedanus, BHICTyNaOMUe HaJOPOBHbBIE AYTH, BBICOKHH 100, SMMKAHT, NITO3, THIEPTEIOPH3M,
KJIFOBOBUJIHBIM HOC, MUKPOTHATHsI, YMCTBEHHAs OTCTAJIOCTh. Bpau 3amomo3pui HacieacTBEHHOe 3a0ole-
BaHUe W HampaBui pebeHka B MI'K, rae Obu1 ycTaHOBiIEeH auarHo3: cuHapoM Bombda-XupixopHa.
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Omnpenenure BepoOSITHYIO PUIHHY 3a0oneBanus. Kakue uccienoBanusi HEOOXOIMMO MPOBECTH ISl yTOU-
HeHus AuarHo3a? OnpeaenuTe puck Ui pOXKIACHUS IPYTUX JeTel ¢ T0J0OHBIM 3a001eBaHUEM.

4. 3apaHus Ui TPYNNOBOil padoThbl.
JenoBasi (poseBasi) urpa: Meauko-reHeTHIECKOEe KOHCYIbTHPOBaHNUE OOJIBHBIX ¢ MOHOT€HHOM MaToJ0-
THEH.
Llens. I3yunth paboTy MEIMKO-TE€HETHUECKOW KOHCYIbTaluu. CTyieHTaM Mpe/iaraeTcs mpeicTaBuTh Ha
3aHATUHM MOJIOAYIO CYNPYXKECKYIO Mapy, y KOTOpbIX 1 Mecsi Ha3axn poauics pedeHok. [Ipu stom cocros-
HUe peOCHKa HauMHAeT yXyAUIAThCs, YTO MPOSBISIETCS B HAPAaCTaHUU MBILIEYHOI'O TOHYCA, HACTOSIIEE
oOparieHue K MeAnaTpy B CBSI3U C MPUCTYIIOM KJIOHHYECKUX CYAOpOr. Y peOeHKa OTMEYaeTcsl HeOObId-
HBIH 3amax, 0JIEHOCTh KOXHBIX IOKPOBOB. 3-Mil CTYJIEHT UIpaeT poJib Bpaya-Neauarpa, HalupaBisIoIIero
CYIPYXECKYIO mapy ¢ peOeHKOM K Bpauy-reHeTuky (4-viii crynent) B MI'K st uckimoueHus Hacien-
CTBEHHBIX OoJie3Hel u emie 1 rpynmna cTyJeHTOB UrpaeT poJiu JIAOOPaHTOB-TeHETHKOB. «Bpau-nenuatp»
J0JbKeH 000CHOBATh HampaBlieHHe peOeHKa Ha IPUEM K Bpauy-TeHETHKY. «Bpau-TeHeTHK» TOKEH Mpo-
BECTU KOHCYJIBbTUPOBAHUE U ITOCTABUTH IIPEIBAPUTEIBHBIN quarHo3. C 3TOM LENBI0 OH OJDKEH MPEAJIO-
KHUTh OMoXxuMuueckoe oOcienoBanue. «J1abOpaHT-IIUTOrEHETHK» JIOJKEH MPOBECTH HCCIEIOBAaHHE U
UACHTU(GUIMPOBATH HACIIEACTBEHHBIN CUHAPOM (€ciiu OH ecTh). Ha ocHOBaHMN OGMOXMMHYECKOIr0 aHaIu-
32 «Bpay-T€HETUK» YTOUHSAET AMArHO3 y peOeHKa, JaeT 3aK/IIOUEHUE U OOBSICHSIET TAaKTUKY JICUEHUS po-
JUTEIISIM.
CamocTrosiTe/IbHAA BHeayAUTOPHasi paboTa o0y4arouuxcs mo Teme:
3aoanus ona camocmosamenvHou 6HeayOUmMopHOL pabomvl CMyO0eHmos8 no YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MAaTEPUaIOM IO TEME 3aHATHS C MUCIOIb30BAHUEM KOHCIIEKTOB JIEK-
LU 1/WIM peKOMeH1yeMoll yueOHOM TuTepaTyphl.
2) OTBeTUTH Ha BOIPOCHI JIJIs1 CAMOKOHTPOJISL:

e OCHOBHBIE YPOBHU U IIyTH NPO(PUIAKTUKH HACIEACTBEHHBIX 3a00J1€BaHUH.

o Ilemu u 3agaun MI'K.
e [lokasanusa i Hanpasienus Ha MI'K.

e [IpuHUMIIBI OLICHKM T€HETUYECKOr0 PUCKa B PA3JIMYHBIX TPYINaxX HACAEACTBEHHON NaTOJOTHUH.
Mertobl ero pacuera.

3) [IpoBepuTh CBOM 3HAHUS C UCIIOIH30BAHUEM TECTOBOTO KOHTPOJIS

Y4eOHBIM MJIaHOM HE MPEIyCMOTPEHO.

4) [loarotoBuTh pedepat Mo CIeayIOMNUM TEMaM:

Y4eOHBIM MJIaHOM HE MPEIyCMOTPEHO.

5) [loAroTOBUTH aHHOTAIMIO HAYYHOU CTATHU IO TEME.

Y4eOHBIM MJIaHOM HE MPEIyCMOTPEHO.

6) BeimomHUTE Apyrue 3agaHus, IpeIyCMOTPEHHbBIE padodeil MporpaMMOi 1O TUCIUILINHE.
Y4eOHBIM MJIaHOM HE MPEIyCMOTPEHO.

Pexomenayemas iureparypa:
OcHoBHas:
1. boukoB H.IT.Knunuyeckas renetuka: yueOHuk amns By3os/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononHuTENHHAS:
1) Kossonun B.A., Kocbix A.A., Poguna H.E. [TpenaTtanbHasi TMarHoCcTUKa HACIEICTBEHHBIX
3a0071€BaHU U BPOXKJICHHBIX MIOPOKOB pa3BUTHsL: yueOHoe mocobue Kupon: 2011.-88 c., mm.
2) Komnenaepa E.B., Poquna H.E.. O01ias reHeTHKa 1 TeHeTHKa YelioBeKa: yueOHoe ocobue/
Kupos, 2016. — 69 c.
3) MyrouH I'.P.. M. Knmanueckas reHetnka. ['eHOMUKa M IPOTEOMHUKA HACIEICTBEHHOH I1a-
TOJIOruH [ DNeKTpOHHBIN pecypce]: yuedHoe nocodue/ [DOTAP-Menua, 2010. - 832 c.: ui.
4) TopoOynoBa, B.H., KopxeneBckast M.A.. 'eHeTHKa B KITMHUYECKOW TIPAKTUKE: PYKOBOJI-
ctBo mis Bpaueit/CI16.: Crergmut, 2015.-329 c.
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5) Mymkambapos H.H., Ky3nenos C.JI. Monekynsipuas 6uonorusi: Yue6. [locodue s cry-
NeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6) DIJeKTpOHHBIC PECYPCHI:

1) http://omim.org/

Paszneun 6: [IpoduiakTuka HacjeCTBEHHbIX 3200J1€eBAHUI.
Tema 6.2. [IpenaTanbHasi AMATHOCTHKA.

Hean: V3yunTh OCHOBHBIC METOJIbI M 33/1a4H, JTAIbl JUArHOCTHYECKOTO MMOMCKA TIPpEeHATaIbHOM Jna-
THOCTHUKU.

3agaum: PaccMOTpeTh OCHOBHBIC TEPMHHOJIOTUYECKUE MOHATHUS, TPEHATAIbHON TuarHocThku. Ilo-
3HAaKOMUTHCA C OCOGGHHOCTHMI/I CKPUHUHI'OBBIX MCTOAOB NUArHOCTUKH, COBPCMCHHBIMHW MCTOJAaMH IIPC-
HATaJbHOW IMAarHOCTUKH, & TAKXKE MOIX0AaMHU B JICYCHUH ILIOJA.
OO0yuaromuiicsi 10J17KeH 3HATh:
OcHOBHBIE ATalbl AUATHOCTUYECKOTO MOMCKA B MPEHATaIbHOW JUAarHOCTUKE; MOKa3aHMsI K HE WHBA3HB-
HBIM W MHBAa3WBHBIM MCTOJaM JHArHOCTHUKH, CPOKU, MCTOAUKY UX MPOBCACHUA U BO3SMOXKXHBIC OCJIOXKHC-
HUSL.
OOyuyaromuiicst 10/15KeH YMeTh:
HayuuTbcs MpaBHIIBHO HMCIOJB30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO. Ha OCHOBaHWU pe3yiibTaToB
IMPOBCACHHBIX CKPUHHWHIOBBIX I/ICCJIGI[OBaHI/Iﬁ BBIACIATH ITALIUCHTOB C IIOKa3aHUsAMHM 1JIA yTO‘-IH?HOIlIGfI
nuarHocTukd. OIlIEHWBAaTh COOTHOIIEHUE PHUCKAa MPOBEICHUS HHBA3WBHBIX METOJIOB JAMATHOCTUKH C
PHICKOM C HacCJIEJICTBEHHBIX 3a00JIEBaHUA.
OOyuaromuiicst 10/1KeH BJaaaeTh: MeanKko-01MoI0rn4eckiuM MOHATHHHBIM afnapatoM. MeronaMu u3y-
YEeHMsI HacJIeZICTBEHHOCTH 4ejioBeka. HaBpikamu moucka MeIMUMHCKON MH(pOpManuu B yueOHOM, Hayd-
HOW JINTEpaType, B TOM YKCIIE C MCIIOJIb30BaHHEM CeTH MIHTEpHET; HaBBbIKaMH MPEICTABICHHUS U 00CYyK-
JCHUSI METUIIMHCKON MH(pOopManuu. ba3oBEIMU TEXHOJOTHSAMHU TpeoOpa3oBaHuss WHPOPMAIUU: TEKCTO-
BbIC, TAOJIMYHBIE PEIAKTOPHI, IOUCK B ceTh MHTEpHEeT.

CamocrosiTesibHASA ayAMTOPHAst padoTa 00y4aloIMXCs 110 TeMe:
1. OTBeTUTH HA BONPOCHI 110 TeMe 3aHATHS
Bomnpocs! 11 cobeceioBanus:
1. HpeHaTam,Has{ U NpCUMIINIAaHTAIUOHHAsA JUArHOCTHUKA: IMOKa3aHWs, BO3MOKHOCTH.

Mertoibl TpeHaTanIbHOM TUATHOCTHKH.
DTHUYECKHUE BOMPOCHI MPEHATATbHOMN TUarHOCTHKU.

OKO kak MeToJ Tpo(UIAKTUKY HACIIEACTBEHHBIX 0OJIE3HEM.

o c w N

HpI/IHI_[I/IHBI JCUYCHHUA HACICACTBCHHBIX 0oJIe3HEH.

2. IIpakTnyeckas padora

Padora 1. CKpuHUHIOBbIE METOAbI IPEHATAIbHONANAHOCTHKH.

Llenv pabomul: I3ydnTh XapaKTepHbIE TUATHOCTUYECKUE YEPThl HEKOTOPHIX YaCTHBIX MATOJIOTHH.
Wcnonb3ys Tabiuibl ¢ OMOXMMHUYECKUMH MOKa3aTenssMu U cHUMKH Y3, oO6cyauTh xapakTepHble Tua-
THOCTUYECKHE uepThl cuHapoMa JlayHa, OnBapaca, [latay.

Ilepenectu B TeTpapb U 3aM0JIHUTH CIETYIOUIYIO TaOIHILY:

HazBanue cungpoma | OTKJIOHEHHE OMOXMMHYECKUX IMOKa3aTesei VY3U-kapTuHa

Cungpowm Jlayna
Cungpoma Ilaray
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CungpoMm DaBapaca ‘

Breimonnenue paboTel BeneTcs B hopMe 00CyKIeHUsI BMECTE CO CTyIEHTaMHU UMEIOIIMXCS JAHHBIX 110 Me-
TO/IaM MPEeHaTaJIbHOU TUAarHOCTUKH.
3. PemiuTh cUTyallHOHHBbIE 32/1a4H
Y4eOHBIM MJIaAHOM HE MPEIyCMOTPEHO.
4. 3apanus 1Js1 TPyNNoBoii padoTsl.
[IpocmoTp yuebnoro ¢punbma: «lIpenaraabHas AMATHOCTHUKAY.
ITocne mpocMoTpa OTBETUTH HA CJIEYIOIINE BOIIPOCHL:

1. Kakue meTopl mpeHaTalbHON AUarHOCTUKU OBbLIH MpeACTaBIeHbI B huibme?

2. Kakue MeTo1bl OTHOCWIIMCH K HE MHBa3UBHON CKPUHUHTOBOW TUArHOCTUKE?

3. Kakue MeTopl IMarHOCTUKA OTHOCHIIUCH K YTOYHSIIOIIMM HE HHBA3UBHBIM?

4. BozmoxxHocTi MeTofa Y 3M-IuarHoCTHKY U CPOKHU BBITIOJTHEHUST 00CIICA0BAHMS?

5. YcioBus npoBeeHNUsS] THBA3UBHBIX UCCIICIOBAaHUN?
CamocTosiTe/ibHAsl BHeayIUTOPHAasi padoTa 00y4aommXxcs no remMe:
3aoarnus ons camocmosamenbHol 6HeayOUmMopHoU pabomvl CMyOeHmMOo8 No YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUYECKUM MATEPUATIOM IO TEME 3aHATUS C UCIOJIb30BAHUEM KOHCIIEKTOB JICK-
UH W/WIK PeKOMEHIyeMO# y4eOHOM TuTepaTyphbl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJISL:

e [IpenaranpHas U NpeMMIUIAHTALIMOHHAS TUATHOCTHKA: TTOKa3aHUsl, BO3SMOXKHOCTH.

e MeTo1bI NpEeHATAILHON AUAarHOCTUKH.

e DTHYECKHE BOIPOCHI IPEHATATBHONU JUArHOCTUKH.

e OKO kak MeTo] po(UIaKTUKH HACJIEACTBEHHBIX 0OJIE3HEH.
e [IpuHIUIBI IeYEHUS HACIEICTBEHHBIX O0JIe3HEl.

3) IIpoBepuTh CBOM 3HAHUS C UCIIOIb30BAHUEM TECTOBOI'O KOHTPOJIS
1. Bvibepume 00un npasuiibHulli Omeem.

OnTuManbHBIMU CPOKaMH IpPOBEJIEHUS OMONCUM XOpHOHa sBisioTcs: a) 12 — 14uen.; 0) 8 —
12uen.; B) 4 — 6uen.

2. Buvibepume o0un npasunvhulii omeem.

[TpexkoH1enumoHHas NpoduIakTHKa — 3TO: a) yNpaBlieHHe YKCIPeccHel TeHOB; 0) MMMUHAIMS
SMOpPHOHOB U IUIOJIOB C HEOHATaJbHOW MATOJOTHEH; B) T€HHAas MH)XXEHEPHUS Ha YPOBHE 3apOJIbIIIEBBHIX
KJIETOK; T') TUIAHUPOBAHUS CEMbU U MEPOIIPUATHUS 110 ONTHMU3ALNUN U Pa3BUTHSL 3UTOTHI.

Omeem:1 -06),2 —1).

4) IloarotoBuTh pedepat Mo cAeyoIUM TeMaM:

VY4eOHBIM IJITAHOM HE TPETyCMOTPEHO.

5) [MoaArOoTOBUTH AaHHOTAIMIO HAYYHON CTaThH MO TEME.

VY4eOHBIM IJITAHOM HE TPETyCMOTPEHO.

6) BeimomHUTh qpyrue 3a1aHus, MpeIycMOTpEeHHbIe paboyell mporpaMmMoil Mo TUCIUIIIHHE.
VY4eOHBIM IJITAHOM HE TPETyCMOTPEHO.

Pexomenayemas ureparypa:

OcHoBHas:

1. boukoB H.I1.Knunuyeckas reneruka: yueOHuK 171st By30B/ M.: I'DOTAP-Menua, 2006 -2011, ¢.480

JlonmonHuTENHHAS:

1) Kossonun B.A., Kocbix A.A., Poguna H.E. [TpenaTanpHasi TuarHoCTHKa HACIEICTBEHHBIX
3a00JIeBaHU U BPOXKICHHBIX TOPOKOB pa3BUTHs: yueOHoe mocodue Kupos: 2011.-88 c., ni.
2) Komnenaepa E.B., Poquna H.E.. O01ias reHeTHKa 1 TeHEeTHKA YelioBeKa: yueOHoe ocobue/
Kupos, 2016. - 69 c.

3) MyrouH I'.P.. M. Knmanueckast reHetuka. ['eHOMUKa ¥ IPOTEOMHKA HACIEICTBEHHOH T1a-
TOJIOruH [ DNeKTpOHHBIN pecypce]: yuedHoe nocodue/ [DOTAP-Menua, 2010. - 832 c.: ui.
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4) TopoOynoBa, B.H., KopxeneBckast M.A.. 'eHeTHKA B KITMHUYECKOW TIPAKTUKE: PYKOBOJI-
ctBo mis Bpaueit/CI16.: Crergmut, 2015.-329 c.
5) Mymkambapos H.H., Ky3nenos C.JI. Monekynsipras 6uonorusi: Yue6. [locodue mist cTy-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6) DICKTPOHHBIC PECYPCHI:

1) http://omim.org/

Pasznes 6: [IpoduiakTuka HacjeCTBEHHbIX 3200J1€eBAHUI.
Tema 6.3. KomnbloTepHasi JTMarHOCTHUKA HACJIEACTBEHHbIX 3a001eBaHMIA.

Heab: ChopMupoBath YMEHUS MOJIB30BATHCS HHTEPHET-PECYpPCaMy ¢ OMOMEANIIMHCKUME Oa3aMu
JTAaHHBIX JIJISl TUAarHOCTUKU T'€HETUYECKHUX 3a00JIeBaHUA.

3agaum: V3yunth 0COOEHHOCTH pa3auyHBbIX 0a3 JaHHBIX. [I03HAKOMUTBCA € MPOIIECCOM IMOMCKA
uH(popManuy Ha OMOMEIUIIMHCKOM pecypce. OCyIIecTBUTh MOUCK MeHETUYECKOTO 3a00JIeBaHUS C TIOMO-
uipto noptaia OMIM.
OO0yuaromuiicsi 10J17KeH 3HATh:
Jlo u3ydenwus Tembl (0a3uCHBIC 3HAHMS) — TCHETUYCCKHUI KO/, CTPOCHUE TeHA, TCHETHYECKUN JIOKYC, MY-
TaIus, HAaClIeJICTBEHHbBIC 3a00JIeBaHus, Oa3a TaHHBIX.
[Tocne m3yueHust TeMbl — MOHATHE O OMOMEAMIIMHCKUX 0a3ax MaHHBIX, OCOOCHHOCTH pa3IM4YHBIX 0a3
JaHHBIX, IOMCK UH(OpPMAIIMK B OMOMETUIIMHCKOM 0a3e NaHHBIX.
OO0yuarommiica go/keH ymeTb: [lomp3oBatbes mouckoBeiMu MHTEpHET-pecypcamu. CocTaBisTh Tabd-
JTUIy 10 OMOMETUIMHCKUM 0a3aM JaHHBIX, UX OCOOCHHOCTSM, coaepxaHuio. C MOMOINBIO MopTana
OMIM ocymiecTBiasATh NOUCK N'€HETHUYECKOT0 3a00JI€BaHUSI.
OOyuaromuiics 10/1:KeH BJaaaeTh: Meauko-01oI0rH4eckuM MOHITUMHBIM anmnaparoM. MeTogamMu u3y-
YEeHHUsl HACIICJICTBEHHOCTH 4YeloBeKa. HaBblkaMu moMcKka MEIUIMHCKOW WHpOpManuu B yueOHOH, Hayd-
HOW JINTEpaType, B TOM YKCIIE C MCIIOJIb30BaHUEM CeTH MIHTEpHET; HaBBbIKaMH MPEICTABICHUS U 00CYK-
JCHUS METUITMHCKON MH(pOopManuu. ba3oBEIMU TEXHOJOTHUSAMHU TpeoOpa3oBaHUsT MHPOPMAIUH: TEKCTO-
BbIE, TAOJIMYHBIC PETAKTOPHI, IIOUCK B ceTH MHTEpHET.

CamocTrosiTesIbHASA ayIMTOPHAs padoTa 00y4aloIMXCs 110 TeMe:
1. OTBeTHTH HA BOMPOCHI 10 TeMe 3aHATHS.
Bonpocsr qiist cobecenoBanus:
AHanm3 TeHeTHYeCKuX 0a3 TaHHBIX.
[TonsTre o OuoMenUIIMHCKOM 0a3e TaHHBIX.
Knaccudukanms 6uomenuuuHckux 0a3 TaHHBIX.
Hanuonanensiit Lentp 6nonnpopmaruku (NCBI).
baza nanneix "MenzaeneBckoe HacienoBanue y uyeiaoseka" (OMIM).
baza nanubIx reHeTndeckux nocneaoBarenbHocTell (GenBank).
baza ganHbIX pacmmpenHoi MmeauimHckon auteparypsl (PubMed).
Human Gene Mutation Database (HGMB).
baza gannbix mocnenoBarensHocTel 6emkoB (UniProt)
10 baza gannbix mocesmenHas oenkam (PROteinSITEs)
11. basa nanubpIx HaciencTBeHHBIX Oone3nel (GeneTests)
12. baza nanHbIX 0 reHax yenoBeka (GeneCards).
2. [IpakTHyeckas padora
Padora 1. CocraButh Tabnuity «OcoO0eHHOCTH OMOMETUITTHCKUX PECYPCOBY.

CoNoR~LNE

HasBanue pecypca OcobeHHOCTH pecypca Kakyro nadopmanuio coiepxut
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Padora 2. [To3HakoMUThCs ¢ mporpammoii «SynDiag» u oCyIecTBUTh MOUCK JIFDOOT0 HACIEACTBEHHOIO
3a00JIeBaHUS Ha BHIOOD O AITOPUTMY.

O6pa3zen padotsl ¢ mporpammoii «SynDiag» Ha npumepe cunapoma Jlayna.
1. 3axoauMm B mporpammy.
2. Ilepen HaMM BCILIBIBAET MEHIO PO

IIporpamma

Cun/luaz

3. lanee BbIOMpaeM BKIIAJIKY JTHATHO3.
4. OTKpbIBaeTCs TJIABHOE MEHIO, B KOTOPOM YTO OBI OCYHIECTBUTH MOUCK 3a00JIEBaHUS MO CHUMIITOMam
HY)KHO Ha)KaTh Ha KHOTIKY «BBIOOp CUMIITOMOBY.

6. BeiOupaem Hy)XHBII HaM pa3fen U KITUKaeM.
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B cnydae ¢ cunapomom JlayHa Mbl ©UMEEM CIICIYIONME CUMITOMBI: THIIOTOHHS, MOHTOJIOUIHBIN pa3pes
J1a3, OpaxuIaKTHIIHS KHCTH, TIIOCKOE MEPEHOCHE.
JI71st MOHTOJIOMTHOTO pa3pesa Iila3 HaM Hy)KHO mepeiitu B pasaen «l[lepropOuranbHas 001acTby.

7. Mbl monaziaeM B MEHIO, TJI€ MbI JIOJDKHBI BBIOPATh OpraH, B KOTOPOM JIOKAJIM30BaH CUMIITOM.
JlJis MOHTOJIOMTHOTO pa3pesa Iia3 HaM HY)KHO KIMKHYTh «Beku/rina3Hble menn» U BbIOpaTh HYKHBINA
HaM CHMIITOM, Ha)aB Ha HEro OJIMH pa3.

13 | 3 1.13| Monronowanuih paspes raas

8. ITocre HaXkaTHs HA HY)KHBIA HAM CHMIITOM, MBI BO3BpAaIllaéMCs B MEHIO BBIOOpA CHCTEMBI, JUIsI TOTO
KJIMKaeM JiBa pa3a Ha KjiaBuly «Bberxom».

[Touck manpHENIINX CUMIITOMOB OCYIIECTBIISIETCS aHAJOTMYHBIM METOJIOM.

9. [Tocne TOro Kak Mbl BHIOpalId BCE CHMITTOMBI, MBI BO3BpaIl[aeMcsl B TJIaBHOE MEHIO TPOTPaMMBI.

Boifop CHMNTOMOB

YpaneHHe BCER CHMITOMOB
YnaneHue 0TM. CUMITOMOE

Mouck cumrroma

MoKck BepoATHOrO AMarHosa

Mouck guar. no npusHakam

10. I[JIH TIOHCKa BEPOATHOI'O JUArHo3a KJIMKA€M Ha KHOIIKY «ITouck BEPOATHOTO JUATHO3a».
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PesyneTat noncka guarHosa

PesynuLTat noMcka aMardosa no

am cpeau | 1965

Hampeno II' CHHAPOMOB, BEPOSTHOCTE KOTOPLIX Gonbme

Hom. Hom.B 6HGn. BeposATHocTe Hma

1 688 95.41% Nayna [rpucomun 21] cuHapom

JlHarHoCTHYECEHE 0B B

| Beero [ 4 | Ws Hux cosnano [ 3 |

BcnomorarensHbix 0B B

| Bcero W3 Hux cosnano IIl

Wadnon Mpusnaku

e 0B

| Becero W3 hux e cosnano | | 0 |

B nosiBuBIIEMCS MEHIO MBI BUJIUM, HCKOMBIH HAMHU TMAarHO3 — CUHIpoM JlayHa.
11. Yro 6B HOCMOTPETH KaKHE €IIe CUMIITOMBI COOTBETCTBYIOT JAaHHOMY 3a00JIeBaHUIO KIIMKAaeM Ha Kila-
Bunry «1labnon» u B mosiBuBLIeMcst MeHio «l11aba0H cuHapOMaY.

| WaBnon cuHapoma: Jayna (rpuconmna 21) cunapom

o x|

Homep Koa Mpusnaku JHaunmocTs

Tunotonua

Ll
-
-
(X}

Mnockoe/sanasiee nepeHocLe
b paxHaaKTHANA KHCTH

#

#

#

#
5 1. 4. 1 JanepxEa MHHTEAAEKTYANbH. PasBHTHA +
] 2 1.1 b 4 BATHINOK + 30
7 2 1.7 Mukp /MuKp + 30
8 31 4 B p /YySKHE . WenH + &0
9 319 InuKaHT + 20
10 3111 FuneprenopHsm + 20
11 4 3 7 Msarna bpywgmnoaa + 50
12 h 1.7 Manenbkuh Hoc + 50
13 B 1. 7 Pot "rapna” + B0
14 6 4 3 Makporaoccuna + &0
15 6. 4 5 Bricynyruifi aswk + 50
16 .11 ManeHbKME YHBIE PAKOBHHBI + 20
17 7.1 9 TNpoyse AHCNAASHH YIIHEIX PAKOBHH + 20
18 8 2 1 Jle®exTol CEpAEYHOA NEPErOPOAKH + 20
19 8 31 p p Bor npoToKa + 20
20 12. 212 Kpunropxusm + 20
21 13. 1. & HaHusm + 50
22 13. 2. 1 MNpeHaransHaa rUNoNAasHAa + &0
23 14. 1. 2 Kopotkan wen + 30
24 14 1. 4 llefnsie cknanku + 30
25 17. 1. 8 I'uneps NacTHYHOCTL CYCTABOE + &0
26 18. 1. 4 lNonepeyHan AMHKA NANOHH + &0
27 18. 1. 9 Kopotkan kucte + 20

Yactora

12.lns Toro uro Obl MOCMOTPETh QoTorpaduu MOIYYEHHOTO 3a00JIeBaHUS

«Dororpadum.

Pa6oTa 3. 3anoHuTh TaOIHILY C TTOMOIIBIO TIporpaMMmsbl «SynDiagy.

kimkaeM «l1laOion» maiee

McxoaHble CUMIITOMBI /{narHo3 no nporpamMmme

HacToTa BCcTpeuaemMoCTH

'HacTo BcTpeuaromuecs A0-

«SynDiag» CUMIITOMOB [OJIHUTENbHBIE CUMITTOMBI
[umoroHus Cunznpom Jlayna 75% [T1ocKoe mepeHocke
IMOHTOJIOMITHBIN pa3pes riia3 90%
bpaxuaakTHIINS KUCTH
70%

Muxporedas

bonbioi HOC

[upoxoe nepeHocse
Pacrmenmaa HeOa
[MocTakcuanbHas MOJIUIAK-
[TWJIUSL KUCTH
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['unepanacTUYHOCTh CycTa-
BOB

["unepanacTudHas Koxa
PyO1rs! KOXH

[Tponanc MUTPaILHOTO Kia-
raHa

ATa3us pagyKKu

Hanuzm

IAHOpEKTaJIbHbIE TOPOKU
Jl¥cIuia3suu yIrHbIX PaKOBUH
BasepikKa HHTEJUIEKTYalbHO-
r0 pa3BUTHUS
onuxornedanus
bnedapodumos
MukpocTomMus

Hanuzm

Croma-KkaJaika
[TpeHaTambHAs THIIOTUIA3US
JKTOMHS XPYCTaITUKa
IAHEBpH3Ma

Bricokuii poct
IApaxHOAaKTHIINS

Muonus

IATa3ust MaTKH
['urnormasus SsMIHUKOB
Hannzm

Kopotkast mes
LLIeiHbIi nTepUruym

Heiipopubpomsr

[MsTHA «xOe ¢ MOTOKOM»
"amapTpoma paryxku
Hanuzm

BecHymku

IATIIa31s IMYEK
[EBHYXOHIHOE CIIOKEHUE
["UnoIuIa3us moJIoBOro ujieHa
3amepiKka HHTEIDICKTYaIbHO-
[0 Pa3BUTHUS

PaGora 4. [IpocMotpets (ororpaduu OOJBHBIX ¢ JAHHBIMHU 3a00JIeBaHUSAMH B mporpamme «SynDiagy.
BeusiButh qucMopdu3Mbl XapakTepHbIe U1 HAaceICTBEHHBIX 3a001eBaHU.

Pa6ora 5.. ITo mporpamme «POroki» 03HaKOMHUTBCS ¢ KIIMHUYECKOW KapTHHOW XPOMOCOMHBIX 3a00JeBa-
HHUI.

CamocrosiTe/IbHAA BHeayAUTOPHasi padboTa 00y4aloUIuXCcH 110 Teme:

3aoanus ona camocmosamenbHol 6HeayOUmMopHoU pabomvl CMyOeHmo8 No YKA3AHHOU meme:

102



1). O3HaKOMHTHCS C TEOPETUICCKUM MATEPUATIOM 10 TeMe 3aHATHS C UCIIOJIb30BAHUEM KOHCIIEKTOB JICK-
WA U PEKOMEHyeMOl Y4eOHOM JTUTepaTypHI.
2). OTBETUTH HA BOIIPOCHI 11 CAMOKOHTPOJIS:
e AHanu3 TCHETUYECKUX 0a3 JaHHBIX.
[TonsTre 0 OMOMETUIIMHCKOM 0a3e TaHHBIX.
Knaccudukanus OMoMeTUIIMHCKUX 0a3 JaHHBIX.
Hammonaneusiii Lentp 6nonnpopmaruku (NCBI).
baza nanneix "MenzeneBckoe HacieoBanue y ueiaoseka" (OMIM).
basa gaHHBIX reHeTHUYeCKHX TocieaoBatenpHocTeit (GenBank).
baza gaHHBIX pacmmpeHHON MeauIMHCKON uTeparypsl (PubMed).
e Human Gene Mutation Database (HGMB).
e basa nmanHbeix nocienoparenbHocTel 6enkoB (UniProt)
e basa nannpeix nocpsmieHHas 6enkam (PROteinSITESs)
e basa naHHbpIX HaclencTBeHHBIX Oone3nel (GeneTests)
e basa nmanHbpix o reHax yenoBeka (GeneCards).
3) IIpoBepuTh CBOM 3HAHUS C UCIIOIH30BAHHEM TECTOBOI'O KOHTPOJIS
VY4eOHBIM IJITAHOM HE MPEyCMOTPEHO.
4) [oarotoBuTh pedepart Mo CieayIIMUM TEMaM:
VY4eOHBIM IJITAHOM HE MPEyCMOTPEHO.
5) [loaAroToBUTH AHHOTAIMIO HAYYHON CTaThH IO TEME.
VY4eOHBIM MJIAHOM HE MPEyCMOTPEHO.
6) BeImoaHUTH Ipyrue 3a1anus, IpeaycMOTpeHHbIe pabodel mporpaMMoil Mo AUCHUILIIMHE.
Y4eOHBIM MJIaHOM HE MPEayCMOTPEHO.

Pexomenayemas aureparypa:
OcHoBHas:
1. boukoB H.IT.Knunnyeckas reneruka: yueOHukK ais By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononHuTenpHas:
1) Kossonun B.A., Koceix A.A., Poguna H.E. [IpenaTtansHast JHarHoCTHKA HACIEICTBEHHBIX
3200JIeBaHUI U BPOXKJICHHBIX TTIOPOKOB pa3BUTHs: yaeOHOe mocodue Kwupos: 2011.-88 c., ni.
2) Konenaesa E.B., Pomuna H.E.. O01as reHeTHKa U TEHETHKA YellOBEKa: yueOHoe mocooue/
Kupos, 2016. — 69 c.
3) MyroBus I'.P.. M. Kninnndeckast reHetika. ['eHOMIKA ¥ TPOTEOMHKA HACIISICTBEHHOM I1a-
TOJIOTHHU [DAEeKTpOHHBIN pecypc]: yuedHoe nocodue/ [DOTAP-Menua, 2010. - 832 c.: ui.
4) TopbynoBa, B.H., KopxxeneBckas M.A.. ['eHeTHKa B KIMHUYECKOM MPAKTUKE: PYKOBOJ-
ctBO Juist Bpauei/CI16.: Cnewut, 2015.-329 c.
5) Mymkambapos H.H., Ky3uenos C.JI. Monekynsipuast ouosorus: Yue6. [Tocodue st cty-
JIEHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6) DneKTpOHHBIC PECYPCHI:
1) http://www.hgmd.cf.ac.uk/ac
2) https://www.genetests.org/
3) https://www.ncbi.nlm.nih.gov/
4) http://omim.org/

Pa3neJ 6: 3ayeTHoe 3aHATHE.
TeMa 64 3aquH0e 3aHATHUEC IO TUCITUITJINHE «Me}]I/IHI/IHCKaﬂ IT€HETUKA)).

Hean: [IpoBepuTh TEOPETUUECKYIO MOJATOTOBKY CTYJAEHTOB IO Pa3Aeily «MEAUITMHCKASI TCHETUKA)

U YMCHHUC UCIIOJIB30BaTh TCOPCTUUCCKHUEC JAaHHBIC JIA PCIICHUA KOHKPCTHBIX CUTYAallUOHHBIX 3a/la4 U TC-
CTOB.
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3agaun: OUEHUTH YPOBEHb TEOPETUYECKMX U IPAKTUYECKUX 3HAHUN CTYIAEHTOB IO pa3leiy
«MenuIuHCKas TeHETHKAY.
OO0yuarmuiicsi 10J17KeH 3HATh:

IlonsiTHE MEIUIIMHCKOW TI'€HETUKH. XapAaKTEPUCTUKY HACIEACTBEHHOCTH U MATOJOTUH. | €HOM yenoBeka.
CrpykTypa u ¢pyHKuuu reHoB. Perynsnus skcnpeccuu reHoB. I'eHHble 00s1e3HH. XPOMOCOMHAs AaTOIO-
rust. MynbTu-gaxropuanbabie 3a0oneBanus. [IpopunakTuka Hacae1CTBEHHBIX 3a001eBaHnil. Meanko-
IeHETHYECKOE KOHCYJIbTUPOBAHHUE.

Oo0yuyarommuiics 10/1:keH yMeTh: PemaTs cuTyalluOHHBIE TEHETUYECKUE 3a1aUH.

OO0yuaromuiicss 10/1KeH BJaajeThb: [IpUMEHSTh HaBBIKM HCIIOJIB30BAaHUSA MH()OPMAIIMOHHBIX, OMOIHO-
rpagu4IecKuX PECypCcoB C LEIbI0 MOJIYYCHHUS HAYYHOU MH(GOPMAIIMH U OCYIIECTBICHNUS KOMMYHHUKAIIMH B
MEIHMIIMHCKOM COOOIIECTBE.

Hcnonp30BaTh KOMIBIOTEPHBIE TTPOTPaMMBI JIJII 00pabOTKH MEIUKO-TEHETHYECKUX UCCieI0BaHnid. Me-
JUKO-TEHETUYECKOW TEPMHUHOJIOTUEN. PellIeHnEM CUTYyallHOHHBIX T€HETUYECKUX 3aa4.

CamocrosiTesibHAsA ayiMTOPHAast pa0oTa 00y4aroIMXCs 10 TeMe:
1. OTBeTHTH HA BONPOCHI 110 TeMe 3aHATHS.

1. Myrarenes. Knaccudukanus myrauuii. ['eneparuBHbie 1 comarnyeckue myTtaun. CrioH-
TaHHBIM U UHAYLIMPOBAaHHBIA MyTallMOHHBIN IIpoLiecC. BBIABIEHNE U KOJUYECTBEHHBIN y4ET My-
TalHM.

2. T'eneTnueckuil KOHTPOJIb MYTALIMOHHOT'O NpoLecca. PaananmoHHbIii 1 XUMUYECKHH MyTa-
reHe3. MyrareHsl okpyskatomiend cpeapl. akTopsl, MOAHU(PHUIMPYIOMIXE MYTAIIHOHHBIHN IPOLIECC.

3. T'enomuka - Hayka o reHoMax. CTpyKTypHasi OpraHu3anus reHoMa IPOKapruoT U 3yKapuorT.
Knaccugukarus moBTOPSIIOIINXCS 2IEMEHTOB TeéHOMa. MexIyHapoJHbIi poeKT «I eHom yerno-
BEKA».

4. TlonynsLMOHHO-CTATUCTUYECKUH MeTo . ['eHeTnueckas CTpyKTypa nomyisauuu. YacToTbl
TeHOB U TeHOTUNOB. 3akoH Xapau-BaiinOepra. ['eneTnueckuii rpys.

5.  @akTopbl TMHAMUKU F'€HETUYECKOT0 COCTaBa MOMYJIALUU: Apei( reHOB, MyTallMOHHbIN
npolecc, MUIpaliy, H301paTeabHOEe ClIapuBaHue 0co0eil, ecTeCTBEHHBbIH 0TOOD.

6. Ilonsartue o eBrenuke. [lo3uTHBHAS M HEraTUBHAS €BIE€HHUKA: COIMAIbHBIE acrieKThl. Co-
BpPEMEHHbIE 3THYECKHE MPOOIeMbl MEAUIIMHCKON FeHETUKHU (KIIOHUPOBAHUE U T€HETHUYECKast
NacropTH3aIus).

7.  Meronbl MoneKyIsipHOI tuarHoctuku. OOIIMe HOHATHSL.

8. Tlonmmmepasnas nenHas peakuus (I1L[P), ocHOBHbIE MOHATHS (IPUHIIUII, TEMIIEPATYPHBIC
peXuMBI, cocTaB Oydepa).

9. Uenu u npuHIMI npoBenerus peakuuu [1JI[P® (momumopdus3m HH pecTPUKIIMOHHBIX
(bparMeHToB).

10. Ananu3 ogHOIETIOYEYHOTO KOH(opMarmonHoro noiauMopdusma (SSCP), tienu 1 npuHIMT
IIPOBEICHMUS.

11. CexBenupoBanue no CaHrepy - HeNH U IPUHLIUI IPOBEACHUS pEaKLUH.

12. PecTpHUKIIMOHHBII aHATH3.

13. T'eHorepamnus, mporpamma, e, MOIXOAbI. Y CIICTHBIE POSKTHI TeHHOHN TepanuH.

14. Tlonstue o papmakoreneruke. OCHOBHBIE LIENIH U 3a/1a4H.

15. MHuorogakropusie (MmynpTudakropuanbusie, bBHII) Oone3nu. ['enetnueckue u cpenoBbie
(baxTOpsl pUCKa.

16. Bru3HENoBBI METOI, SN, 3TAITbI, pacueT Ko3(urmeHTa XoIbIMHATEPA.

17. HacnenctBeHHbIe OOJIE3HU: STHOIOTH, KIACCU(DHUKALIMS, THITHI HACIE0BaHUs, OCOOCHHO-
CTHU KIIMHUYECKHUX IPOSBICHUI.

18. Cemmoruka HacieaCTBeHHBIX 3a0oneBanuil. [Tonarue cunapoma. OOmas xapakTepuCTUKa
HACJIEeJICTBEHHOM NaToJ0ruu. TepMUHOIIOTHSL.

19. Mukpoanomanuu pa3BuTHs (CTUTMBI IU33MOpPHOTeHEe3a), ONpeiesIeHHe, 11eb BBISBICHNUS,
0COOEHHOCTH KIMHUKO-MOP(]OIOrHuecKoro 0cCMOTpa BpauoM-T€HETHKOM.
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20. Tumnbl reHHBIX MYTAIlMii, HOHCEHC, MUCCEHC, CABUT PAMKHU CUUTHIBAHUS, CIUIAICHHTOBBIC
MyTaluul. MexaHu3Mbl TeHHBIX MYTallHil.

21. T'ennsle 60ne3nu. O6mme noustus. Knaccudukanus. [Ipumepsr.

22. Kinunuko-reHeajorudeckuit Mero. Tumbl HacneaoBanusa. KimuHudeckue mpuMepsl.

23. Oco0EHHOCTH ayTOCOMHO-JIOMUHAHTHOTO TUIA HacleAoBaHus. COCTaBUTh POJIOCIOBHYIO.
[Tpumepsl 3a0601€BaHUIA.

24. OcoOEeHHOCTH ayTOCOMHO-PEIECCUBHOTO THIMA HacsiegoBaHus. COCTaBUThH POIOCIOBHYIO.
[Tpumepsl 3a0601€BaHUIA.

25. OcobenHoctH Y CLEIUICHHOTO THMa HacienoBaHus. CocTaBUTh poocioBHYIO. [IpumMepsl
3a00JI€BaHUH.

26. OcobeHHoCTH X-CUEIUIEHHOTO JOMUHAHTHOTO THMa HacienoBaHus. COCTaBUTh POJOCIIOB-
Hyt0. [Ipumeps! 3a0601eBaHMiA.

27. OcobeHHOCTH X-CHEIUICHHOTO PEeLeCCUBHOTO THUIIA HACIIEOBAHHUS.

CocraButh ponocioBHyo. [Ipumeps! 3a00eBaHMiA.

28. luroruia3MaTuyecKuil WM MAaTEPUHCKUM TUT HacieaoBaHusa. COCTaBUTH POJIOCIOBHYIO.
[Tpumeps! 3a00eBaHU.

29. Hacnencreennsie 60sie3Hn oOMeHa. OO0mas XapakKTepUCTHKA U KJIaCCU(DUKAITHS.

30. MyKOBHUCIHI03: TE€HETHKA, TIEPBUYHBIA T€HETUYECKUH 1e()eKT, KIMHUKA, TATOreHe3, I1a-
THOCTHUKA, JICUYCHHE.

31. OeHUIKeTOHYpHS: TeHETHKA, TIEPBUYHBI OMOXUMUYECKUH 1e()eKT, KIMHUKA, HEOHATAIb-
HBI CKPUHUHT, ATOTeHE3, IMarHOCTUKA, JICYCHHE.

32. Cungpom Mapana: TUI HacIEIOBAHMUS, TATOTEHE3, TUATHOCTUKA, KIMHUYECKUE MPOSIB-
JICHHUS], JICUCHUE.

33. Bonesnu skcnancuu, cuHapoM Maptuna-bena, reHeTika, KIMHUKA, TaTOreHe3, IMarHo-
CTHKa, JICYCHHE.

34. OOmias xapakTepuCTUKa MUTOXOHIPHAIILHOM matosiorud. OCOOEHHOCTH TeHOMa MUTOXOH-
npuii. [Ipumepsl 3a00s1eBaHUT.

35. Opdannbie 3a6oneBanus. O0mue nousitus. [Ipumepsl. Peectp opdhanHbIX 3a007eBaHUT.
36. OOmras xapakTepUCTUKa U MEXaHU3Mbl XPOMOCOMHOMN MaTOJIOTHH.

37. T'eHoMHEBIe B CTPYKTYpHBIE abepparuu xpomocoM. Kiaccudukanus. [Tpumepsr.

38. Krnaccudukanus 1 MexaHu3Mbl XpOMOCOMHBIX MyTallui, cOalaHCUpOBaHHbIE U HecOalaH-
CHPOBAHHBIE CTPYKTYPHBIE ITEPECTPOIKH.

39. HacnexnctBeHHble 0051€3HU, 00YCIIOBIEHHBIE AHOMATUSIMH MTOJIOBBIX XPOMOCOM, OCOOEHHO-
CTH TCUCHHUS, IPUMEPHI.

40. Bpoxa€HHbIE TOPOKH Pa3BUTHS: OMpeeNieHne, Ki1acCu(UKaIysl, STHOIOTHUS, ITYyTH POQu-
JTAKTHKH.

41. Meroabl aHaNM3a KapuOTUIIA (ITUTOT€HETUYECKUE, MOJIEKYISPHO-IIUTOTEHETHUECKHUE),
MIPUHIIAITEI ¥ TUATHOCTHYECKUE 3a]a4H.

42. TlokazaHus A7 IUTOTC€HETUYECKOTO 00CIe0BaHUS B TIOCTHATAILHOM MIEPUOJE.

43. Cungpom [layHa: TUTI MyTalllu, MaTOTEHE3, JHATHOCTHKA, KITIMHMYECKHUE MTPOSBICHUS, Jie-
YEeHHUE.

44. Cunapom DaBapjca: TUI MyTalllH, MATOT€HE3, JUArHOCTUKA, KIIMHUYECKUE TIPOSIBIICHMUS,
JIEYEHUE.

45. Cungpowm [laTtay: Tum MyTanmu, maToreHes, TMarHOCTHKA, KIMHIUYECKUE MTPOSIBIICHNUS, Jie-
YEeHHUE.

46. Cunapowm lllepemeBckoro-TepHepa: THII MyTaIllH, TATOT€HE3, JMATHOCTUKA, KITMHUYC-
CKH€ MPOSBICHHUS, JICUCHHUE.

47. Cungpom KnaitHdenpTepa: THIT MyTalnu, MaTOTeHe3, TUATHOCTHKA, KITMHAYECKUE TTPOSIB-
JIeHUs, JIeYeHUE.

48. YactmuHble aHeyruionuu (CHHIPOM Boibda-XupmxopHa, «KOMadbero KpuKay), THII My-
TaIu¥, MaTOTeHe3, JUArHOCTUKA, KIMHUYECKHUE MPOSIBIICHUS, JICUCHHE.

49. TlpodwrakTuka HACIEICTBEHHBIX 3a00JI€BaHNH, YPOBHH, TOIX0AbI. [IoHATHE «TIEpPUKOH-
HENIIMOHHON MPOPUIAKTUKI.
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50. Menuko-reHeTH4eCKOe KOHCYIbTUPOBAaHUE. XapaKTEPUCTHKA POJIU Bpaya I'eHETHKA B
MPAKTUYECKOM 3[IpaBOOXPAHEHHH.

51. Menuko-reHeTu4ecKas ciyxoa: 1enb, 3aaaun. [lepedrcanTs moka3zaHus Uil HalpaBICHUS
Ha KOHCYJIbTALIMIO K Bpady I'€HETHUKY.

52. IlpenaranbHast quarHoctuka. O0Imas XxapakTepucTUKa, 1edb IPUMEHEHHSI, METO/IbI, CPOKH.
53. HewnHBa3uBHBIC METOBI TPEHATAIBHONW TUArHOCTUKHY (OMOXUMUYECKUN CKpUHHHT, Y 3M).
OO01as xapakTepUCTHKA, L1€]b IPUMEHEHUS], METO/IbI, CPOKHU.

54. VHBa3uBHbIE METO/IbI MPEHATAIILHON AuarHocTuku. O01as XxapakTepucTrKa, 1elb puMe-
HEHUS, METO/Ibl, CPOKHU.

55. CoBpeMeHHbIE I0JIX0/Ibl B HEMHBAa3UBHOW IIPEHATAIbHON AUArHOCTUKE (aHAJIU3 XPOMO-
COMHOM MaTOJOTHH 110 KPOBU MaTepU, IPEUMILJIAaHTALIMOHHAS IMarHOCTUKA).

56. KommbroTepHbIE TUarHOCTUYECKUE MPOTrPaMMBI. 3a7auHl, pelaeMble ¢ UX MOMOIIBIO.
[Tpumepsl mporpaMm.

2. [IpakTHyeckasi pabora.
3ayeTHOE 3aHATHE TO AUCUUIUIMHE «MEeTUIMHCKas TeHETHKa» MPOBOAUTCS B (pOPME UTOTOBOTO TECTA,
3alUThI pedepaTa u cobece0BaHUS 110 BOIIPOCAM.
CamocTrosiTe/IbHAS BHeayAUTOPHasi paboTa o0y4alouuxcs 1o Teme:
3aoanus ona camocmosamenvHoU 6HeayOUMopHOL pabomvl CMyO0eHmos8 no YKA3AHHOU meme:
1) Osnakomumbvcs ¢ meopemuyeckum Mamepuaiom no meme 3aHAmus ¢ UCNOIb306AHUEM KOHCNEKMOo8
JIeKYULL U/Unu pekomMeHOyemo yueOHoU Iumepamypbi.
2) Omeemums Ha 8onpocul OJisi CAMOKOHMPOs (RpUusecmu 60NPOCsl 0Jisk CAMOKOHMPOIs)
1. Myrarenes. Knaccuduxauus myrauuii. I'eHepaTuBHble 1 coMaTueckue MyTauuu. ClloHTaHHBIN
Y MHIYIHPOBAHHBIN MyTAllMOHHBIN ITpoLiecC. BhIABIECHNE U KOJMYECTBEHHBIN yUeT MyTalUil.

2. T'eneTnueckuil KOHTPOJIb MYTALIMOHHOTO NpoLecca. PainanmoHHbIi 1 XUMUYECKHH MyTa-
rere3. MyrareHsl okpyskatomien cpeapl. akTopsl, MOAHU(PHUINPYIOIIXE MYTAIIHOHHBIN ITPOLIECC.

3. T'enomuka - Hayka o reHoMax. CTpyKTypHas OpraHu3alus reHoMa IPOKapruoT U 3yKapuorT.
Knaccugukarus moBTOPSIIOMIKXCS SIEMEHTOB TeHOMa. Mex1yHapoJHbIi poeKT «I eHom yero-
BEKA».

4. TlonynsLMOHHO-CTATUCTUYECKUH MeTo. ['eHeTnueckas CTpyKTypa nomysisauuu. YacToTbl
TeHOB M FeHOTHIOB. 3akoH Xapau-Baiin6epra. ['enetnyeckuii rpys.

5. @akTopbl TMHAMUKH F€HETUYECKOT0 COCTaBa MOMYJISALUN: Apeld reHoB, MyTallMOHHBIN
npoliecc, MUIpaliy, n301paTeabHOEe ClIapuBaHue 0co0ei, ecTeCTBEHHBIH 0TOO0D.

6. Ilonsatue o eBrenuke. [lo3uTHBHAS M HEraTUBHAS €BrE€HHUKA: COIMATIBbHBIE aclieKThl. Co-
BpPEMEHHbIE 3THYECKHE MPOOIeMbl MEIUIIMHCKON FeHETUKHU (KIIOHUPOBAHUE U T€HETHUYECKast
nacropTH3anus).

7.  Meronbl MoneKyIsipHOI tuarHoctuku. OOIIMe HOHATHSL.

8. TMommmepasnas nenHas peakuus (I1L[P), ocHOBHBIE MOHATHS (IPUHIIUTI, TEMIIEPATYPHBIC
peXuMBI, cocTaB Oydepa).

9. Uenu u npuHIM nposenerus peakuuu [1JIP® (momumopdusm HH pecTPUKIIMOHHBIX
(bparmMeHToB).

10. Ananu3 ogHOIETIOYeYHOTrO KOH(popMarmonHoro noaumopdusma (SSCP), nenu u npuHIUT
IIPOBEJCHUS.

11. CexBenupoBanue no CaHrepy - HeNH U IPUHLIUI IPOBEJACHUS pEeaKLUH.

12. PecTpUKIMOHHBIN aHAIN3.

13. T'eHorepamnus, mporpamma, Iei, MOIXOAbI. Y CIICTHBIE IPOSKTHI TeHHOH TeparuH.

14. Tlonstue o papmakorenerrke. OCHOBHBIE LIENIU U 3a/1aUH.

15. Mmuorodakropusie (MmynsTudakropuanbusie, bHII) 6one3nu. ['enernyeckue u cpenoBbie
(baxTOpsl pUCKa.

16. Bau3HENOBBI METOI, IIEJTH, ITAITBI, pacueT K03 puImeHTa XoIbIIMATEPA.

17. HacnenctBeHHble O0JE€3HH: STHOIOTUSA, KIACCU(PHUKALIMS, THIIBI HACJIEI0BaHUs, OCOOCHHO-
CTH KJIMHUYECKUX MPOSIBICHUH.
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18. Cemmornka HacieaCTBEHHBIX 3a0oneBanuil. [lonarue cunapoma. OOmIas XxapaKTepuCTUKa
HACJICACTBEHHON NATOJIOTUHU. TepMUHOIOTHSL.

19. MukpoaHomanuu pa3BUTHs (CTUTMBI IU33MOPHOTeHE3a), ONpeieTICHNE, 1€ BBISBICHUS,
0COOCHHOCTH KIIMHUKO-MOP(OIOTHIECKOTO OCMOTPA BPauOM-TEHETHKOM.

20. Twurbl reHHBIX MyTallMid, HOHCEHC, MECCEHC, CIBUT PAMKHU CUUTHIBAHHUSI, CIUIAHiCHHTOBBIC
MyTaluuu. MexaHu3Mbl TEHHBIX MYTalHil.

21. T'ennble 60ne3nn. O6mme nousaTus. Knaccuduxamus. [Tpumepsr.

22. KnuHHKO-TeHeanmorndeckuit meron. Tumnel HacnepoBaHus. KimHUYECKe TpUMEpHI.

23. Oco0EHHOCTH ayTOCOMHO-IOMUHAHTHOTO TUIA HacleAoBaHus. COCTaBUThH POJIOCIOBHYIO.
[Tpumepsl 3a0601€BaHUIA.

24. OcoOeHHOCTH ayTOCOMHO-PEIIECCUBHOTO THIA HacieaoBaHus. COCTaBUTh POJIOCIOBHYIO.
[Tpumepsl 3a0601€BaHUIA.

25. Ocobennoctu Y clLeIuieHHOTro THIa HachenoBaHus. CocTaBuTh poocioBHy0. [Ipumepsl
3a00JIeBaHUM.

26. OcobenHoctr X-CUEIIEHHOTO JOMHHAHTHOTO THITA HacaenoBaHus. COCTaBUTh POJOCIIOB-
Hyto. [Ipumepsl 3a001eBaHUT.

27. OcobeHHOCTH X-CIEIUICHHOTO PEIIECCUBHOTO THIIA HACIICOBAHHUS.

CocraBuTh posiocioBHyt0. [IpuMepsl 3a00seBaHuUi.

28. llurorurasMaTHyecKUil WIM MAaTEPUHCKHIA TUT HaclieAoBaHUs. COCTaBUTH POJIOCIIOBHYIO.
[Tpumepsl 3a001€BaHUIA.

29. Hacnencreennsle Oone3nu oomMena. O0Imas XapakTepiuCcTUKa U Kilaccu(uKanusi.

30. MyKOBHUCIH]I03: TEHETHUKA, TICPBUYHBII TCHETHYCCKUH Te()eKT, KIMHUKA, TAaTOrCHE3, Iha-
THOCTHKA, JICUCHHUE.

31. OcHHUIKETOHYPHS: TEHETUKA, TICPBUYHBIH OMOXUMUYECKUH Je(heKT, KIMHUKA, HEOHATAIb-
HBI CKPUHUHT, TIATOTEHE3, THarHOCTHKA, JICUYCHHE.

32. Cungpom MapdaHna: TUI HaCJICIOBAHUS, TATOTEHE3, TUATHOCTUKA, KIMHIUYECKUE MTPOSIB-

JICHHUSI, JICUCHHE.
33. bonesnu skcnancuu, cuHapoM Maptuna-benna, reHeTrka, KIMHUKa, MaTOreHe3, JHarHo-

CTHKa, JICYCHHUE.
34. OO6mas xapakTepucTUKa MUTOXOHIpUaIbHOM naToiaoruu. Oco6eHHOCTH reHoMa MUTOXOH-
npuil. [Tpumepsl 3a0051€BaHUH.

35. Opdannsle 3a06oneBanus. O0mue nousatus. [Ipumepsl. Peectp opdannbix 3aboseBanuil.
36. OOmas xapakTepuCTHKa K MEXaHU3MbI XpPOMOCOMHOMW TaTOJIOTHH.

37. I'enomHbIe U CTpYKTypHBIE abepparuu xpomocoM. Kiaccuduxanus. [Tpumepsr.

38. Krnaccudukanus m MeXaHU3Mbl XpOMOCOMHBIX MyTallui, cOalaHCHPOBaHHBIE M HecOaIaH-
CHUpPOBaHHBIE CTPYKTYPHBIE NIEPECTPOIKH.

39. HacnexncrBenHsie 00s1e3HU, 00YCIIOBIEHHBIE AHOMAITUSIMHE TTOJIOBBIX XPOMOCOM, OCOOCHHO-
CTH TEUEHUs, TPUMEPBI.

40. BpoxaéHHbIC TOPOKU PA3BUTHUS: OINIpEIeNIeHUE, KIacCu(UKaIus, STHOIOTHS, ITYyTH MPOopu-
JaKTHKH.

41. Meronapl aHAIM3a KapUOTHUTIA (ITATOTEHETUYECKUE, MOJICKYJIIPHO-IIUTOT€HETUUECKHE ),
HOPUHIUIBI U JUATHOCTHUECKUE 3a/1a4H.

42. TloxazaHusl U IUTOT€HETHYECKOTO 00CIIEIOBaHUS B IIOCTHATAIIEHOM TIEPUO/IE.

43. Cungpom [layHa: TUI MyTallMu, TaTOTeHE3, MArHOCTHKA, KITMHUYECKHUE MTPOSBICHUS, Jie-
YeHHE.

44. Cungpom DnBapjica: TUIl MyTalluu, MaTOTeHE3, JUArHOCTHKA, KITMHUYECKUE MTPOSBICHNU,
JIeYeHue.

45. Cunpgpowm [latay: Tun MyTanuu, maToreHes, TMarHOCTHKA, KIMHUYECKUE MPOSBICHNUS, Jie-
YeHHE.

46. Cungpowm lllepemesckoro-TepHepa: TUIT MyTalluy, TaTOreHe3, TUArHOCTUKA, KIIMHUYE-
CKH€ TIPOSIBIICHHSI, JICUCHHUE.
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47. Cungpom KnaitHdenbTepa: TN MyTalluy, TaTOTEHE3, JUATHOCTHKA, KITMHUYECKUE MPOSIB-
JIEHUs, JIeYEHUE.

48. Yactuunble aHeymionuu (CHHIpoM Bombda-XupiuxopHa, «Komadybero Kpuka), THII My-
TallM, IaTOre€He3, TUarHOCTUKA, KIMHUYECKUE MPOSBICHMUS, JIEUCHHUE.

49. TlpodwunakTuka HacIEICTBEHHBIX 3a00JI€BaHUM, YPOBHH, 0OaX0Abl. [loHATHE «TIEpUKOH-
LENIHUOHHOMN MPOMUITAKTUKI.

50. Menuko-reHeTH4eCcKOe KOHCYIbTUPOBAaHUE. XapaKTEPUCTUKA POJIU Bpaya T'eHETHKA B
IPAaKTUYECKOM 37paBOOXPAHEHUU.

51. Menuko-renerndeckas ciyx0a: 1eib, 3agauu. [lepeunciuTs noka3zaHus JUis HalpaBiIeHUs
Ha KOHCYJIbTALMIO K Bpady I'€HETUKY.

52. IlpenatanpHas quarHoctuka. O0Imas XapakTepUCTUKA, 11eJb IPUMEHEHUS, METObI, CPOKH.

53. HewHBa3uBHBIC METO/IbI MPEHATATHLHON TUATHOCTHKYU (OMOXUMUYECKH CKpUHUHT, Y3U).
OO011ast XapakTepUCTHKA, L1€JIb IPUMEHEHHUS, METO/Ibl, CPOKH.

54. VHBa3uBHBIC METO/IbI MPEHATAILHOM MUAarHoCTUKU. OOIas XapakTepUCTHKA, IENb IPHUMe-
HEHMs, METO/IbI, CPOKHU.

55. CoBpeMeHHbIE I0JIX0/Ibl B HEMHBAa3UBHOW IIPEHATAIbHON AUArHOCTUKE (aHAJIU3 XPOMO-
COMHOM NaTOJIOTUHU 0 KPOBU MaTEpH, MPEUMIIAaHTALMOHHAs TUarHOCTUKA).

56. KommbroTepHbIE TUarHOCTUYECKHE IPOTPaMMBI. 3aaull, pelaeMple ¢ MX OMOIIBIO.
[Tpumepsl porpamm.

3) IIposepums 80U 3HAHUSL C UCNONL30BAHUEM MECMOBO20 KOHMPOJISL.
1. BoibepuTe O1H NpaBUIbHBINA OTBET.

Yro Takoe MOJIEKYJISPHBINA 30H[: a) KoMIuleMeHTapHbIi yyacTok /IHK; 6) npoTskeHHBIH y4acToK
JHK, xommiementapubiii mocienoBareiabnoctu JJHK, conepikaiieit MyTaHTHBIN T€H; B) CHHTETHYECKAs
OJIMTOHYKJIEOTH]IHAsi Me4eHas (PaJuOaKTUBOHO WJIM (DIIOOPECIIEHTHO) IOCIEeA0BaTEIbHOCTh, KOMILIE-
MEHTapHas MyTaHTHOMY WJIM HOPMaJIbHOMY I'€HY.

2. BeiOepute 0aMH NPaBUIbHBIN OTBET.

Amndnukanusi TEHOB - 3TO: a) uAeHTH(UKanus nocienaoBatensHoctu ocHoBanuii JJHK; 6) mHo-
rokpaTHoe noBTropeHue kakoro-nu6o ydactka J{HK; B) Beinenenue ¢pparmenra JHK, coneprxarero usy-
Y4aeMBbIii TeH.

3. BriOepuTe 01MH NpPaBUIIbHBINA OTBET.

Kak Ha3bIBaloTCS XpOMOCOMBI C KOHIIEBBIM PACIIOIOKEHUEM IIEHTPOMEPHI: a) METAlleHTpUYecKue; 0) ak-
POLIEHTPUYECKHUE; B) CyOMETallEeHTPUUECKHUE; T) TULEHTPUKH.

4. BoiOepuTe Ba NpaBUIIbHBIX OTBETA.

Jlnist mpoBeieHUs] IUTOT€HETUYECKOTr0 aHaIM3a UCTIONIb3YIOTCS: a) MBILIEUHbIE KJIETKH; 0) 3pUTPOLIUTHI; B)
OuonTaT XOpUOHa; I') SMOpHUOHAJIbHASL TKaHb.

DTaJI0HBI OTBETOB:
1.—B);2.—0);3.—0);4. —B),I).

4) Iloocomosums peghepam no credyrouum memam:
59. I'eHHBII ypOBEHb OPTaHU3AIMH HACIIEACTBEHHOTO MaTepraia. XMMHUECKasi OpraHu3allvs reHa.
60. MoHOMepBI HYKJIEMHOBBIX KUCIIOT — HyKJIeoTu bl. Bunel Hykineorunos JIHK n PHK.
61. buonornyeckuii (reHETUYECKHIA) KOJT 1 €70 CBOKCTBA.
62. CpoiictBa IHK: peruinkanus u pernapanus.
63. OcHoBHBIE pa3nuuns B ctpoennu u pyakmmsx JJHK u PHK.
64. Jlokanu3amus HyKJIEMHOBBIX KUCIIOT B KJIETKE.
65. HyxirennoBble kuciaoTsl. Buabl HykiienHoBbIX kucinoT. JJTHK n PHK kak 6mononmmepst.
66. Buast PHK. Ctpykrypa AHK. Mogens [x. Yorcona u ®@. Kpuxka.
67. Drambl peanu3anuy reHeTndeckor nHpopmanuu. Tpanckpurus u mporeccuar PHK.
68. Dramnbl peanu3anuu reHeThyecko nHGpopManuu. TpaHCIALus U MOCTTPAHCIALMOHHBIE U3Me-
HEeHMs Oerka.
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69.

['ennbie mytauuu. Onpenenenue. Knaccudukanus. Myron. Bo3mokHble MeXaHH3MBbl BO3HHK-

HOBEHHMS U MOCIIEJCTBUS TeHHBIX MyTanuil. [Ipumepsl y yenoseka.

70.
71.
72.
73.
74.
75.
76.
77.
78.
79.
80.
81.
82.
83.
84.
85.
86.
87.
88.
89.
90.
91.
92.

buonornueckue anTuMyTalnoHHble Mexanu3msl. Penapanus JTHK.

OTHOIOTHS, TATOTeHe3 U 0COOEHHOCTH KIIMHUKU XPOMOCOMHBIX 0OJIe3HEH.

JlmarHocTrka XpoOMOCOMHBIX OOJIe3HEH.

Cungpowm Ilaray. Dtrosorus, KIMHUKa, XapaktepHsie BIIP.

Bpoxpaennsie mopoku pa3Butus npu cuaapome Jayna.

Cungpom JlayHa: BapuaHThl KIMHUYECKON KapTUHBI.

[TpyHLIMIIBI TMATHOCTUKY U JiedeHust 0one3nu JlayHa.

[TostucomMuu 1o MOJIOBBIM XPOMOCOMAM.

CHUHAPOMBI YaCTUYHBIX aHIYIUIOUIAUM.

[IprurHBI XPOMOCOMHBIX aHOMAJIMI ¥ UX PACHPOCTPAHEHHOCTD.

Cunnpom fra-X. DTHOIOTHUS, TATOT€HE3, KIIMHUKA, TUarHOCTUKA, JICUYCHHE.

Cungpom Knaitndenbrepa. ITHONIOTHS, TATOr€HE3, KIMHUKA, TUAarHOCTUKA, JICYCHHE.
Cunzapom Tpurio-X. ITHOJIOTHS, TATOINEHE3, KIIMHUKA, IMaTHOCTUKA, JICUCHHE.
OTHONOTHS U KIacCU(UKAIHS TeHHBIX OOJIe3HEH.

bone3np AnpureiiMepa. ITHONOTUS, TATOTE€HE3, KIMHUKA, TUATHOCTUKA, JICUCHHUE.
Cunapom Mapgana. DTHoNIOTHS, TATOreHEe3, KIIMHUKA, THarHOCTUKA, JICUCHHE.

Cunapom Dnepca-/lannoca. DTHOIOTUs, IATOreHE3, KIMHUKA, TUAarHOCTUKA, JICUCHUE.
AxoHJporuiasusi. OTHOJIOT S, TIATOT€HE3, KIMHUKA, IMarHOCTUKA, JIEYCHHE.

MeTo1p1 TMarHOCTUKYU T'eHHBIX 3a00JICBaHUI.

CewmeliHas TUIepX0JaeCTEpUHEMHUSI. DTUOJIOT UL, TATOTEHE3, KIIMHHUKA, TUArHOCTHKA, JIEYEHHUE.
[Tepokcrucomubie 601€3HU. DTHOIOTHS, TATOT€HE3, KIIMHUKA, TUarHOCTUKA, JICYCHHE.
Muonarus [romenna-bekkepa. 3tuonorus, naToreHes, KIMHUKA, JUArHOCTUKA, JICYCHHE.
CHUHIIpOM TECTUKYJISPHON (heMUHU3aUU. DTHOJIOTHS, TATOTeHEe3, KIIMHUKA, TUarHOCTUKA, Jie-

YCHUC.

93.
94.
95.
96.
97.
98.
99.

100.
101.
102.
103.
104.
105.
106.
107.
108.
109.
110.

Xopes 'eHTUHITOHAa. DTHOJIOTHS], TATOr€HE3, KIIMHUKA, TMarHOCTUKA, JIEYEHUE.
HeiipopubpomaTos. DTronorus, maroreHes, KIMHUKA, JHATHOCTHKA, JICUYCHHE.
AJIpEHOTr€HUTAIIbHBII CUHAPOM. DTUOJIOTUs, TATOTE€HE3, KIMHUKA, JUAarHOCTUKA, JICYCHHE.
MuoTtonuueckast TUCTpodusi. ITHONIOTHS, MATOTeHE3, KIIMHUKA, TMaTHOCTHKA, JICUCHUE.
MeTop1 3ydueHust 0oJe3Hel ¢ HacIeACTBEHHON MPeapacioioKeHHOCTBIO.

Accoruaniusi HacJIeJICTBEHHBIX 00s1e3Hel ¢ cucteMoit antureHos HLA.

['unepTonnyeckas 60e3Hb. [ eHeTHUECKHEe OCHOBBI MPEAPACTION0KEHHOCTH.

SAzBennas 6omne3ns xenynka u JAIIK. 'eHeTnueckre 0OCHOBBI MPeIPacioiOKEeHHOCTH.
WNucynun3aBucUMBI caxapHbIil 1uadeT. ['eHeTnyeckue OCHOBBI MTPEIPACTIONOKEHHOCTH.
['eneTnvecku 00ycIOBIIEHHAS] HETIEPEHOCUMOCTD JICKAPCTBEHHBIX MPETapaToB.
HenepenocumocTs ritoreHa. ['eHeTnueckne 0CHOBBI PEAPACTIONO0KEHHOCTH.
[TurmenTHas kcepoaepma. I'eHeTnyecKkre OCHOBBI MPEIPACTIONOKEHHOCTH.
Ankoronusm. ['eHeTnyeckre OCHOBBI MPEAPACTIOI0KEHHOCTH.

['eHeTnueckre OCHOBBI paka.

CTpyKTypa MEIUKO-TeHETHYECKON CITYyKObI U ee QYHKIIUH B 3[PaBOOXPAHEHUU.
[IpexoHnuenimonHas npopuIakTUkKa.

Ponb reHHOM MHXeHEPUH B MPOQPIIIAKTUKE HACTEACTBEHHBIX OOIE3HEH.
Menuko-reHeTHYeCKOe KOHCYIFTHPOBAHUE HACEICHHS - OCHOBA PO UIAKTUKH HACIIET-

CTBEHHOM I1aTOJIOTUH.

111.
112.
113.
114.
115.
116.

CrpykTypa 1 opranusanus MEAUKO-TEHETUYECKUX KOHCYIIbTal[UH.
[IpenaranbHas IMarHOCTUKA BPOKIAEHHBIX TOPOKOB PA3BUTHS.
CKpUHUHT-METO/IbI, UX 3HAU€HHE B TPO(DUIAKTUKE HACIIEICTBEHHONW MAaTOJIOTHH.
[IpenmnianTallMOHHAs JUArHOCTHUKA.

AMHMOIIEHTES.

[TnanupoBaHne ceMbU KaK METOJ MPO(HUIAKTUKH HACIEICTBEHHBIX OOJIE3HEH.

5) Iloocomosums anHOmMayuio HAY4HOU CMamvu no meme.
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Y4eOHBIM IJIAHOM HE TPEIYyCMOTPEHO.
6) Buinonnums Opyeue 3a0anus, npedycmompentvle pabouell npocpammor o OUCYUNIUHe.
Y4eOHBIM IJIAHOM HE TPEIyCMOTPEHO.

Pexomenayemas quteparypa:
OcHoBHa4:
1. boukoB H.IT.Knunndeckas renetuka: yueOHuk st By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononuurenbHast:
1) Kossonun B.A., Kocbix A.A., Poguna H.E. [TpenatanbHasi TuarHoCTHKA HACICICTBEHHBIX
3a00J1€BaHU U BPOXKJICHHBIX IIOPOKOB pa3BUTHsL: yueOHoe mocoobue Kupon: 2011.-88 c., .
2) Komnenaesa E.B., Pomquna H.E.. OO01iast reHeTHKa 1 TeHETHKA YelioBeKa: yueOHoe mocobue/
Kwupos, 2016. - 69 c.
3) Myrosun I'.P.. M. Kiinnudeckas reHetrka. ['eHOMUKA U IPOTEOMHKA HACIIEICTBEHHOM Ta-
TOJIOTUU [ DIEKTpOHHBIN pecypc]: yueoHoe mocooue/ I'DOTAP-Menua, 2010. - 832 c.: ni.
4) TopoOynoBa, B.H., KopxeneBckast M.A.. 'eHeTHKa B KITHHHYCCKON TPAKTUKE: PYKOBOJI-
ctBo mis Bpaueit/CI16.: Cnergmut, 2015.-329 c.
5) Mymkambapos H.H., Ky3suenos C.JI. Monekynspras ouosorus: Yue6. [Tlocobue mis cTy-
JIeHTOB MeA.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6) DJeKTPOHHBIC PECYPCHI:
1) http://omim.org/

Cocrasutens: Komenaesa E.B.

3aB. kadenpoit Konenaera E.B.
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denepanbHOE rOCyIapCTBEHHOE OI0PKETHOE
00pazoBaTebHOE YUPEKACHUE BHICIIIETO 00pa30BaHUS

«KupoBckuii rocy1apcTBEHHbI MEAUIIMHCKUIN YHUBEPCUTET»
MunuctepcTBa 3apaBooxpaneHus Poccuiickoit deneparuu

Kadeapa BUOJIOTUN

Ipuio:xkenne b k padoueil nporpaMMe TUCUMILIHHBI

OLEHOYHBIE CPEJACTBA
AJIsl IPOBe/IeHUS TEKYILIero KOHTPOJIS U MPOMEKYTOUHOM aTTecTAlMU 00y4aroluXcs
1O JUCHUIJIHHE

«MeauUUHCKAs TeHeTHKA»

Cnemmansnocts 30.05.01 JleueOHoE 1en0

Hamnpasnennocts (npo¢uis) OIIOII - JleueOHoe neno

1. Ilepeyen» KoMIeTeHUMI ¢ YKa3aHHEM 3TANOB UX (pOpMUPOBaHUSA B Ipolecce OCBOCHHUS
0o0pa3oBaTe/ibHOI NPOrpPaMMBbl

Kon Conepxanue PesynbTaThl 00y4eHus Paznenst Howmep
KOMIIe- | KOMIIETEHIIUU OUCHUILTU- | CEMecT-
TEHIUU HBI, TIPH pa, B KO-

3uamo Ymemo Braoemw OCBOEHHH TOpOM
KOTOPBIX hopmu-
dopmupyer- | pyercs
sl KOMIIe- KOoMIIe-
TEHIUS TEHIUs
OIIK-1 | rororoctsio | 31. V1. Hecnons- | Bl. HaBbika- | Pazoen 1. 3 ce-
pemars craH- | .OCHOBHYIO 30BaTh He Me- | MU YTCHUA U | Bgedenue 6 | mecmp
JapTHBIE  3a- | MEAHKO- Hee 900 Tep- | TMChMA Ha MeOuyuH-
naqn mpodec- ounoJrornye- MHHOJIOTHYE- JIATHHCKOM CKYIO  2eHe-
CHOHATBHOM CKyro W (ap- | ckux eauumi u | A3BIKC aHa- MUKy.
NesTenpHOcTH | MALCBTHYIE- TEPMHUHOAJIE- TOMHYECKHX, | 11 .m00-
¢ ucmonbso- | SV TEPMH- | MEHTOB. KJIMHK4C- CINGCHHOCIID
HOJIOTHIO  Ha CKuX, (apMma-
BAHHEM  HH- | oo owon " nepTigeckux | AMONOSUA.
(opmaryon- JIATUHCKOM TEPMUHOB U Pasoen 2.
HBIX, OMONNO- | gspike. PELEITOB. I'enom wueno-
rpagu4YecKux 6exa.
pecypcoB, Me- Cmpyxmypa
JIKO- u  pynkyuu
Ouosiornye- eenos. Pezy-
CKOH TepMH- nAayus  9Kc-
HOJIOTHH, WH- npeccuu  2e-
dhopmarmon- HO8.
HO- Pasoen 3.
KOMMYHHKa- I'ennvie  60-
IIMOHHBIX JIe3HU.
TEXHOJIOTHIN U Pasoen 4.
y4e€eToM  OC- Xpomocom-

HasA namoJiio-
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HOBHBIX Tpe- eusi.
OoBaHUU WH- Pasoen 5.
¢dbopmanmon- Xpomocom-
HOW Oe3omac- Has namoo-
HOCTH eusi.

Pasoen 6.
Mynomu-
gaxmopu-
anvHvle  3a-
bonesanusl.
Pasoen 7.
IIpoghunax-
muxa
Hacneo-
CMBEHHbIX
3a001e8anull.
Meouxo-
2eHemuye-
cKoe KOH-
CynIbmuposa-
Hue.

OIIK-4 | CnocobHo- 32.0cHOBBI Y2. CoOmo- | B2. Ipunmu- | Paszoden 6. 3 ce-
CTBIO ¥ TO- | MEIUIINH- JaTh MOpailb- | IaMH  BPa- | [Jpoghunax- | Mecmp
TOBHOCTBIO CKOM  JIEOH- | HO-IIPaBOBBIE | UEOHOI muka
peannu3oBaTh | TOJIOTMHM IIPH | HOPMBI;  CO- | IEOHTONOTUH | ygcne0-
TUYECKUE U | pabore c | Onronate U BpadeOHOH | ~meennbix
JICOHTOJIOTH- | KOJUIETAaMH | | IPAaBWJIA Bpa- | 3TUKH;  CIO- | 34601e6anuil.
YECKUE NPHUH- | MEIUIUH- 4eOHOM ITUKU | COOHOCTHIO Meouxo-
UMbl B TPO- | CKUM TIEPCO- | U JEOHTOJIO- | COOM0IaTh —
(I)GSCI/IOHaHB— HAJIOM, Ta- | TUM, 3aKOHBI | STHYECKHE cxoe O
HOM JieATeNb- | IMEHTaMd | | M1 HOpPMAaTHB- acneKTvLI Bpa- S ——
HOCTH. ux pOJ- | HbIE aKThl MO | UeOHOU Jes- e,

CTBEHHUKa- pabote C | TEIBHOCTH B
MHU. KOH(QHJIEHIIU- | OOIEHUH  C
QNbHOW  WH- | ACTbMH u
dbopmaruelt, | moapocTka-
COXPaHSTh MU, UX POJHU-
BpaueOHYIO TEJSIMH u
TaliHy, CTpe- | pOACTBEHHU-
MUTBCS K TIO- | KaMHU.
BBIIIICHUTO
CBOETO KYJIb-
TYPHOTO
YpOBHSI,  3a-
KOHBI M HOp-
MaTUBHBIC
IIPaBOBBIE

aKkTbl IO pa-
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0oTe C KOH-

buaeHIMATb-
HOW  mH(oOp-
MalHEN.

OIIK-7 | T'otoBHocthio | 31. O6mme | Y1. HWurep- | Bl. Meauxko- | Pasoden 3. 3 ce-
K  HCIONb30- | 3aKOHOMEp- | IPEeTUPOBaTh | OMONOTUYEe- | [epnpie  6o- | MeCmp
BaHUIO OC- | HOCTU  TIPO- | PE3yJIbTaThI CKUM  IOHSA- | se31u
HOBHBIX (M- | UICXOXKICHUSI | TEHETHYECKO- | THHHBIM  arl- Pazoen 4.
3HKO- U Pa3BHUTHUA | TO  aHAJM3a. | IAPaTOM.

XMMHYECKUX, | )KU3HHU, CBOU- | UHTEepnpeTn- | Merogamu Xpomocon-
MaTeMaTH4de- | CTBa OHWOJIO- | pOBaTh  pe- | U3Y4eHUs Az namonro-
CKUX W HWHBIX | THYECKUX 3yJIbTaThl Jla- | HACJIE- i
CCTECTBEHHO- | CHCTEM, aH- | 6OpaTopHbIX | crBeHHOCTH | D asoen 5.
HAyYHBIX TI0- | TPOIIOT€HE3 U | METO/IOB JIMa- | YEIIOBEKa. Mynomu-
HSATHA W Me- | OHTOTCHE3 THOCTHKH Ta- | HaBbikamu gaxmopu-
TOJIOB IpH | YeJI0BeKa. pa3UTapHBIX U | MUKPOKOMH- | albHble  3a-
pelIeHUH CoBpemeH- HACJIEJICTBEH- | POBaHUSI. bonesanusl.
npodeccuo- Hbl€ METOJBI | HBIX  OoJe3- Pazoen 6.
HaIBHBIX 3a- | TCHCTHKHU Ye- | Hel y JAeTed u Mpodpunax-
nad. JIOBEKa, OC- | MOJPOCTKOB. P

HOBHBIC TI0- | [IpUTOTOBHTH HaCHeD-

HSATHUS U TPO- | BpEMEHHBIC —

O6membl  OMO- | MEKpOTIpena- .

3a001e8anull.

cepsr U | paTtel OHOJO-

9KOJIOTHUH, IMYECKUX Meouxo-

Ouonorude- | OOBEKTOB U cenemuie-

CKHE  Tpei- | UCCIe0BaTh cKoe Kon-

MOCBUTKU UX C IIOMO- cyrbmuposd-

JKU3HEEs- IIBI0  COBpe- nue.

TEIHHOCTH W | MECHHOH MHK-

HKOJIOTUU pocKoInye-

YeloBeKa. CKOM TeXHHU-

CoBpemen- KH.

HOE  Tpea-

CTaBJICHHE O

reHOME  4e-

JIOBEKa, MO-

JIEKyIspHBIE

OCHOBBI

Hacle/I-

CTBEHHOCTH,

poH

HaCIe/I-

CTBEHHOCTH B

oTpeIeIICHUN

3I0POBbS |

MIATOJIOTHH.

[1K-20 l'otoBHOcThIO | 31. Matema- | V1. Tlons3o- | Bl. Hassika- | Pazoen 1. 3 ce-
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K aHamu3y |
nyOJINYHOMY
IpeCcTaBe-
HUIO  Meau-
LIMHCKOW WH-
dopmanuu Ha
OCHOBE JIOKa-
3aTeJIbHOU
ME/IULIUHBL;

TUYECKUE Me-
TONBI  pelie-
HUS  WHTEN-
JEKTyalTbHBIX
3aJa4 U X
MIPUMEHEHUE
B ME/IHIINHE;
TEeOopeTHye-
CKHE OCHOBBI
nHpopMmaTu-
KU, coop,
XpaHeHHe,
TIOUCK, TIepe-
paboTka,
npeoOpazo-
BaHWE, pac-
pocTpaHe-
Hue wuHboOp-
Mallid B Me-
JTUITHCKUX |
ouonoruye-
CKHX CHCTe-
MaX, HCIIOJb-
30BaHUE WH-
dbopmarnon-
HBIX KOMITb-
IOTEPHBIX CH-
CTEM B MEJIH-
[UHE U 3]Ipa-
BOOXpaHe-
HUH.

BaThCs Yy4eO-
HOM,  Hayd-
HOHM, Hay4HO-
MO YJIIPHOMN
JIUTEPaTypOH,
cetpt0  MH-
TEpHET  AJIA
npodeccuo-
HAJILHOU JHes-
TEJIbHOCTH;
IPOU3BOIUTH
pacueTrsl 1O
pe3yibTaTtam
IKCIIEPUMEH-
Ta,  IPOBO-
JUTh 3JIEMEH-
TapHYIO CTa-
TUCTHYECKYIO
00paboTky
AKCIIEPUMEH-
TAJIbHBIX
JTAaHHBIX.

MU  TIOMCKa
MEIUIIIH-
ckoil uHpOp-
MaIuu B
y4eOHOi,
HAay4HOU JIH-
TepaType, B
TOM YHCIE C
UCIIOJIb30Ba-
HUEM  CETH
Hutepner;
HaBbIKaMU
pecTaBIie-
HUS U 00-
CYXKICHHS
MEIUIIHH-
ckori uHGOP-
MaIuu.

Bgeoenue ¢

MeOUYUH-
CKYI0
MUKy.
Hacneo-
CMBEHHOCMb
U RAMo02Usl.

Pa3zoen 2.

T'enom ueno-
6exa.
Cmpykmypa
u  pyuxyuu
2eHos. Pezy-
JAYUA
npeccuu
HO8.

Pa3zoen 3.

[enunvie

2EeHe-

IKC-
ce-

oo-

JIe3HU.
Pa3zoen 4.

Xpomocom-
Has namoo-
2usl.

Pazoen 5.
Mynomu-
gaxmopu-
anbHble
bonesanusl.
Pazoen 6.

Ipoghunax-
muKa

3a-

Hacneo-
CMBEHHBIX
3ab01e6aHuUl.

Meouxo-
2eHemuye-
cKoe
CYIbmuposa-
Hue.

KOH-

mecmp

2. Iloka3aTenu U KpUTEPUH OLEHMBAHMS KOMIETEHIMII HA Pa3JIMYHBbIX dTanax ux (popmmu-
pOBaHusl, ONMCAHUE IKAJ OLleHNBAHUS

[TokaszaTenn Kpurepun u nmikansl OEHUBAHUS OuenouHoe cpea-
CTBO
OTICHHBAHHA He 3aureno 3auTeHo 3auTeHo 3auTeHo
JUIA JUIA
TEKY- poMe-
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IIEro JKyTOU-

KOH- HOH aT-

TpOJA TeCTallunu
OIlIK-1

3HaTh ®parmentapubie | OOmue, HO HE Cdopmupo- Chopmu- | Te- TecTn-
3HAHUSI OCHOB- CTPYKTYpHUPO- BaHHbIE, HO CO- | POBAaHHBIE | CTHU- poBa-
HON MEIUKO- BAHHbBIC 3HAHUS | JiepXKallue OT- | CUCTEMa- | poBa- | HUE,
OMOJIOTMYECKOM | OCHOBHOM MEIU- | JEJNbHBIC IPO- | THYECKUE | HUE, co0e-
u (hapManeBTH- | KO- OeJbl 3HAHMS 3HAHUS cobe- | cemo-
YECKOM TepMu- OMOJIOTUYECKOW | OCHOBHOW Me- | OCHOBHOM | cello- | BaHUE
HOJIOTUH Ha pyc- | ¥ apMaieBTu- | JUKO- MEJIMKO- | BaHUE
CKOM U JIaTHH- YECKOH TEepMHU- ouonoruye- Ouosoru-

CKOM SI3BIKE. HOJIOTHH Ha pyc- | CKOH M (hapma- | 4ecKoil u
CKOM U JIaTHH- LEBTHYECKOU tbapma-
CKOM SI3BIKE. TEPMUHOJIOTUU | IIEBTHUYE-
Ha PYCCKOM U CKOH
JATUHCKOM TEPMHUHO-
SA3BIKE. JIOTUHU Ha
pyccKkoM
Y JIATUH-
CKOM
SI3BIKE.

YmeTh YactuyHo ocBo- | B nenom ycnem- | B nenom Cdopmu- | Cobe- | Cobe-
E€HHOE YMEHHE HOE, HO HE CH- YCHENIHOE, HO | POBAaHHOE | CEI0- | Cello-
M0JIb30BaThCA HE | CTEMATHYECKHU cojepxariee yMEHUuE BAaHME | BaHUE
Menee 900 Tep- | OCyIIECTBIISIEMOE | OT/ACIbHbBIC M0JIb30-

MHUHOJIOTHYE- yYMEHUE T0JIb30- | TPOOEJIbI yMe- | BaThCS HE
CKUMHU €/IMHU- BAaTbCsl HE MEHEE | HUE MOJIb30- MeHee
[aMHU U TePMHU- 900 tepmunoio- | BaThecs HE Me- | 900 Tep-
HOARJIEMEHTAMH. | rudeckuMu enu- | "Hee 900 Tep- MHUHOJIO-
HULIAMH U TEP- MHUHOJIOTHYE- THYECKHU-
MUHOAJIEMEHTAa- | CKUMH €IMHHU- | MU €]IU-
MHU. [IaMU U TEPMU- | HUIIAMHU U
HORJIEMEHTAMH. | TEPMHUHO-
3JIeMEH-
TaMH.

Bianets ®parmenrapHoe | B nenom ycnem- | B nenom Ycenem- Pege- | Tectu-
MIPUMEHEHUE HOE, HO HE CH- YCHENIHOe, HO | HO€ U CU- | paT poBa-
HAaBBIKOB UTE€HHUS | CTEMAaTHYECKOE cojepxariee cTeMaTH- HUE,

Y TIMChbMA Ha Jla- | MPUMEHEHHUE OT/ICJIbHBIE YecKoe cobe-
TUHCKOM SI3bIK€ | HABBIKOB UTEHUS | MPOOEIbI pUMeHe- cezo-
AHATOMHUYECKHX, | M MHChMa Ha Jia- | HaBBIKOB UTE- HUE BaHUE.
KJIMHUYECKHX, TUHCKOM SI3bIKE€ | HUA U [IUCbMa | HABBIKOB [Ipuem
dapmaiieBTUUYe- | AHATOMUYECKHX, | HA TATHHCKOM | YTEHUS U npak-
CKHX TEPMUHOB | KIMHUYECKUX, SI3BIKE aHATO- nichma THYe-
U perenToB dapmaieBTHUe- | MUYECKHX, Ha JIaTUH- CKHX
CKHX TEPMUHOB | KIUHUYECKUX, | CKOM HaBbI-
U perenToB dapmarieBTU- SI3bIKE KOB.
YECKHX TEPMHU- | aHATOMH-
HOB U pelien- YECKHUX,
TOB KJIMHAYE-
CKHX,
(hapma-
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eBTHYE-

CKHUX
TEPMUHOB
U perern-
TOB
OIlIK-4

3HaTth OparmenTapusie | O0mue, HO HE Cdopmupo- Cdhopmu- | Te- Tectu-
3HaHUS OCHOB CTPYKTYPHUPO- BaHHbIE, HO CO- | POBAHHBIE | CTU- poBa-
MEIUIUHCKON BaHHBIC 3HAHMUA | JIepXKallue OT- | CUCTeMa- | poBa- | HUeE,
JI€OHTOJIOT MU OCHOB MEJIMIIMH- | JIeJIbHBIE IPO- | TUYECKUE | HUE, cobe-
npu pabore ¢ CKOM IEOHTOJIO- | Oelbl 3HaHUS 3HaHUS cobe- | cemo-
KOJIJIEraMH U I'MU Ipu paboTe | OCHOB Menu- OCHOB cello- | BaHME
MEIUITUTHCKIM C KOJUIETaMHU U [IUHCKOH JICOH- | METUIIMH- | BaHUE
HEPCOHANIOM, MEIUIUHCKUM TOJIOTUH IIPU CKOM
HalMeHTaMH U MEPCOHAIIOM, pabote C KOJ- | IGOHTO-

UX POACTBEHHHU- | MALMEHTaMH U JeramMmu U Me- JOTUH
KaMH. UX POACTBEHHHU- | TUIIMHCKUM pH pa-
KaMH. HEPCOHANIOM, 6ote ¢
MalMeHTaMu U | KoJuIera-
UX POACTBEH- MH U Me-
HUKaMHU. JIATIAH-
CKUM
nepcoHa-
J0M, Ta-
[IUCHTaAMH
U UX pOJI-
CTBCHHHU-
KaMH.

YMmethb Yactuuno ocBo- | B nenom ycrem- | B nienom Chopmu- | Pemie- | Pemre-
€HHOE YMEHHE HOE, HO HE CH- YCIIEIIHOE, HO | POBAaHHOE | HUE HUE
COONIIO/IaTh MO- | CTEMAaTHYECKH cojepkariee yMeHHue CUTYy- | CHTYya-
pasbHO- OCYILIECTBIIIEMOE | OT/EIbHbIE co0utto- anu- IIUOH-
IPaBOBBIC HOP- | YMEHHUE COONIO- | MpoOeNbl yMe- | JaTh MO- | OHHBIX | HBIX
MBI; COOJIIOJIaTh | JaTh MOpAJIbHO- | HME COONIIOaTh | pajibHO- | 3aa4 | 33734
npaBuiIa Bpa- NPaBOBBIC HOP- | MOPAJBHO- MIPaBOBBIC
4eOHOM 3TUKU U | MBI; COOMIOIaTh | IPaBOBbIE HOPMBI;

JICOHTOJIOTHH, npaBuia Bpa- HOPMBI; CO- co0utto-
3aKOHBI U HOP- 4yeOHOM 3TUKKU U | OmrosiaTh Mpa- | AaTh Ipa-
MaTHBHBIE aKThl | JICOHTOJIOTHH, BUJIa Bpaueo- BUJIa Bpa-
o pabore ¢ 3aKOHBI U HOP- HOW ATUKU U yeOHOU
KOH(HICHITH- MaTHBHBIC aKThl | ICOHTOJIOTHH, | ATHKH U
abHOM nHpop- | 1o padote ¢ 3aKOHBI M HOp- | JIGOHTO-
Marmen, coxpa- | KOH(QHUICHIH- MaTHBHBIC aK- | JIOTHH,
HATh BpaueOHYIO | alnbHOM HH(pOP- | THI 10 paboTe C | 3aKOHBI U
TaifHy, CTpe- Malueu, coxpa- | KoH(UIeHIIH- HOpMa-
MUTbHCA K TIOBBI- | HATh BpaueOHYIO | aJbHON MH- TUBHbBIE
LIEHHUIO CBOETO TaliHy, CTpe- dbopmaruei, aKTBI 110
KYJBTYpPHOTO MUTHCS K [TOBBI- | COXPaHSTh pabote ¢
YPOBHSI; 3aKOHBI | IIIEHUIO CBOETO BpaueOHYIO KOH(puU-

¥ HOPMaTUBHBIE | KYJIBTYpHOTO TaiiHy, cTpe- JIeHLIU-
NIPaBOBBIC AKTHl | YPOBHS; 3aKOHBI | MHTBCS K TIO- QITBHOM
o pabore ¢ Y HOPMaTUBHBIC | BBIIIEHUIO CBO- | HHGOP-
KOH(HICHITH- IPaBOBBIC AKTHl | €T0 KYJIBTYp- Malen,
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abHOM nHGoOp- | mo padore ¢ HOT'O YPOBHS; coxpa-
Manuei. KOH(UICHIIH- 3aKOHBI M HOP- | HATH Bpa-
IbHOM MHGOP- | MaTUBHBIC Mpa- | YEOHYIO
Malueu. BOBBIE aKThI 110 | TailHY,
pabote ¢ KOH- | cTpe-
buaeHnmamb- MUTBCS K
HOU MH(OpPMa- | TIOBBIIIE-
LUECH. HUIO CBO-
€ro KyJlb-
TYpHOTO
YPOBHS;
3aKOHBI U
HOpMa-
TUBHbBIE
MIPaBOBBIC
aKTBhI 110
pabote ¢
KOH(pH-
JICHITH-
aJbHOU
uHOp-
Maruen.

Bnaners ®parmenrapaoe | B nenom ycnem- | B menom Yeneuw- Pede- | Tectu-
pUMEHEHUE HOE, HO HE CH- yCHEIIHOe, HO | HOE€ M CU- | paT poBa-
HABBIKOB IOJTb- | CTEMAaTUYECKOE | COJEpIKaIiee CTeMaTH- HHE,
30BaHUs MIPUH- MIPUMEHEHUE OTJIeIbHbBIE 4ecKoe co0e-
[IUTIaMU BpayeO- | HABBIKOB IMOJIb- | TIPOOEIBI IPU- | TIPUMEHE- ceno-
HOM JIEOHTOJIO- 30BaHUs MPHUH- MEHEHUE HUE BaHUE.
UM ¥ Bpa4eOHOU | ITUTIaMU BpaueO- | HABBIKOB MOJIb- | HABBIKOB [Tpuem
STUKU; CIIOCOO- | HOM JIEOHTOIIO- 30BaHUs MPUH- | MOJI30- pak-
HOCTBIO COOJIFO- | THH W BpaueOHOW | ITUTIaMH Bpa- BaHUS THYE-
JaTh OTUYECKUE | DTHKH; CIIOCO0- | 4eOHO IEOH- | MPUHIIU- CKUX
aCTIeKTHI Bpa- HOCTBIO COOJIFO- | TOJIOTHU U Bpa- | IaMu HaBbI-
4eOHOIl esi- JaTh dTUYECKUEe | 4eOHOM 2THUKH; | Bpaueo- KOB.
TETHHOCTH B ACTICKTHI Bpa- CIOCOOHOCTBIO | HOHM
o0I11eHuH ¢ yeOHOM aes- co0I01aTh JIEOHTO-

JETHbMH H TTOJI- TETHHOCTH B STUYECKHE ac- | JIOTHH U
POCTKaMH, UX OOIIeHUH C NEeKTHl Bpayed- | Bpaueo-
POIUTENSAMU U JIETBMH U TIOJI- HOU JeATEeIb- HOU 3TH-
POJCTBEHHUKA- | POCTKaMH, UX HOCTHU B 001Ie- | KH; CIIO-
MH. POIUTEIISIMA 1 HUU C ISTbMHU U | COOHO-
POJICTBEHHUKA- | MOAPOCTKAMH, | CTBIO CO-
MHU. WX POIUTEISIMH | OJIFOIaTh
Y POJCTBCHHH- | DTHYE-
KaMH. CKUe ac-
TTEKTHI
Bpaueo-
HOH nes-
TETbHO-
CTH B 00-
IICHUH C
JETHbMH H
MIOJIPOCT-
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KaMu, uX

poauTe-
JISIMH U
pona-
CTBEHHHU-
KaMH.
OIIK-7
3Hath O®parmenTapusie | O6mme, ©HO He | Chopmuposan- | Chopmu- | Tect, | Tecr,
3HAHUA 06H_II/IX CTPYKTYpPUPOBAH- HBIC, HO COACP- POBaHHBIC C06e_ C06e_
3aKOHOMEPHO- Hble 3HaHUS O00- | Kalue oTAelb- CHUCTEMa- cemno- | cemo-
CTel mpoucxoxk- | IHX 3aKOHO- | HbIE IPOGETEI THICCKUC | papye | BaHUE
JIEHUS ¥ pa3BU- | MEPHOCTEH mpo- | SHAHMA ObIMX | 3HAHMS
THSL KWBHIL MCXOXICHHS | | 34KOHOMEpHO- | OOLIMX
CBOMCTB OMONO- | PA3BUTHUA JKU3HHM, | CTCH HPOUC- 3aKOHO-
IMYECKHX CH- CBOMCTB 0MOIIO- | XOKACHUS U MCPHO-
cTeMm, aHTporo- | TMHECKUX  cu- | Pa3BUTHS XKHU3- cTen
TeHe3 M OHTOre- | CTEM, aHTpoIo- | HH, CBOHCTB Tpouc-
HE3 YeJIoBeKa, reHe3 W OHTOre- | OMOJIOruye- XOKIC-
COBPEMEHHBIX HE3 4eoBeka, | CKHUX CHCTEM, HUA 1
METOJIOB I'eHe- COBPEMEHHBIX aHTPOTIOreHE3 | PA3BUTHA
TUKU 4€JI0BEKA, METOZOB  reHe- | M OHTOICHE3 )KI/BUHH’
OCHOBHBIX TTOHs- | THKH  4eloBeka, | 1CI0BCKa, CO- CBOUCTB
THii ¥ IpoGiieM | OCHOBHBIX MOHs- | BPEMCHHBIX ouosoru-
Grocheps i THIi ¥ 1poGIeM | METOJIOB TeHe- | YECKUX
SKOJIOTHH, OHO- ouocheps WU | THKH 4eI0BeKa, | CHCTEM,
LOFHECKIX SKOIIOTHH, OHO- | OCHOBHBIX I10- | @HTPOTIO-
IIPEATIOCHUIOK JIOTHYECKUX HSITHIL ¥ [IPO- T'CHE3 1
KU3He/eATe b~ | TPEIITOCBUIOK Onem 6uocde- | ourore-
HOCTH M DKOJIO- | JKU3HEIEeATeNb- | PBI M OKOJIOrHH, | HE3 9CJI0-
I'MH YeJIOBeKa, HOCTH M OKoio- | OHonorue- BeKa, co-
COBPEMEHHOTO rUM  4esoBeka, | CKUX MPEAno- | BPEMCH-
npeacrasieHuss | COBPEMCHHOIO CBUTOK XH3HE- | HBIX MC-
0 reHoMe uejio- | MPEeJCTaBieHnus o | ACATCIBHOCTH | TOMOB Ie-
BEKa, MOJICKY- reHOMe 4ejioBe- | ¥ OKOJIOTHH HCTHKH
JIIPHBIX OCHOB Ka, MoJeKysp- | 1CI0BCKa, CO- HeJlosekd,
HACJIEACTBEHHO- | HBIX OCHOB | BPEMCHHOTO OCHOBHBIX
CTH, pOJIH HACIICCTBEHHO- | IPEJICTABIIEHUs | TIOHATHH
HAcJeICTBEHHO- | CTH, pou | O TEHOME HEJIo- | M HPO-
CTH B ompeene- | HACTENCTBEHHO- | BEKA, MOJICKY- Onem
HUW 3/10poBbs 1 | CTH B ompejerne- | JFIPHBIX OCHOB Grocde-
aTOJIOTUH. HUM 310pOBbs M | HACTCNCTBEH- | PbIH 9KO-
aTOJIOTHH. HOCTH, POJIH Jorum,
HAcleACTBEeH- | OMONIOTH-
HOCTH B OIIpe- | YECKHX
J€JIEHHUH 3710- | Tpearo-
POBbS ¥ IIATO- | CBUIOK
JIOTHH. KU3HEIE-
ATEIBHO-
CTU U
OKOJIOTHH
YeJI0BEKa,
COBpeE-
MEHHOTO
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npen-

CTaBJIe-
HUs O re-
HOME Ye-
JIOBEKa,
MOJIEKY-
JSIPHBIX
OCHOB
Hacnen-
CTBEHHO-
CTH, POJIU
HacJeI-
CTBEHHO-
CTH B
ornpezne-
JICHUH
3/10pOBbS
U TaTOoJIO-
THH.

YMmetb YactuaHo ocBo- | B nenom ycmem- | B nenom Cdopmu- | Pe- Perme-
EHHOE YMEHHE HOE, HO HE CHCTe- | YCIICLIHOE, HO pOBaHHOE | yyre- HIe
MHTEpIPETHpO- | MATHYECKH 0CY- cozeprkaiiee yMeHHe HIe curya-
BaTb pe3y/bTarsl | HCCTBIICMOC OTAC/BHBIC IPO- | CHCTEMA- | cyry- | LuoH-
regeruueckoro | YMEHHMC MHTED- Oensl ymerme TH3HPO- any- | HBIX
aHanm3a, pe- MPETUPOBATH pe- | MHTEPIPETHPO- | Bath pe- | oy sanau
3yNMbTaTHl Nabo- | SY/bTATEI IeHe- BATh PE3YJIBTA- | 3ymbTATHl | gyprx
paTOpHBIX Meto- | THUECKOTO ama- | Thl TCHEeTHYC- [eHEeTH- sanau
1B artoct- | JH3a, Pe3ysibTa- | CKOTO aHAIN3a, | qecKoro
KM TlapasuTap- ThI TabOpaTop- pe3ybTaThl aHaM3a,

HBIX 1 HACIIe]I- HBIX METO/IOB nabopaToOpHbIX | gaGopa-
CTBEHHEX 60- JTUArHOCTHKU METO/OB /U8~ | TOPHBIX
nesHeit y eteii | N@PASHTAHBIX 1 THOCTHUKH Ia- METOI0B
1 MOJIPOCTKOB, HacJIe/ICTBEHHEIX Pa3sMTapHBIX U | quarmo-
[[PUTOTOBJIATE 60Jvie3He1/1 yZe- | HACHENCTBEH- | cTHKH
BpEMEeHHbIE Tel ¥ MoApoCcT- | HBIX 6(3)'[63H61/I napasu-
MuKporpernapa- | KOB» IPHTOTOB- Yy €Tl M NIOJ- | TapHBIX 1
Tbl Guosornue- | TP BPEMEHHBIC | POCTKOB, TIPH- | Hacien-
CKIX 06BexToR i | MUKpoOIIpernapa- | TOTOBJIATH CTBEHHBIX
yccnenoBary ux | TP OHONOTHYE- | BPEMCHHEIC Gonesneii,
¢ oMol co- | CKUX 00BEKTOB U | MHUKpOIIpera- METOJI0B
BpEMEHHOI MCCIIeJI0BATh UX | PaThbl OMONOTU- | y3yyeHns
MHKpOCKoTige- | © OMOIIBIO CO- | HECKHX 00BEK- | sKooruu
CKOM TEXHHUKH. BPEMEHHOH MHUK- TOB Ml HICCTIENIO- | yejIOBEKA.
POCKOITHYECKON | BaTh UX C I10-
TEXHUKH. MOIIIBIO COBpe-
MEHHOU MUK-
pocKomuye-
CKOM TEXHUKH.

Brnanetrs ®parmenrapaoe | B nenom ycnem- | B nenom Yenem- Pede- | Tectu-
IPUMEHEHNE HOE, HO HE CH- YCIEWIHOE, HO | HOE U CU- | par poBa-
HABBIKOB BJIaJIe- | CTEMAaTUYECKOE | COJeprKaliee CTeMaTu- HUeE,
HUS MEIUKO- IIPUMEHEHNE OTJIE/IbHBIE 4ECKOe cobe-
OMOJIOTMYECKUM | HABBIKOB BJIaJie- | MPOOETBI MPU- | MPUMEHE- celo-
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HNOHSATUIHBIM HUS MEJTKO- MEHEHUE HUe BaHUeE.
anmapaTtom, Me- | OMOJIOrMYECKUM | HaBBIKOB BJIa- | HABBIKOB [Tpuem
TOJIaMU U3y4e- HNOHSTUUHBIM JCHUS MEIUKO- | BIIAJCHUS paK-
HUS Hacle- anmaparom, Me- | OuoJoruyue- MEIHUKO- THYe-
CTBEHHOCTHU 4e- | TOJAaMH U3yye- CKHM IIOHS- 6uosoru- CKHX
JIOBEKa, HaBblI- HUS Hacle- TUWHBIM alllla- | YECKUM HaBbI-
KaMHU MUKPOKO- | CTBEHHOCTH 4€- | pPaTOM, METO- MTOHATHI- KOB.
MUPOBAHUS. JIOBEKa, HaBblI- JlaMH U3y4eHUS | HbIM arl-
KaMHU MUKPOKO- | HacJIECTBEH- | [IapaTom,
MUPOBAHUS. HOCTHU YeJIOBE- | METOJaMu
Ka, HaBbIKaMU | U3Y4YEHHUS
MUKpPOKOIHPO- | HACJEeI-
BaHUS. CTBEHHO-
CTH 4elo-
BEKa,
HaBBIKa-
MU MUK-
POKOIIH-
poBaHMsl.
11K-20
3HaTh ®parmentapueie | O0uue, HO HE Cdopmupo- Cpopmu- | Tect, | Tecr,
3HAHUS MaTeMa- | CTPYKTYpHUpO- BaHHBIE, HO CO- | pOBaHHbIE | cobe- | cobe-
TUYECKUX METO- | BaHHBIC 3HaHMs | JepXallue oT- | CUCTEMa- | Ceo- | celo-
JIOB pEIICHUS MaTeMaTUYeCKUX | JACNbHbIC IPO- | THYECKHE | BaHHE | BaHHE
UHTEJJIEKTyallb- | METOJOB pelie- | Oesbl 3HaHUS 3HaHUS
HBIX 33714 U UX | HUS MHTEJUICK- MaTemaTruye- MaTema-
IIPUMEHEHUS B TyaJIbHBIX 33J1a4 | CKMX METOJIOB | TUYECKHUX
MEAMIIMHE; TeO- | ¥ UX IpUMEHe- pelleHus uH- METOJIOB
PETHYECKUX OC- | HUS B MEAUIIMHE; | TEJIEKTyallb- pelieHus
HOB MH(OpMa- TEOPETUYECKUX | HBIX 33]a4 U UX | UHTEN-
TUKH, cOopa, OCHOB MH(OpMa- | IPUMEHEHHUS B | JIEKTY-
XpaHeHHUs, TIouc- | TUKHU, cOopa, MEIULIVHE; AJIbHBIX
Ka, nepepaboT- XpaHEHUs, TIOUC- | TEOPETUYECKUX | 3a/1a4 U
KM, Ipeobpazo- | Ka, nepepaboTKy, | OCHOB HHPOP- | UX MPH-
BaHMsI, pacripo- | mpeoOpa3oBaHusl, | MaTUKH, cOOpa, | MEHEHUS
CTpaHEHUs UH- pacnpocTpaHe- XpaHeHus, o- | B MEAU-
¢dopmaruu B Me- | HUSI HHQOpMa- UCKa, Ilepepa- | LUHE;
JUIMHCKUX U UM B MEAULUH- | OOTKH, Ipeod- | TeopeTu-
OMOJIOTUYECKUX | CKUX U OMOJIOTH- | pa30BaHUA, YEeCKUX
CUCTEMAX, UC- YECKUX CUCTE- pacrnpocTpaHe- | OCHOB
MOJIb30BaHUSA Max, UCTOJIb30- | HUs uHpopma- | uHpOp-
UHPOPMALMOH- | BaHUS UHDOP- U1 B Me/IU- MaTHKH,
HBIX KOMITBIO- MaIMOHHBIX LUHCKUX U coopa,
TEPHBIX CUCTEM | KOMIBIOTEPHBIX | OHMosoruye- XpaHe-
B MEIMIIMHE U CHUCTEM B ME€JIU- | CKUX CHCTE€Max, | Hus, Mo-
3/1paBOOXpaHe- LIMHE U 3/IpaBO- | UCIIOJIb30BaHUs | UCKa, Ile-
HUU. OXpaHEHUH. nHpopmaru- pepabort-
OHHBIX KOMIIb- | KH, IIpe-
IOTEPHBIX CH- obpa3zo-
CTEM B MEJIU- BaHU,
L[MHE U 3/1pa- pacnpo-
BOOXPAHEHHUHU. | CTpaHe-
HUS WUH-
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¢bopma-

LU B Me-
JTULAH-
CKHX U
ouosoru-
YECKUX
cucremax,
UCIIOJIb-
30BaHUs
uHdop-
MAIMOH-
HBIX KOM-
MbIOTEP-
HBIX CH-
CTEM B
MEIULHE
U 3/1paBo-
oXpaHe-
HUMU.

YmeTh YactuyHo ocBo- | B nenom ycnem- | B nenom Chopmu- | Pemre- | Pemre-
€HHOE YMEHHE HOE, HO HE CHU- YCIICIIHOE, HO | POBAHHOE | HUE HHE
M0JIb30BATHCS CTEMaTUYECKH cojepxariee yMEHUue CUTya- | CUTya-
yueOHOM, Hayy- | OCYIIECTBISIEMOE | OT/EIbHbIE 0JIb30- LHOH- | IMOH-
HOH, HAy4YHO- YMEHHE I0JIb30- | MPOOeNbl yMe- | BaTbes HBIX HBIX
HOMYJISIPHOM JIU- | BaThCsl y4EOHOM, | HUE MOJIb30- yueOHOW, |3amau | 3aaay
TepaTypoil, ce- HAy4YHOM, HAy4Y- | BaThCs yueo- Hay4HOH,

TbI0 HTEpHET HO-TIOIIYJISIPHOM | HOM, HAY4HOW, | Hay4HO-
IUTst Ipopeccuo- | JIUTEpaTypou, Hay4HO- HOMmyJIsip-
HaJIbHOW J1esI- cerbto IHTEpHET | momynsipHOM HOM JIU-
TeIBHOCTH; TIPO- | JUig mipopeccruo- | IUTepaTypoid, | Tepary-
M3BOJUTH pacye- | HAJIbHOM Jies- cerbto MHTEP- | poOii, ce-
ThI IO PE3YNbTa- | TEIBHOCTHU; IPO- | HET JJIs IPO- ThtO 1H-
TaM 3KCIepHu- W3BOJIUTH pacye- | ¢eccroHab- TEPHET
MEHTa, IPOBO- ThI IO PE3YNbTa- | HOU JIeATelNb- JUTSL TIPO-
JIATH DJIEMEH- TaM dKCIepHU- HOCTH; IIpou3- | (eccuo-
TapHYIO CTaTH- MEHTa, TPOBO- BOJUTH pacue- | HAJIbHOU
CTUYECKYIO 00- JIATH JJIEMEH- THI 11O PE3YNb- | ESATENb-
paboTKy 9Kcre- | TapHYIO CTaTH- TaraM JKcIie- HOCTH;
PUMEHTANIbHBIX | CTUYECKYIO 00- pUMEHTA, IPO- | MPOU3BO-
JTAHHBIX. paboTKy 9Kcre- | BOIUTH dJie- JIUTH pac-
PUMEHTAJIBHBIX | MEHTapHYIO YETHI 110
JTAHHBIX. cTaTucTUye- pe3yJbTa-
CKyI0 00paboT- | Tam 3Kc-
Ky 3KCIepu- TepUMEH-
MEHTaJIbHBIX Ta, IPO-
JTAHHBIX. BOJIUTH
3JIEMEH-
TapHYIO
CTaTH-
CTHUYe-
CKYIO 00-
paboTKy
JKCIEPU-
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MCHTAaJIb-

HBIX JIaH-
HBIX.

Bnanets ®parmentapuoe | B nenom ycnen- | B nenom Ycenem- Pede- | Te-
MIPUMEHEHHUE HOE, HO HE CHU- YCIICIIHOE, HO | HOE U CH- | paT CTUPO-
HAaBBIKOB IIOMCKAa | CTEMAaTH4ECKOe cojepxariee cTeMaTu- BaHMUE,
MEUIIUHCKOM MIPUMEHEHNE OT/EJbHBIE 4eCKoe cobe-
uH(popMaluu B HABBIKOB IOMCKA | MPOOEJIbI MPU- | IPUMEHE- ceo-
y4eOHOM, HAy4- | MEAUIIUMHCKON MEHEHHE HHE BaHUE.
HOM nuTepatype, | uHbOpMauu B HAaBBIKOB IIOKC- | HABBIKOB [Tpuem
B TOM YHCJIE C y4eOHOM, HAy4- | Ka MEJIUILIUH- MOKCKa Mpak-
UCIIOJIb30BaHUEM | HOM JuTepaType, | CKoil uudop- MEIULUH- THYE-
cetu MIHTEpHET; | B TOM 4HUCIIE C Malyy B yueO- | CKOW MH- CKHX
HABbIKAMU MpeJ- | UCHOJIb30BAaHUEM | HOW, HAy4yHOH | dopMa- HaBbI-
cTaBiieHus U 00- | cetm UHTEpHET; | JuTeparype, B | IIUU B KOB
CYXKJICHHUSI Me- HaBBIKAMM MPEJ- | TOM YHUCIE C y4eOHOH,

JUIMHCKOU MH- CTaBJICHUS U 00- | UCIOJIb30BAHU- | HAYYHOU
dbopmaruu. CyXJleHust Mmenu- | em cetu Un- auTepa-
UUHCKOW HH- TEPHET; HAaBbI- | TYpE, B
dbopmaruu KaMH 1peJi- TOM YHC-
CTaBJICHUSA U Jie C uc-
o0cyxeHus 0JIb30-
MEJIUIIMHCKON | BAHUEM
uH(popManuu cetu Un-
TEPHET;
HaBbIKa-
MU TIpeJI-
cTaBJe-
HUSA U 00-
CYXKJEHUS
METUIINH-
CKOM UH-
dhopma-
112071

3. TumoBbIe KOHTPOJIbHBIC 3aJaHUA U MHBIC MaTePHAJIbI

ounenku. OIIK-1, OITIK-4, OIIK-7, [TK-20

3.1. IlpuMepHble BONPOCHI K 3a4eTy, K TeKylleMy co0eceJOBAHUIO, KPUTEPUH

57.  Myrarenes. Knaccudukarus myraruii. ['eHepaTtuBHble 1 comaTudeckue MyTanuu. CIIOHTaHHBIN U
MHYLIUPOBAHHBINA MYTAllMOHHBIN ITpoLieCcC. BBIABICHNE U KOJIMYECTBEHHBIN yUeT MyTalui.
58. T'eHernyeckwii KOHTPOJIb MYTAIMOHHOTO Ipoliecca. PanuanioHHBIA 1 XUMHYECKH MyTareHes.
MyTareHs! okpysxatomiei cpezpl. akTopsl, MOAU(PULIKPYIOIIME MYTAIIHOHHBIN MpoLIecC.
59. T'enomuka - Hayka o reHOMax. CTpyKTypHasi OpraHu3aIis TeHOMa MPOKApHOT U dykapuoT. Kiac-

CI/I(I)I/IKaI_[I/ISI MOBTOPAKOIINUXCA 3JIEMCHTOB I'CHOMaA. MCXHYH&pOI[HLIfI IMPOCKT «I'eHOM JeoBeKay.

60. IlomynsIMOHHO-CTaTUCTHYECKH MeTo. [ eHeTHuecKas: CTPYKTypa MOy s, YacTOThl TEHOB |
reHOTUIOB. 3akoH Xapau-BaitnOepra. ['enetuueckuii rpys.
61. ®akTopBl TMHAMHKH T'€HETHYECKOTO COCTaBa MOIMYJISIINH: Apei( reHOB, MyTallMOHHBIN MPOIECC,
MUTpalny, U30uparTenbHOe criapuBaHue 0coOei, eCTeCTBEHHBIH 0TOOpP.
62. TlonsTHe o eBrenuke. [lo3uTHBHAS M HETaTHBHAS €BIEHUKA: COLMAIBHBIC acieKThl. COBpEMEHHBIE

OTUYCCKUC HpO6JICMLI MEIUIIMHCKON T€HETUKU (KJIOHHpOBaHI/Ie N IrCHETHYCCKas nacnomeaLu/Is{).

63. MeTo1bl MONEKYISPHON AHArHOCTUKH. OOIIHE TTOHSTHS.
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64. Ilomumepasnas uenHas peakuus (I1LIP), ocHoBHbBIE MOHATHA (IPUHIIMII, TEMIIEPATYPHBIE PEKHUMBI,
cocrtaB Oydepa).

65. Lenu u npunimn nposeaenus peakuuu [IAPD (momumopdusm IMH pecTpUKIMOHHBIX (pparmeH-
TOB).

66. AHamM3 OJHOIENOYEHYHOTOo KOoH(popManmoHHoro nommmopdusma (SSCP), nenu u mpuHIUI TIpO-
BEJICHUSI.

67. CexBenupoBanue 1o CaHrepy - U U NPUHLIUI TPOBEICHHUS PEAKIIHH.

68. PecTpuKIMOHHBIN aHATH3.

69. T'enorepanus, mporpaMma, Ieju, HOAXOAbl. Y CIIeUIHbIe IPOEKThl FTEHHOW TepaIuu.

70.  IlousTtue o papmakoreneruke. OCHOBHBIC LIEJIU U 3a/1aUH.

71.  Mmuorodakropubie (MyiabTudakTopuansubie, BHIT) 6onesnu. ['eneTnyeckue u cpenoBbie HaKTOPbI
pHCKa.

72.  BIW3HEIOBBIA METOJ, IEJH, ATalbl, pacdyeT Koddduimenta XonbIHTepa.

73. HacnencrBeHHbIe 00JIE3HU: ITUOJOTHS, KIACCH(PUKAIUS, TUIIBI HACTIETOBAHUS, OCOOCHHOCTHU KIIHU-
HUYECKUX MPOSBICHUI.

74. CemuOTHMKAa HACICICTBEHHBIX 3aboneBanuii. [loHstre cuHIpoMa. OOmas XapaKTePUCTHKA
HACJIEICTBEHHO! MaTonoruu. TepMUHOIOTHSI.

75.  MukpoaHOManu¥ pa3BUTUS (CTUTMBI AU33MOpHOTEHe3a), ONpeAeTICHNE, eNb BBISBICHUS, 0CO-
OCHHOCTH KIMHUKO-MOP(HOIOTHYECKOTO OCMOTPA BPauOM-T€HETHKOM.

76.  Tumbl TeHHBIX MyTalUid, HOHCEHC, MUCCEHC, CIBUT PAMKU CUMUTHIBAHUS, CIUIACUHIOBBIE MYyTa-
MU, MexaHu3Mbl TeHHBIX MYTallHil.

77. T'ennsie 60ne3nu. O6uwme noustus. Knaccubukanuus. [Tpumepsr.

78.  KimHuko-reHeanorndeckuit Meroa. Tumbl HacnenoBanus. KilmHUYecKue mpuMepsl.

79.  Oco0EeHHOCTH ayTOCOMHO-IOMUHAHTHOTO TuMa HaciefoBaHus. CocTaBUTh poaocioBHyo. [Ipu-
Mepbl 3a00J1€BaHUI.

80. OcobeHHOCTH ayTOCOMHO-PELECCUBHOrO TUMa HacienoBaHus. CocTaBUTh ponocioBHy0. [Ipume-
pBI 3200J1€BaHUH.

81. OcobenHoctu Y cLEIUICHHOTO Tuma HacienoBaHus. CoctaBuTh poaocioBHyto. [Ipumepsr 3a0oie-
BaHUI.

82.  OcobeHHOCTH X-CIEIUICHHOTO JOMHHAHTHOTO THMa HacienoBaHus. COCTaBUTh POAOCIOBHYIO.
[Tpumeps! 3a0051€BaHUH.

83.  OcobenHocTH X-CIEIUIEHHOTO PELIeCCUBHOTO THIIA HACIECIOBAHMUS.

CocTtaBuTth posnocioBHyto. [Ipumepsl 3a001eBaHui.

84. IluromnazmaTuyecKuil WM MaTepUHCKUN TUN HacienoBaHus. CocTaBUTh pojocioBHYO. [Ipume-
pBI 3a00JI€BaHU.

85. Hacnencrennblie 0one3nu oomeHa. O01Ias XapakKTepUCTUKa U KIIaCCHU(PUKAIHSI.

86. MyKOBUCIHI03: T€HETHKA, IEPBUIHBIA TCHETUYCCKUN Ae(EKT, KIMHUKA, TATOTCHEe3, TUArHOCTH-
Ka, JICYCHHE.

87. DeHWIKETOHYpUS: TCHETHKA, NMEPBUYHBIN OWOXMMUYECKUN ae(eKT, KIMHUKA, HEOHATAIBHBII
CKPUHUHT, IaTOT€HE3, TUAarHOCTHKA, JICUCHUE.

88. Cunapom Mapdana: Turm HacleAOBaHUsS, MMATOTEHE3, JTUArHOCTUKA, KIMHUYCCKUE TPOSBIICHUS,
JIEYECHHUE.

89. bBonesnu skcmaHcuu, CUHAPOM MapTtuHa-bema, TeHeTHKa, KIMHUKA, MATOTeHEe3, JTUarHOCTHKA,
JIeYEeHHE.

90. OOmas xapakTepHCTHKa MHUTOXOHJAPHAIBHON maronoruu. OCOOCHHOCTH T'€eHOMa MHTOXOHIPHH.
[Tpumeps! 3a001€BaHUA.

91.  Opdannsie 3a6omeBanus. O6mue nousatus. [Ipumepsl. Peectp opdanHbIX 3a00eBaHUH.

92.  OOGmast xapaKTepUCTUKa U MEXaHU3MbI XPOMOCOMHOM MaTOJIOTHH.

93. T'cHOMHBIC U CTPYKTYpHBIC abepparuu xpomocoM. Knaccudukarus. [Ipumepsr.

94. Kunaccudukanuss 1 MEXaHU3MBI XPOMOCOMHBIX MyTallMii, cOalaHCHPOBAaHHBIE M HecOaTaHCHPO-
BaHHBIC CTPYKTYPHBIE MIEPECTPOIKH.
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95. HacnencrBeHHble 0oNie3HH, 00YCIOBICHHBIE AaHOMAIUSIMH TTOJIOBBIX XPOMOCOM, OCOOCHHOCTH Te-
YEeHMUsI, TPUMEPHI.

96. Bpoxn€HHbIC MOPOKH Pa3BUTHS: OINpPEICICHHE, KIACCU(PUKAINS, STUOJOTHS, TyTH MPOPUITAKTH-
KH.

97. Meronbl aHanuM3a KapuoTUNA (IUTOTCHETHYECKUE, MOJICKYISIPHO-ITUTOTCHETHYECKHE), IPUHITUITHI
U IMarHOCTUYECKHUE 3a/1a4H.

98. Ilokazanwus ISl IUTOTEHETUIECKOTO 00CIIEIOBAHMS B IOCTHATATIBHOM TIEPUO/IC.

99. Cunapowm [layna: TUI MyTaliy, MaToreHe3, AMarHOCTUKA, KITMHUYECKHUE MPOSIBICHNUS, JICUCHHE.
100. Cunzgpom DpaBapica: THI MyTalldd, MMaTOTE€HE3, AMArHOCTHKA, KIMHUYECKHUE MPOSBICHUS, Jeue-
HUE.

101. Cunnpowm [latay: Tun MyTanuu, naToreHes, JMarHoCTUKA, KIMHUYECKUE MPOSIBIICHNUS, JICUCHHE.
102. Cunnpowm lllepemeBckoro-TepHepa: TUI MyTallid, NATOTEHE3, JUATHOCTUKA, KIIMHUYECKUE TPO-
SIBJICHUS, JICYCHHE.

103. Cunnpom KnaitHdenbrepa: THI MyTalluu, MMaTOTEHE3, JUATHOCTUKA, KIMHUYECKHUE TPOSBICHUS,
JICUYEHUE.

104. Yacruunble aneymiaouanu (CHHIpOM Bomnbga-XupmxopHa, «KOUIAYbero KpHKa»), TUI MyTalluH,
MaTOreHe3, IMarHOCTUKA, KIMHUYECKHUE MPOSIBIICHUS, JICUCHHE.

105. TIpodmunakTrka HACIEICTBEHHBIX 3a00JICBAHMM, YPOBHH, MOAXO0bI. [IOHITHE «ITEPUKOHIICTIIIHOH-
HOM MPOQPUIAKTUKI.

106. Meauko-reHETHYECKOE KOHCYJIBTHPOBAHKE. XapPaKTEPUCTUKA POJIM Bpada ICHETHKA B NIPAKTHYE-
CKOM 3/paBOOXPAHECHUU.

107. Menauko-reHeTHYECKasT CITyk0a: 1elnb, 3aaa4du. [lepeducinuTh Toka3aHus IS HAlpaBJICHUS Ha
KOHCYJBTAIIMIO K Bpauy reHETHKY.

108. IIpenaranpHas nuarHoctuka. OOImas XapakTepUCTUKA, [IETh IPUMEHEHHSI, METOIbI, CPOKH.

109. HewunBa3uBHBIE METOABI MPEHATAIBHON TUArHOCTUKU (Onoxumudeckuii ckpunuHr, Y3UM). OO0mmas
XapaKTePUCTHKA, I1eTTh IPUMEHEHUS, METObI, CPOKH.

110. VuBa3uBHBIE METOJbI MpPEHATAIbHON AuarHOoCTUKU. OO0IIas XapaKTepUCTUKa, IeNb PUMEHEHUS,
METO/IbI, CPOKH.

111. CoBpemeHHBIE TOJIX0/IbI B HEMHBA3WBHOM MpeHATAIbHON AMAarHOCTUKE (aHAIU3 XPOMOCOMHOM Ma-
TOJIOTHH 110 KPOBU MaTePH, MPEUMIUIAHTAIIMOHHAS TUAarHOCTHKA).

112. KommbloTepHble IUAarHOCTUYECKHE MPOrpaMMBI. 3a/ayM, pemiaeMble ¢ UX MoMolbio. [Ipumepsr
MIPOTPAMM.

Kpumepuu ouenku:

Oyenxa «3aumenoy svicmasisiemcs 00yuaowemycs eciiu oH 0OHApYICUBdaem 8CeCmopoHHee, Cucmema-
muyeckoe u 21yOoKoe 3HaHue Y4eOHO-NPOSPAMMHO20 MAMEPUAId, YC8OUTL OCHOBHYIO U 3HAKOM C OONOJ-
HUMENbHOU JUMepamypou, peKOMeHOOBAHHOU NPOSPAMMOU, YCEOUTL 63AUMOCE3b OCHOBHBIX NOHAMULL
OUCYUNTUHBL 8 UX 3HAYEHUU OJisi NPUOOpemaeMol npogeccuu, NPosBUI MEopUecKue cnocoOHOCmu 8 no-
HUMAHUY, U3TONCEHUU U UCHOIb30GAHUU YYEOHO-NPOSPAMMHO20 MAMEPUAld; 6ladeem HeoOXo0UuMblMU
VMEHUSIMU U HABLIKAMU NPU BbINOIHEHUU CUMYAYUOHHBIX 3A0aHUll, Oe30uubOYHO Omeemusl Ha OCHOBHOU
U OONOTHUMENbHBLE BONPOCHL HA 3ademe.

OyeHnka «He 3aUmeH0) BbICMABIemcs 00YUarWeMycst ecliu OH 0OHAPYIHCUT NPOOelbl 8 3HAHUSX
OCHOBHO20 YYEOHO-NPOSPAMMHO20 MAMePUad, OONYCMul NPUHYUNUATbHbIE OWUOKU NPU OMeeme HA OC-
HOBHOU U OONOJIHUMENbHbIE BONPOCHL, HE MONCEN NPOOOINCUMDb 00YUEeHUe UU NPUCTYRUMb K Npogheccu-
OHANILHOU 0esmelbHOCMU N0 OKOHYAHUU 00pa308amenbHol Opeanu3ayuu 6e3 0ONOJHUMENbHBIX 3aHAMULL
no oucyuniume.

3.2. IlpumepHbie TecToBBIEe 3a1anus, kputepun ouenku OIIK-1, OIIK-4, OIIK-7,
[1K-20
1 yposens:
1. Myranuu "cABUT paMKU CUUTHIBAHUS" BOZHUKAIOT B pe3yNbTare:
a) PKCIAHCUU TPUHYKJIEOTHIHBIX IIOBTOPOB;
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0) BBIMA/ICHUS OJTHOTO WJIM HECKOJIBKHUX Tap HYKJICOTUAOB;*
B) BCTaBKH HYKJICOTHJIOB;*
I') 3aMEHBI M1ap HYKJIEOTHIOB.

OIIK-1, OIIK-7, I1K-20

2. K dakTopam, IOBBIMIAIONIAM PUCK MYIbTH()AKTOPUATBHOM 00JIE3HH, OTHOCSATCS:
a) HAJIMYME aHAJIOTHYHOW O0JIE3HH y KPOBHBIX POJICTBEHHHUKOB;™

0) TeTepO3UTrOTHOCTD MO AyTOCOMHO-PEIIECCUBHOM 00JIC3HH;

B) BpeaHbIC (PAKTOPHI OKPYIKAIOIIEH cpeapl;™

r) OOJIBIIIOE YHCIIO JIETEH B CEMBE.

OIIK-1, OIIK-4, OIIK-7, TTK-20

3. J11s1 IpoBeICHUsT TUTOTEHETHYECKOTO aHATN3a HCITOJIb3YFOTCS:
a) KJIETKHA KOCTHOT'O MO3ra; ™

0) KJICTKH TICYCHH;

B) TUM(OLUTHI IepUPEpUIECcKOil KPOBH;
I') KOCTHAsl TKaHb.

OIIK-1, OIIK-4, OIIK-7, TTK-20

*

4. Kakas Tepansi HaCJI€JCTBEHHBIX 00JIE3HEH B HACTOSIIIEE BpEeMs IIPUMEHSIETCSI HAan0OoJIee 4acTo:
a) CHMIITOMaTH4ecKas;™

0) maToreHeTHYeCcKast;*

B) ATHOTPOITHAS

r) huznoneueHme

OIIK-1, OIIK-4, OIIK-7, TTK-20

5. K coBpeMeHHBIM ITUTOI€HETHYECKUM METOITUKAaM OTHOCSTCS:
a) UCCIIEIOBAHMSI ITOJIOBOTO XPOMAaTHHA; *

0) Metada3HbIi aHAIH3 XPOMOCOM;*

B) MOJICKYJISIpHO-IuTOreHeTndeckuiit merox (FISH);*

T') METOJ] PyTHHHOU OKPacKH.

OIIK-1, OIIK-4, OIIK-7, TIK-20

6. YKaxuTe CHHAPOMBI, B OCHOBE KOTOPBIX JISKUT aHIYIUIONINS TI0 TIOJIOBBIM XPOMOCOMaM:
a) cu"zpom JlayHa;

0) cunapowm Ilaray;

B) cunapom Knaitndentepa;™

') CHHAPOM «KOIIAYbEro KpuKay;

n) cunapom llepemesckoro—TepHepa.*

OIIK-1, OIIK-7, I1K-20

7. B cocraB JIHK BxonmaT a3oTucThIE OCHOBAHHUS:
a) ryaHuH;™*

0) yparu,

B) TUMHH;*

T) aJieHuH;™

1) IUTO3UH.*

OIIK-1, ITIK-20

8. YkaxuTe npaBmibHyI0 (HopMy XpOMOCOMHOT0 Habopa y 6obHOTO ¢ cuHIpoMoM KiaiiHbenprepa:
a) 45,X0;

0) 47,XXX;

B) 47,XYY;
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r) 45,XY,5p-;

1) 48,XXYY;*

e) 47, XXY.*

OIIK-1, OTIK-7, TIK-20

9. XpomocoMHbIe abeppaliii MOT'YT OBITh BHI3BAHBI:

a) ramma Jiydamu;™

0) X-nyuamu;*

B) BUpycamu;*

') HOpMaJbHBIMU METa0OIMTaMU OPTaHU3Ma YEJIOBEKA.

OIIK-1, OIIK-4, OIIK-7, TTK-20

10. C X-XpoMOCOMO}¥i CIIETIJICH TeH:

a) cuaapoma Mapdana,

0) remoduuu;*

B) cunapoma Knaitngensrepa,

r) curapoma llepemesckoro-TepHepa;
1) 1aJbTOHU3MA.™

OIIK-1, OIIK-7, TIK-20

11. 3akon Xapau-BaitnOepra ucnonab3yercs st

a) BeIsiBIIeHUS () (ekTa poloHaYaTbHIKA,

0) pacueTa 4aCTOThI F€TEPO3UTOT B MOMYJISALINH;*

B) pacyeTa KOHKOPJAHTHOCTH;

T') pacyera 4acTOThI JOMUHAHTHBIX U PELIECCHBHBIX TOMO3HUIOT B TOMYJISIIIUA. *
OIIK-1, OIIK-7, TIK-20

12. BpokieHHBIC TTIOPOKU U CTHTMBI TU33MOpHOTeHe3a (POpMHUPYIOTCS B:
a) SMOpHOHAIPHOM IIEPUOJIC PA3BUTHS;™*

0) TuTogHOM;*

B) IIEpUHATAIBHOM,

I') IOCTHATaJIbHOM.

OIIK-1, OIIK-4, OIIK-7, TTK-20

13. AyTocomamu Ha3bIBAIOTCSI XPOMOCOMBI:

a) MpeJICTaBJIEHHBIE B KAPUOTHIIE 0COOEH pa3HOro 1moja B 0JIMHAKOBOM Mepe;™
0) 10 KOTOPBIM KapHOTHUIT 0COOEH Pa3HOTO MoJIa OTIMYAETCS APYT OT JpYra,;
B) HaJIMUME KOTOPBIX B KAPHOTHIIE OTPEICISIET 10 OPTraHu3Ma;

T') BCE OTBETHI BEPHHI,

1) BCE OTBETHI HE BEPHHBI,

e) Bce, kpome X u Y. *

OIlK-1, OIIK-7, TTK-20

14. Bo Bpems KpOCCHHTOBEpa MPOUCXO/INT:

a) peayKIMs YHciaa XpOMOCOM,

0) pekoMOMHaIUs TEHETUYECKOT0 MaTepuaia;™
B) peruukanus JIHK;

I') SIBJIEHUE MTEPEKPECTa XPOMOCOM.™

OIIK-1, [IK-20

15. Tpancnokanus - 3T0:
a) epeMeIeHre TeHeTHIECKOT0 MaTepralia BHYTPH OJTHOW XPOMOCOMBI;
0) mepeMeleHre TeHeTHUECKOro MaTepHrala OAHOH XpOMOCOMBI Ha IpYyTyio;*
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B) YIBOCHHE KaKOTO-TU0O0 JIOKYCa XPOMOCOMEI,
r') 0OMEH yJyacTKaMH HETOMOJIOTHYHBIX XPOMOCOM.™
OIIK-1, OIIK-7, TIK-20

16. XpomocoMHBIi HaOOp KIETKH YeloBeKa, COCTOALINHA n3 48 XpOMOCOM, HOCUT Ha3BaHUE:!
a) MOJIUTLIIOUTHOTO;

0) MOHOCOMHOTO;

B) TPMCOMHOTO;

') aHEYIUIOUTHOTO;*

1) TPUILIOUIHOTO;

€) reTepoILIONIHOT0. ™

OIIK-1, ITK-20

17. Y GonpHbIX ¢ KapuoTunom 47, XXY BcTpevaercs:
a) THHEKOMAaCTHSI;

0) yMCTBEHHAsI OTCTAJIOCTh;*

B) Oecruioue;™

I') HU3KHI pocT.

OIIK-1, OIIK-4, OIIK-7, I1K-20

18. lononHuTenbHAs Y -XpOMOCOMa Yy MYXKYHUH HAOIFOIaeTCs IPH CUHIPOME:
a) Kimaitndensrepa (XXYY);*

0) nmomucomuu-Y;*

B) ayHa,

r) [latay;

1) DaBapjca.

OIIK-1, OIIK-4, OIIK-7, IIK-20

19. JInst KIMHUKA MYKOBUCIIH103a XapaKTEPHO:
a) MEKOHHUAJbHBIN WiIeyc;™

0) maTosorusi OPOHXOJIETOYHOU CUCTEMBI;™

B) OOMJIbHBIN )KUPHBINA CTYI;™*

') KUCTO(GUOPO3 MOKEITYT0UHOHN KeNe3bl; ™

1) 3aJiep’KKa IICHXOMOTOPHOTO Pa3BUTHS.
OIIK-1, OIIK-4, OIIK-7, ITK-20

20. CKpUHUHT HOBOPOXKJICHHBIX 1Ie/1ecO00pa3eH MpHU CIEAYIOUIMX 3a001eBaHUsX
a) BPOKJCHHBIN THUIIOTHUPEO3;™

0) peHunKeToHypus*

B) MYKOBHCIIH103;*

I') HEIOCTaTOYHOCTh OMOTHUHHIA3HI,

1) 6one3np Pabpu.

OITK-1, OTIK-4, OTIK-7, TIK-20

2 yposens:

1. B X-xpoMocoMe HaxXOAsTCs TeHBI CIEeAYIIMUX 3a0oneBanuii: 1. reMopmmuu A; 2. reMopuiInu
B; 3. uBeroBoii cienotsr; 4. cunapoma Mapdana.

a) NpaBWIbHBIA OTBET | U 2;
0) mpaBWIbHBIN OTBET 2 U 3;

B) IpaBUJIbHBIN OTBET 1 U 4;
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') MpaBWIbHBINA OTBET 1, 2 1 3;*
1) IpaBWIBHBIN OTBET 1,2, 3 1 4.
OIIK-1, OIIK-7, ITK-20

2. llpu3HakamMu ayTOCOMHO-JIOMHUHAHTHOTO HACIIEOBAHUS SIBISIOTCS: 1. BEPTUKAIBHBIA XapaKTep
nepeaayn O0JIE3HH B POAOCIOBHOM; 2. MPOSIBIICHHUE MAaTOJIOTHYECKOT0 COCTOSHUS, HE3aBUCUMOE OT T10J1a;
3. BEpOSITHOCTH POXKACHHUS OOJBLHOTO peOCeHKa B Opake 00IHOTO U 3/10poBoro cynpyros 50 %.

a) IPaBWIbHBINA OTBET 1
0) nMpaBWIbHBIN OTBET 2;
B) IPaBUJIbHBIN OTBET 3;
T') MPaBWJIbHBINA OTBET 1 U 2;

1) IpaBWJIbHBIN OTBET 1, 2 1 3.*
OIIK-1, ITK-20

3. MynbrudakropuanbHas Ipupoaa U3BECTHA MPH CIEAYIOMUX 3a00sieBaHmsX: 1. pak kenyzaka; 2.
caxapHblii qualer; 3. s3Ba 12-nepctHoi kuuiky; 4. uzodpenus.

a) MpaBWIbHBINA OTBET 1
0) MpaBUIbHBIN OTBET 2;
B) MPaBUIILHBIN OTBET 3;
I') IpaBUWJIbHBIN OTBET 4;
1) IpaBWIbHBIN OTBET 1, 2,3 u 4.*
OIIK-1, OIIK-7, I1K-20

4. K CTPYKTYPHBIM U3MCHCHUSM C BOBJICHCHHEM TOJIBKO OJIHOM XPOMOCOMBI OTHOCATCA: 1. ACJIC-
ouu, 2. KOJIbIICBBIC XPOMOCOMEI, 3. AYIUIMKaIluu, 4, HN30XPOMOCOMBI, 5. HHBCPCHUH.

a) MpaBWJIbHBIN OTBET 1, 2 1 3;

0) mpaBWIbHBIN OTBET 2, 3 U 4;

B) MPaBUJIbHBINA OTBET 2, 4 U 5;

I) npaBuWIbHbBIN OoTBET 1, 3 1 5;

1) IpaBWIbHBIN oTBeT 1, 2, 3,4 u 5.*
OIIK-1, OIIK-7, I1K-20

5 B XPOMOCOMHOM aHAIMU3€C HYXIAIOTCA KCHIOIMHBI C OTATOIICHHBIM aKYHICPCKHUM AaHAMHE30M,
KOTOPBIC MMCIOT: 1. I[GTGfI C MHOXCCTBCHHBIMU BPOXKACHHBIMU ITOPOKaMW pa3BUTHUA, 2. CIIOHTaHHEBIE
a60prI B IICPBOM TPUMECTPC 6epeMeHHOCTI/I, 3. z[eTeﬁ C XpOMOCOMHBIMU CHHAPOMAaMU, 4, MCPTBOPOIK-

JIEHUSI U PAHHIOK JETCKYI0 CMEPTHOCTh B aHAMHE3€, 5. IeTeH ¢ YMCTBEHHOW OTCTaJIOCTBIO BCIIEICTBUE
SIIEPHOM JKENITYXH.

a) nMpaBWIbHBIN O0TBET 1,2 1 5;
0) npaBuIbHBIN OTBET 2, 3 U 5;
B) MpaBUJIbHBINA OTBET 1, 2, 3 u 4;*
T) MpaBWIbHbBIN OoTBET 1, 3 1 5;

1) IpaBWIbHBIN OTBET 1, 2, 3,4 u 5.
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OIIK-1, OIIK-4, OIIK-7, IIK-20

3 yposenwn:
1. Manpuuk MATH JET OTCTaeT B YMCTBEHHOM M (pU3MYEeCKOM pa3BUTHHU. PocT HU3KMI, yMEpeHHas Tyd-
HOCTb, KOHEYHOCTH KOPOTKHE C KOPOTKUMH, IIUPOKUMH JIQJOHSIMHU, CTOIIaMH, AJIbIIaMHU, Ha JIAJIOHSX I0-
nepeyHas JIaJoHHas cKiiaaka. [IaTelii manen pyku He JOCTUTAeT OCHOBAHMSI HOT'TEBOU (hajaHTy YeTBEPTO-
ro. bpaxunedanus, mest KOpoTkasi, TOJACTasl, YIIM MaJleHbKHE, HU3KO PACIOJIOKEHHBIE, pa3pe3 Iiia3 Ko-
COM, C 3MIHUKAHTOM, SI3bIK O0JIBILIOM, HE ToMelIaeTcs Bo pry. Kpunropxuszm.
HaubGosiee BeposTHBIN 1UarHo3:
a) curjapom JlayHa
0) cunpom Mapdana
B) cunapom lllepemesckoro-Tepuepa
r) runou3apHbId HAHU3M

Kaxkoit meTon mabopaTopHoro oocieoBanus HanboJee 1eaecooopa3eH:
a) MUKPOOHOJIOTHYECKUN TTOCEB MOKPOTHI

0) IUTOTCHETHYECKUH (KApUOTHITUPOBAHHKE)

B) PEHTI'€HOJIOTMUYECKHI

r) Y31

Haubonee BeposiTHas HAX0JKa MPU XPOMOCOMHOM aHAIIU3¢ y OOJILHOTO:
a) 46, XY
0) TpucomMus XpoMOCOMBbI 21

B) TPUCOMHUS XpOMOCOMBI 20
r) 45, X0

Jleuenue OOJBHOTO BKIIIOYACT:

a) MmpenapaThl CTUMYIUPYIOLIE OOMEH BEIIeCTB B HEPBHOW TKaHU, Koppekiuio BITP
0) mpemapatsl Ui CHUKCHHS apTePUATBHOTO JTaBIICHUS

B) 3aMECTUTENLHYIO TEPAMHUIO MOJIOBBIMUA TOPMOHAMU

') KOPTUKOCTEPOU/IbI

[IporHo3s 3aboneBanus:

a) JUTsl )KU3HU HEONaronpHusITHBIN

0) mosiHas peabuuTanus B pe3ysabTaTe Tepanuu

B) HEKOTOpast KOPPEKIUS CUMITOMOB, YMCTBEHHAs OTCTAIOCTh COXPAHSAETCS
') CHUKEHHE CIIyXa B 3peJIOM BO3pacTe

1) pa3BUTHE aTaKCHUU B 3pEJIOM BO3pacTe

OIIK-1, OIIK-4, OIIK-7, TTK-20

2. B menuko-reHetndeckyto koncyipranuio (MI'K) oOparunacek cembs, nMeromas pedeHka ¢ IUarHo3oM
cuapom Dasapaca. Cynpyru GEeHOTHIHYECKH 3J0POBbI U IJIAHUPYIOT CIEAYIONTYI0 OepeMeHHOCTb. [Ipu
3TOM OHH NPOCAT PACCUUTATH BEPOSTHOCTD POXKAECHUS CIEAYIOIIEro peOeHKa 30POBBIM.

Kakoii Tum MI'K npumensiercst B JaHHOM cliyJae.
a) MPOCIIEKTUBHOE

0) pETPOCIIEKTUBHOE

B) KOHCEPBATUBHOE

r) 00bEKTUBHOE
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Kakoii MmeTon mabopaTopHOro 0Ociie[oBaHus Hanboee 1meaecoodpa3eH MPUMEHUMO K POAUTEIISIM:
a) MEKPOOHUOJIOTHYECKUN TTOCEB MOKPOTHI

0) IUTOreHEeTUYECKHH (KapUOTHITHPOBAHUE)

B) PEHTI'€HOJIOTHYECKHI

r) Y3U

Kaxkue OpCANOJIOKUTCIILHBIC TPUYHNHBI BOSHUKHOBCHUS 3a001eBaHUs MOTr'yT OBITH BBHISIBIIEHEI JIa60paTop-
HO:

a) KJlaccudeckasi TPUCOMMUSL y OJIHOTO U3 CYIIPYTrOB

0) cOaaHCUPOBAaHHOE HOCUTEIBCTBO XPOMOCOMHOM MyTaIllH

B) MOJIMIUION/INS Yy OJTHOTO U3 CYIIPYTOB

I') MOHOCOMHS y OJIHOTO U3 CYIPYTOB

[Tporuo3 3aboneBanus st peOeHKa ¢ CHHAPOMOM DIBap/ca, POKICHHOTO B TAHHON CeMbe:
a) JIJIs1 YKU3HHU HEeOIaronpusTHBIN

0) noiHas peaduIuTanus B pe3ysibTaTe Tepaniu

B) HEKOTOpast KOPPEKLUS CUMIITOMOB, YMCTBEHHAs OTCTaJIOCTh

I') CHUKEHHE 0JIyXa B 3peJIOM BO3pacTe

1) pa3BUTHE aTaKCUH B 3pEJIOM BO3pacTe

OIIK-1, OIIK-4, OIIK-7, TIK-20

3. K Bpauy oOparunach aeBymika 17 jeT ¢ HU3KUM POCTOM M OTCYTCTBHEM MecsuHbIX. [Ipu ob6cnenoa-
HUU BBISBJICHBI: 00YKOOOpa3Hasi Tpy/aHas KJIETKA, COCKH PACIIOIOXKEHBI HU3KO M IUPOKO PACCTABIICHBI,
BTSHYTHI, HAPY>KHBIE TIOJIOBBIE OPTaHbI KEHCKOTO TUIIA, OBOJIOCEHHE CIa00€, MOJIOYHBIE JKeNe3bl He pa3-
BUTHI, YETBEPTHINA U TSATHIM MBIl HOT YKOPOYEHBI, BRICOKOE HE0O0, Ha IIee KPbUIOBUIHBIE cKiaaku. [1o-
JIOBOM XpOMAaTHH OTPHULIATEIbHBIMN.

BeposiTHbIl 1uarnos:

a) curapom JlayHa

6) cunapom lllepemesckoro-TepHepa
B) aJpEHOTCHUTAIBHBIN CUHIPOM

T') TPUCOMUS X-XPOMOCOMBI

VY 00JBbHOM 0XKHMIAETCS BBISIBICHUE KAPHUOTHIIA!
a) 45, X0

0) 45, XO/46, XY

B) 46, XX

r) 46, XY

1) 47, XXX

bonpHOM Ha3HAYaeTCA JCUYEHUE:

a) 3aMeCTUTENbHAs Tepanus SCTPOreHaMu

0) 3aMecTUTENbHAs Tepanusi KOPTUKOCTEPOUIaMU
B) 3aMECTUTENbHAs TEPaIus aHIPOTeHaAMH

') BUTaMUHOTEpanus

1) CAMIITOMaTH4eCKasl Tepamnus

ITporuno3 3aboneBanusi:

a) BOCCTaHOBJIEHUE JIETOPOIHON (PYHKIIMU

0) ymepeHHasi KOppeKLUsi BTOPUYHBIX MTOJIOBBIX IPU3HAKOB, OECIIOINE COXPAHIETCS
B) TIOJTHOE€ BOCCTAHOBJICHNE BTOPUYHBIX MOJIOBBIX MPU3HAKOB U AETOPOIHON (HYHKIIUU
r) AeTopoHast (PyHKIMS BOCCTAHOBHUTCS, HO MOJIOBUHA Jl0Yepeit Oy1yT O0JIbHBI
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OIIK-

1.

2.

...&16155[5 &1

1, OIIK-4, OIIK-7, IIK-20

Kpumepuu oyenxu:
- «(3aumeno» - He meree 71% npasunvHvix omeemos,
- «ne 3aumeno» - 70% u menee NPABUILHLIX OMEENO8.

3.3. IlpumepHble cuTyaumoHHbIe 3a1a4u, kputepuu ouenkun OIIK-4, OIIK-7, TIK-
20

B xnmmHuKy oOpaTuiack ceMbs ¢ 00JIbHBIM peOeHKOM. BoIbHO# BBICOKOTO pOCTa, C €BHYXOUIHBIMH
nponopuusMy tena. PazBurue ckenera 1o KEHCKOMY TUIly — Y3KHE IJIe4M, IUpPOoKui Tta3. Taxxe
10 JKEHCKOMY THIY OTKJIAJIBIBACTCS KUP C BBIPAKEHHONW HAKJIIOHHOCTBIO K OKMPEHHUIO U TMHEKOMa-
ctueil. Poct Bosoc Ha smiie ¢1abo BeIpaxeH, B 001acTu 100Ka — 10 )KEHCKOMY TUITY B (hopMe Tpe-
yroipHuKa. [1070BOM 4eH uMeeT HopMabHbIE pa3Mepbl. B KileTkax OyKaabHOTO SMUTEIHUS OMpe-
neneHsl Tenblia bappa. Y 001bHOTO onpeneneHo 3aMeITICHHOEe YMCTBEHHOE Pa3BUTHE U OTCTaBaHUE
B uHTesuiekTe. Kakoe 3aboneBanne Hanbosiee BepossTHO? Kakne METoIbl THarHOCTHKHA MOTYT OBITh
WCIIOJIb30BaHBI [Tl OATBEPXKACHUS quarno3a? OOmas TaKTUKa BEJCHUS TAHHBIX OOJBHBIX?
OIIK-4, OIIK-7, TIK-20

[IpencraBiena pogocnoBHas ceMbu ¢ cuHaApoMoM JlebGepa:

|

1 314 516

61 TIXY

8 9 10 11 12

Crenmyer onpeaenuTh — THIT HACIEeIOBaHUS, BEPOSTHBIC TEHOTHUITHI WICHOB POIOCIOBHOM, BEPOSATHOCTD POXKICHHS
OonpHOTO pebeHka B Opake 8, 9 u 6,7.

OIIK-4, OIIK-7, I1K-20

Manpuuk 12 ner, mocTynui B CTallMOHAP C jKajJ00aMy Ha HaJMYUEe KPOBOTEUCHMS U3 MOJIOCTH PTa.
W3 anamHe3a yCTaHOBJIEHO, YTO HEOJHOKPATHO HAOIIOJAINCh MACCHBHBIE KPOBOTEUEHHS IOCIIE
yJaneHus 3y0oB, reMapTpo3 IpaBoro KojeHHoro cyctasa. [Ipu ocmotpe: 3y0 mmeer OOJbIIyIO Ka-
PHO3HYIO IMOJIOCTh, KOTOpasi TPaBMUPYET OCTPBIMU KPasitMH CIM3UCTYIO0 0005104Ky AecHbI. [lepude-
puueckue TuMQaTHYecKe y3ibl He yBeTu4eHbl. TOHBI cep/iiia pUTMUYHbI, HEXKHBIN CUCTOIMYECKUI
IIYM Ha BepXylIke U B 5 Touke. JKUBOT npu manbnanuu MsIrkuii, 6e30ose3HenHsblil. [leuens u cene-
3eHKa He Manbnupyrorcsa. AHamu3 kposu: HB - 77 r/m; Dp. - 2,5X1012/m; .o - 0,9; Jleiik. -
7,0X109/1; 3- 2%, 11- 5%, c- 59%, 1- 25%, M-9; COD - 15 mm/4, TpomOonuTsl - 270,0X109/1. Bpe-
Ms cBepThiBaHus 1o JIu-Yaiiry - 30 mun. Kakue nonojgHHUTENbHbIE MCCIIEOBAHUS HEOOXOIUMO
IIPOBECTH M MX OXuAaemble pe3ynbTaThl? [locTaBpTe KnMHMYECKHMH quarHo3. Kakoil mporHos s
Oyaymux cubcoB u neteit mpodbanga? Tum Haciea0BaHUS.

OIIK-4, OIIK-7, I1K-20

B Bo3pacre 3 net, poauTenu cTaau 3aMeuaTh, YTO UX ChIH HEOOBIYHBIM 00pa30M BCTAET C I0JIa, pas-
rubasch, omupaeTcsl pykaMmu o KojeHu. Poaurenu oOpaTtuiy BHUMaHHE HAa 3aTPYAHEHUE TIPH TOJ-
HUMaHHUH 10 JiecTHUIE. [Ipu ocMoTpe onpenemnsitoTcsi HEKOTOphle 0COOEHHOCTH CTPOCHUS Tela: IIh-
POKO MOCTABJICHHBIE JIONATKU, YCUJIEH MOSICHUYHBINA JIOPJI03, YBEIMYEHBI B pa3Mepe U YIIOTHEHBI
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WKPOHOXHBIC MBIIIIBI. XOAUT peOCHOK, pacKadnBasCh B Ta300eIpEeHHBIX cycTaBax. KomeHHbIE pe-
¢nexcel oTcyTcTBYIOT. CHjla CHUYKEHA B MBIIIIAX Ta30BOTO MOsCA, B MEHBLICH CTENEHU B MPOKCH-
MaJbHBIX OT/ENaX BEPXHUX KOHEYHOcTed. M3 aHaMHe3a BBISICHEHO, 4TO Opar MaTepu peOeHKa B
JETCTBE IJI0XO0 XOAMI U yMep B Bo3pacte 15 jer, OyAaydn HeCrmoCOOHBIM K CAMOCTOSTEILHOMY Iie-
pensuxenuto. [Ipennonaraemsrii quarHos. Kakue Heo6xoanmMo cienars 1ab0paTOpHBIE UCCIIEI0BA-
Husa? Kak Hacnenyercs 3aboneBanue? Kakoli mporHo3 moToMcTBa y pa3iuyHbIX 4ieHOB ceMbu? Ka-
KM€ METO/IbI IPEHATATLHOU TUATHOCTHKY 3a00ICBaHUS?

OIIK-4, OIIK-7, I1K-20

5. Bpoxnenusiii BeIBUX Oeapa HacieqyeTcsl JOMUHAHTHO, CPEIHsSA NMeHeTpaHTHoeTh 25%. 3abomneBa-
HUe BcTpedaercs ¢ dyactotor 6:10000. Ompenenure YUCIO U MPOLEHT TOMO3UTOTHBIX 0COOCH 1o

peueccuBHoMy reny cpeau 10 000 naceneHusl.
OIIK-4, OIIK-7, I1K-20

Kpumepuu oyenxu:

- «3aumenoy - ooOyyarowWUIcs pewun 3a0a4y 8 COOMmeemcmseuu ¢ aieopummom, 0al NoJHble U
MOYHbIE OMEEMblL HA BCE BONPOCHL 3A0a4U, NPEOCMABUN KOMNIEKCHYIO OYEHKY NPeOloNCeHHOU CUmMyayuu,
coenan 6vl800bl, npusesl OONOJIHUMENbHbIE aAPSYMEHMbL, NPOOEMOHCMPUPOBAL 3HAHUE MeopemuieckKo2o
Mamepuana ¢ y4emom MeiCOUCYUNIUHAPHBIX CEs3el, HOPMAMUBHO-NPABOBBIX AKMOS, NPEONONCUTL Allb-
mepHamueHvle 8apuaHmuvl peulenus npodiemvl;

- (He 3a4Umenoy - 00yuarWuUIics He CMO2 JI02UYHO CHOPMYIUPOBAMb OMEemvl Ha 80NPOCHL 3a0d-
uy, coenams 6b1800bl, NPUBECMU OONOJHUMEbHbIE NPUMEPbL HA OCHOB8E NPUHUUNA MeHCHPeOMemHblX
cesa3ell, nPOOeMOHCMPUPOBAT HEGEPHYIO OYEHKY CUMYAYUU.

3.4. IlpuMepHblii NepevyeHb NMPAKTHYECKHX HABBIKOB, Kputepun oumenku OIIK-1, OIIK-4,
OIIK-7, TIK-20

1. Hcrnonb3oBaTh KIMHUKO-T€HEATIOTHYECKUM, IUTOTCHETUUECKUNH U JIPYyrUe METOJIbl AJIs OIpe-

JIeJICHHsI HACJIeICTBEHHON IIaTOJIOTHH.

2. CoOpaTh aHAMHECTHUYECKHE JAHHBIC U TCHEATOTHYECKYI0 HH(OPMAITHIO.

3. Odopmuts kapty ¢eHoTuna npodaHaa NpHu MOJO3PEHUU y HETO HAcleICTBEHHOTro 3a-
OoJsieBaHUs.
CocTaBUTh POJOCIOBHYIO, IPEACTABUTH €€ B TpapUueCcKOM BUJIE.
[Ipoananu3upoBath Haclieq0BaHNE 3a00JIEBaHUS WU MPU3HaKa 0OJIE3HU B CEMBE.
PaccuuTarh puCK BOZHUKHOBEHUS HACJIEACTBEHHON MATOJIOIUHU, UCTIONb3YS METObI (hopMallb-
HOM FeHeTUKHU U SMIIMPUUYECKUE JaHHbIE.

7. Tlo pe3ynabTaraM MCCIEJOBAHUHN J1aTh 3aKJIIOYEHHE O BO3MOXHOCTH JIETOPOKICHUS C HACHE-
CTBEHHOM IIaTOJIOTHEN B TaHHOU CEMBE.

8. IIpaBHIBHO UCMONB30BAaTh COOTBETCTBYIOIIYIO TEPMHUHOJIOTHIO.

9. TIpaBHUIBHO OLIEHUTH PE3YIHTATHI IUTOT€HETHUECKOTO UCCIIEAOBAHMS U IPYTHX METOJIOB.

Kpumepuu oyenxu:

- «3aumenoy - obyuarowuiics obradaem meopemudecKUMU 3HAHUAMU U 6ladeem MemoouKoll Gbl-
NOIHEeHUsl NPAKMUYECKUX HABLIKOS, OeMOHCMPUPYEm UX 6bINOJHEHUe, 8 Cyuae OWUOKU MOdcem Ucnpa-
8UMb NPU KOPPEKYUU UX NPENn00asamenem;

- «He 3aumenoy - obyuarowulicsa He 001a0aem 00CMAMOYHbIM YPOGHEM MEOPEeMUiecKUx 3HaAHUL
(He 3Haem MemoOuKu GbINOIHEHUS NPAKMUYECKUX HABbIKOG, NOKA3AHUU U NPOMUBONOKAZAHUL, 603MOJIC-
HbIX OCNONCHEHUl, HOPMAMUuebl U Npoy.) U/Uiu He MOJCem CAMOCMOSMENbHO NPOOEMOHCMPUPOBANb
npakmuyeckue YMeHus Uiy 6blNOIHAem Ux, 00nycKas epyovie OuubKu.

o oA

3.5. IIpuMmepHble 3a1aHusA VI HanUcaHus (U 3a1MTHI) pedpepaToB, kputepuu ouenku. OITK-
1, OIIK-4, OIIK-7, T1K-20

Temvl pechepamos:
117. I'eHHBIII ypOBEHb OpraHu3allUd HaCJIen-
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CTBCHHOI'O MaTcpuaja. XuMuueckas OopraHu3anus reHa.

118.

tunbl. Buast nykneorunos [JHK u PHK.
119.

CBOICTBA.

120.

121.

sx JIHK u PHK.

122.

Ke.

123.

BbIX kuciot. JIHK u PHK kak 6uononaumepsi.

124.
Yorcona u ®@. Kpuxka.
125.

Manuu. Tpanckpunuus u npoueccudr PHK.
126.

MoHoMepbl HYKJIEHMHOBBIX KUCIOT — HYKJIEO-
buonornueckuii (reHETUYECKU) KOI U €ro

CaoiictBa JIHK: perunkanus u penapamus.
OcCHOBHBIE pa3MUyMsi B CTPOSHUH U (DYHKIIH-

Jlokanuzanusi HyKJIEMHOBBIX KHUCJIOT B KJIET-
HyxneunoBbie kucioTsl. Bumsl HykiaenHO-
Buaet PHK. Ctpykrypa JHK. Monens [Ix.
Oranbl pealv3alud TeHEeTHYecKoi HuHGop-

Oranbl pealv3alMd TeHEeTHYecKoi HHGop-

Manuu. TpaHcasaLus U HOCTTPAHCISAMOHHBIE U3MEHEHUSI OeKa.

127.

I'ennbie mytanuu. Omnpenenenue. Krmaccu-

q)HKaLII/Iﬂ. MYTOH Bo3MmoxHBIE MeXaHHM3MBl BO3HUKHOBEHHS M IIOCJIICACTBHA T'CHHBIX MyTaIII/II;'I.

[Ipumepsl y uenoBeka.

128.

Hu3Mbl. Penapamus [JHK.

129.

HUKH XPOMOCOMHBIX 0OJIe3HEH.
130.

BI/IOJIOFI/I‘-ICCKI/IG aHTI/IMYTaIII/IOHHI)IC MEXa-
DTHOIOTHUS, MATOreHe3 U O0COOEHHOCTU KIiH-

JlnarHocTrka XpOMOCOMHBIX 0OJIE€3HEH.

131.  Cunapowm Ilaray. Dtuonorus, KinHuka, xapakrepasie BITP.
132.  BpokzaeHHBIE IOPOKU pa3BUTHs IpU cuHApome JlayHa.

133.  Cunapowm JlayHa: BapuaHThl KIMHUYECKON KapTHHBI.

134.  IlpuHUMIBI TUArHOCTUKY | JedeHus Oone3nu layHa.

135.  Iloaucomuu Mo MOJOBBIM XPOMOCOMAM.
136.  CuHAPOMBI YaCTUYHBIX aHIYTLIOU .

137.  Ilpu4yuHBI XpPOMOCOMHBIX aHOMAIIMK U X PACIIPOCTPAHEHHOCTD.

138. Cunnpowm fra-X. DTtuonorus, naTorenes, KIMHUKA, JUAarHOCTUKA, JIEUYCHHE.

139.  Cunapom KnaiindensTepa. THONOTNA, TATOTeHE3, KIMHUKA, JUArHOCTHUKA, JICUCHUE.
140. Cunapom Tpuruio-X. ITHOJIOTHS, MATOTeHE3, KIIMHUKA, TMarHOCTHKA, JICUCHHE.

141.  Drwmonorus u Ki1accupuUKays FeHHbIX O0JIe3HEH.

142. Bbonesnp Anbrrelimepa. 3THONOTHS, TATOTEHE3, KIIMHUKA, JUATHOCTUKA, JICUCHHE.
143.  Cunapom Mapdana. DTHOIOTHS, TATOT€HE3, KITMHUKA, TUarHOCTUKA, JICYEHHE.

144,  Cungpom Dnepca-Jlannoca. DTHOIOTHS, MATOTEHE3, KIIMHUKA, IMarHOCTHKA, JICUEHHUE.
145. Axonapomnasus. ITHONIOTHSA, TATOTeHE3, KIIMHUKA, TUATHOCTHKA, JICYCHHUE.

146. MeTtoapl JUarHOCTUKHU F'eHHBIX 3a00JIEBAHHIA.

147. CemMeitnas TUIICPXOJICCTCPUHCMU. 3TI/IOJ'IOI"I/I$I, IaToOrcHe3, KIMHUKa, JuarHoCTuka, JICUc-

HUE.

148.  TlepokcucomHble 00NIe3HH. DTUOJIOTHS, TATOTEHE3, KIIMHUKA, TUATHOCTHKA, JICYCHHUE.
149. Muonartus [Jromenna-bekkepa. ITHOIOTHS, TATOT€HE3, KIMHUKA, TUAarHOCTUKA, JIEYEHUE.
150.  Cunapom TecTUKYISpHON (heMUHU3ANUU. DTHOJIOTHS, TATOTeHE3, KIIMHUKA, JUATHOCTHKA,

JICUCHUC.

151.  Xopes ['eHTHHITOHA. DTHONIOTHS, TATOTeHE3, KIIMHUKA, TUArHOCTHUKA, JICYCHNUE.

152.  Heiipopubpomaro3. DTHoIOTHS, TATOTCHE3, KJIMHUKA, THarHOCTHKA, JICUCHHUE.

153. AnpeHOTeHHUTaNbHBIA CHHAPOM. DTHOIOTHSI, TATOTeHE3, KIMHUKA, TUATHOCTHKA, JICYCHHE.
154.  MuortoHuveckas quctpodus. ITHOJIOTHS, TATOTeHE3, KIMHUKA, TUAarHOCTHKA, JICUCHHE.
155. Meroabl n3yueHus 601e3HEN ¢ HACIeICTBEHHOU MPeIPacOI0KEHHOCTHIO.



156.  Accommaius HacleACTBEHHBIX OoNie3Hel ¢ cucTeMoit antureHoB HLA.

157.  T'uneptoHmueckas 605e3Hb. [ eHETHUYECKHE OCHOBBI TPEAPACIIONIOKEHHOCTH.

158.  fI3Bennas Gomnesnb xenyaka u JI1K. ['eHeTH4eckre OCHOBBI MPEAPACIONIOKEHHOCTH.
159.  HMucynuH3aBUCUMBIN caxapHbli AuabeT. ['eHeTrnueckrne OCHOBBI MPEAPACTIONO0KEHHOCTH.
160. T'enermdecku 0OyCIIOBICHHASI HETIEPCHOCUMOCTD JICKAPCTBEHHBIX MPEMapaToB.

161.  HemnepeHocuMoCTb IIOTeHA. [ 'eHeTHYECKUE OCHOBBI IPEIPACTIONOKEHHOCTH.

162.  IlurmeHTtHas Kcepoaepma. I eHeTHuyeckre OCHOBBI PEAPACTION0KEHHOCTH.

163.  AnkoronusM. ['eHeTHUecKkre OCHOBHI MPEAPACIONI0KEHHOCTH.

164. TI'eHeTmyeckue OCHOBBI paka.

165.  CrpykTypa MEAMKO-TEHETHUECKOW CIIY>KOBI M ee (YHKIUH B 31PAaBOOXPAHECHUH.

166.  IIpexkoHuennuoHHas nMpoduIaKTUKA.

167.  Ponb reHHOH MHXEHEPHH B IPOPHIAKTUKE HACTECICTBEHHBIX OOJIE3HEH.

168.  Menuko-reHeTH4YECKOE KOHCYJIbTHPOBAaHHE HACEICHMSI - OCHOBAa MPO(MUIAKTHUKU Haclea-
CTBEHHOM IATOJIOTHH.

169.  CrpykTypa u opranu3anus MeIUKO-TeHETHYECKIX KOHCYIbTAIIHMA.

170.  IlpenaranbpHas JUArHOCTHKA BPOXKACHHBIX IIOPOKOB Pa3BUTHSL.

171.  CxkpuHUHI-METO[bI, UX 3HAUCHUE B MPOPUIAKTHKE HACTIEACTBEHHON MaTOIOTHH.

172.  IlpeumruiaHTallMOHHAS IUATHOCTHKA.

173. AMHHOLIEHTES.

174.  IlnanupoBaHUE CEMbH KaK METOJ NpOo(pUIaKTUKU HACIEACTBEHHbIX 00JIE3HEH.

Kpumepuu oyenku:

«3aumenoy — 000CHOBAaHA aKTYaJIIbHOCTh MPOOIEMBI U TEMBI, COJEpKAaHHE COOTBETCTBYET TEME U
1any pedepara, moIHO U TITyOOKO paCKPBITHl OCHOBHBIE MOHITHS IPOOIEMbI, 0OHAPYKEHO JOCTa-
TOYHOE BJIaJICHUE TEPMUHOJIOTUEH, TPOJIEMOHCTPUPOBAHO YMEHHE pabOoTaTh C TUTEPATyPOid, CHU-
CTEMATU3UPOBATh U CTPYKTYPUPOBATh MaTepHall, yMeHue 000011aTh, CONOCTABIATh pa3IU4HbIE
TOYKH 3PEHHUS [0 pACCMATPUBAEMOMY BOMPOCY, ApTyMEHTUPOBATh OCHOBHBIE MOJIOKEHUS U BHIBO-
b1, K aHAJIM3Y MPUBJICYCHBI HOBEHIINE paboThl 1o npobiieme (KypHaIbHbBIE MyOIHKaIUK, MaTEPH-
aJibl COOPHUKOB HAYYHBIX TPYAOB U T.1I.), TOJIHOCTHIO COOIIOICHBI TPEOOBaHUS K O(OPMIICHUIO
pedepara, TpaMOTHOCTD U KyJIbTYpa U3JIOKEHHS MaTepHralia Ha BBICOKOM ypPOBHE.

«He 3aumeHo» — He 000CHOBaHA WJIH c1a00 000CHOBaHA aKTyaJIbHOCTh MPOOJIEMBI U TEMBI, COZIEp-
YKaHHe He COOTBETCTBYET TEME U IJIaHy pedepaTta, 0OHapyKEHO HEJOCTATOUHOE BJIaZICHHE TEPMHU-
HOJIOTHEH U MOHATUHHBIM anmapaToM MpodsieMbl, HE TPOJAEMOHCTPUPOBAHO YMEHHUE paboTaTh C
JUTEPaTypOH, CUCTEMATU3UPOBATh U CTPYKTYPUPOBATh MaTepuall, yMeHrne 000011aTh, COOCTaB-
JIATh Pa3/InYHbIE TOYKU 3PEHMS 110 PACCMAaTPUBAEMOMY BOIIPOCY, apTyMEHTHUPOBATh OCHOBHBIE T10-
JIO’)KEHUS ¥ BBIBOIbI, UCTIOJIb30BaH OYEHb OIPAHUYEHHBIN KPYT JIUTEPAaTypPHBIX UICTOYHUKOB 110
npobiueme, He coOII0IeHbl TpeOOBaHUs K 0(OopMIIeHUIO pedepaTa, OTCYTCTBYET TPaMOTHOCTb U
KYJIbTYpa U3JI0KEHUS MaTepuasa.

4. MeTonnueckue MaTepuaJibl, onpeae/siioniie nMpouelypbl OleHUBAHUS 3HAHUH, YMEHUH,
HABBIKOB M (WJH) ONBITA NPO(PeCCHOHAIBLHON [esiTeTbHOCTH, XaPAKTEPH3YIOIIHUX JTAIbI
(opMupoBaHus KOMIIETEeHMIA

4.1 MeToauka npoBeeHUus1 TECTHPOBAHUS
1 IHensro amana npomesicymounou ammecmayuuy no OUCyuniune (Mooyo), nposooumot 8 popme

MecmupoBanus, AGNAEMcs OYEeHKA YPOBHS YCBOEHUs 00YYAOWUMUC 3HAHUL, NpUoOpemeHus yMeHull,
HABbIKOG U CHOPMUPOBAHHOCU KOMHEMEHYUL 8 pe3yabmame u3yyeHus y4eOHot OUCYuniuHul (yacmu
OUCYUNTIUHDL).

2 JIokanbhble HOpMamugHbvle AKMbl, PeciamMeHmupyrouiue npoeeoenue npoyeoypol:
3 Ilposedenue npomescymounoti ammecmayuu odyuaowuxcs peaiamenmupyemcs Ilonodcenuem

0 meKywem KOHmMpoae YCNe8aemMocmu U NPOMENCYMOUHOU ammecmayuu o0yuaruuxcs, 66e0eHHbIM 6
oeticmsue npuxazom om 08.02.2018 Ne 61-O/].
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4 Cybvexkmol, Ha KOMOPHIX HANPABIEHA NPOYEOYPa:

IIpoyedypa oyenusanus OON’CHA OXBAMBIBAMb BCEX 00YUAIOWUXCS, OCBAUBAIOUUX OUCYUNTUHY
(mM0Oynv). B cnyuae, eciu obyyarowuiicss He npoxooun npoyedypy 6e3 Y8adcCumenbHulX NPUYUH, MO OH
CUUmMaemcst UMeuWUM aKaoemuyeckyio 3a00IHCeHHOCb.

5 Ilepuoo npoeedenus npoyedypul:

6 Ilpoyedypa oyenusanusi npo8OOUMC NO OKOHYAHUU U3YUEeHUs OUCYUNIUHBL (MOOYs) HA NO-
cneoHem sauamuu. B ciyuae npogedenuss mecmuposanus Ha KOMRbIOMEPAX 8pemMs U Mecmo nposeoeHus
Mecmupo8anusi npenooasamenu Kagheopvl couacyrom ¢ UHGOPMaAYUOHHO-8bIYUCTUMETLHBIM YEHMPOM U
0080051m 00 c8edeHUsL 00YUAIOUIUXCSL.

7 Tpebosanus K nomewjeHuUAM U MAmMeEPUATbHO-MEXHUUECKUM CPeOCmeam 0 NpoeedeHus
npoueoypul:

8 Tpebosanus k ayoumopuu 051 NPo8edeHUss NPoyedypsl U HeOOXOOUMOCMb NPUMEHEHUs. CReyud-
JIUBUPOBAHHBIX MAMEPUATLHO-TMEXHUYECKUX CPEOCME ONPeOesitoMCcs NPenooasamesem.

9 Tpebosanusn Kk Kaoposomy obecneueHuIo nPoBedeHUs RPOYeOypbL:

Ilpoyedypy nposooum npenoodasameinv, 8e0yuuli OUCYUNIUH)Y (MOOYIb).

10 Tpebosanus k 6anKy oueHouHbIX CPEOCME:

Jlo Hauana nposedenus npoyedypvl npenooasamenem NOO20MABIUBAEMC He0OX00UMbIUL OAHK
mecmogulx 3a0anuti. I[Ipenooasamenu xageopvl paspabamoviearom 3a0anus 01 MeCMO8020 IMANA 3d-
uéma, ymeepacoaom ux Ha 3acedanuu Kageopvl u nepeoarom 6 UHGOPMAYUOHHO-BbIYUCTUMETbHBL
YeHmp 6 JJIeKMPOHHOM 8Ude emecme ¢ Konuell peyen3uu. MunumanibHoe KOIu4ecmeo mecmos, cocmas-
JAOWUX POHO MecmosvlX 3a0aHUll, pACCUUMbBIBAlOm no gopmyne: mpyooemMKocms OUCYUNIUHBL 8 3.€.
ymHoxHcumo Ha 50.

Tecmul exknroyarom 6 cebs 3a0anust 3-x ypoGHell:

- T3 1 yposHs (8biopams 6ce npasuibHbie OMEembl)

- 13 2 yposHs (coomeemcmeue, nociedo8amenibHOCb)

- 13 3 yposHs (cumyayuonnas 3a0aua)
Coommnouienue 3a0anuil pa3uvlX yposHell u npucyxycoaemole 0a/vl

Buo npomesicymounoii ammecmayuu
3auem
Konuuecmso T3 1 yposns (sbibpams éce npasuivivie 0meemol) 18
Kon-60 6annos 3a npasuibHulil omeem 2
Bcezo 6annos 36
Konuuecmso T3 2 ypoensi (coomsemcmeue, nocied08amesibHOCHb) 8
Kon-60 6annos 3a npasuibHulil omeem 4
Bcezo bannos 32
Koauuecmeso T3 3 ypoens (cumyayuonnas 3adaua) 4
Kon-60 6annos 3a npasuibHulil omeem 8
Bcezo bannos 32
Bcezo mecmoswix 3a0anuii 30
HUmozo bannos 100
Mun. xoruyecmaso 6anios ons ammecmayuu 70

Onucanue npogedenus npoyeoypol:

Tecmuposanue sensiemcs 0053amMenbHbIM SMANOM 3a4EMA HE3A8UCUMO OM Pe3YIbmMamos MmeKyue2o
KOHmpoas ycnesaemocmu. Tecmupoganue mModxicem npo8oOUMbC HA KOMNblomepe Ul Ha OYMAdiCHOM
Hocumere.

Tecmuposanue Ha OYMAACHOM HOCUMeENe:

Kaosicoomy obyuarowemycs, npunumarowemy yvacmue 8 npoyeoype, npenooasameem 6bl0aemcs OIaHK
UHOUBUOYALHO20 3a0aHus. Ilocne nonyyenus 61aHKa UHOUBUOYATLHO20 3A0AHUS 00YYAIOWUNICS O0NHCEH
8bIOPAMb NPABUTLHBIE OMEENbL HA MECMOBble 3A0aHUs 8 YCMAHOBLEHHOE NPenooasamenem 6pems.
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Obyuarowemycs npeonazaemcs 8blnoaHumy 30 mecmoguvix 3a0aHUll pa3HO20 YPOBHA CIOHCHOCMU HA 3a-
ueme. Bpems, omeooumoe na mecmuposanue, cocmasisiem He Ooiee 00HO20 AKAOEMUYECKO20 Yaca Ha
3aueme.

Tecmuposanue Ha KOMRLIOMEPAX:

s nposedenus mecmuposanusi ucnonvsyemcs npoepamma INDIGO. Obyuarowemycs npeonacaemcs
8b1noIHUMb 3() Mmecmoguvlx 3a0anUll pazHo20 YPOBHs CIONCHOCMU HA 3a4yeme. Bpems, omeodumoe na me-
cmuposanue, cocmasgisem He Oojee 00H020 aKAdeMu4ecko2o 4aca Ha 3ademe.

Pesynvmamut npouedypul:

Pezynomamer mecmuposanus Ha komnviomepe unyu OYMaNCHOM HOCUMENe UMEIOM KAYeCME8EHHYI0 OYEHK)
«3aumenoy — «He 3aumenoy. OYenKu «3a4meno» no pe3yibmamam mecmupo8anus sA6IAI0MCs OCHOBAHU-
em 01151 0onycka obydarowuxcs k cobecedosanuro. Ilpu nonyuenuu oyeHKu «He 3a4meHoy 3a mecmuposa-
Hue 00yuarowulics K cobece008aHut0 He OONYCKAemcs U No pe3yibmamam npomMediCymoyHou ammecma-
Yyuu no oucyuniure (MoOYy0) 8bICMABIAEMCs OYeHKA «He 3aUmMeHON.

Pe3zynomamuol npoeedenus npoyedypvl 8 0013amenbHOM NOPSOKe HNPOCMAGIAIOMC Npenooasamenem 6
3auémuule 8e00OMOCHU 8 COOMBEMCMEYIOUYIO 2pag)y.

11
4.2. MeToanKka NpoBeleHUs MPHeMa MPAKTHYeCKUX HABBIKOB

12 Ilesib 3TAana NPOMEXKYTOYHON aTTECTAllMU MO AUCHUIUIMHE (MOJYII0), TPOBOAUMON B (hopme
npreMa MPaKTUIECKUX HABBIKOB SBJISIETCS OLIEHKA YPOBHSI MPUOOPETEHHS 00YyJaIOMIMMC YMEHUH, HaBbI-
KOB U C()OPMUPOBAHHOCTH KOMIIETEHIIMI B pe3yNbTaTe U3y4yeHUs] Y4eOHON NUCIUIUIMHBI (YaCTH JUCIIH-
TLJTUHBI).

13 JlokaibHble HOPMATHBHBIE AKThI, perJiaMeHTHPYIOIIHe NPOBeJeHne POl eaypPhbl:

14 IlpoBenenue NpoMeKyTOUYHON aTTecTallMi oOyvarouxcs peraameHtupyercs IlonoxeHuem o
TEKYIIEeM KOHTpPOJE YCIEBAEMOCTH U MPOMEXKYTOYHOM aTTecTaluu OOydarolIuXxcsi, BBEJICHHBIM B JICH-
ctBue npukasom ot 08.02.2018 Ne 61-O/1.

15 Cy0bekTnbl, Ha KOTOpPbIe HaNlpaBJeHa NMpoueaypa:

[Iponienypa oleHMBaHUS TOJKHA OXBATHIBATh BCEX OOYYAIOMIMXCS, OCBAWBAIONIMX IUCIHILIHHY
(Monynb). B cnydae, ecnu oOyyaromnuiicss He TPOXOAWI MPOUEAYPY 03 yBaKHUTENbHBIX MPUYUH, TO OH
CUMTAETCS] IMEIOIIIM aKaJJeMHUYECKYIO 33]J0JDKEHHOCTb.

16 Ilepuoa npoBegeHusi NPOLEAYPHI:

17 Ilpouenypa ouieHUBaHUS TPOBOAUTCA MO OKOHUYAHUU W3YUEHMS JUCIUIUIMHBI (MOIYJsl) Ha MO-
CIIEZIHEM 3aHATUH O JTUCHMILIMHE (MOJYJII0), UM B AE€Hb MPOBEACHUS coOeceI0BaHUs, NN MOXET OBITh
COBMEIIEHA C 3aY€THBIM COOECEJOBaHUEM 110 YCMOTPEHUIO Ka(eIphl.

18 TpeGoBaHusl K MOMEIIEHUAM U MATEPHATbHO-TEXHUYECKMM CpeIcTBAaM /UIsl NPOBeleHHs
Npoueayphbl:

19 TpeGoBaHus K ayAUTOPUM JAJs MPOBEIEHUS MPOLEAYPbl U HEOOXOIUMOCTh PUMEHEHHUS CIie-
[IUATN3MPOBAHHBIX MAaTEPHATbHO-TEXHUIECKUX CPEJICTB OMPEACIISIOTCS MPETI01aBaTeNIeM.

20 TpeGoBaHMs K KaAPOBOMY 00eclie4eHHIO IPOBECHUs POLeayPbI:

[Tponerypy IpOBOIUT MPETIOIaBaTeNb, BEAYIIHH TUCIHATUTHHY (MOIYJIb).

21 TpeGoBaHus K 0aHKY OLIEHOYHBIX CPEJACTB:

Jo Havanma mpoBeACHUS MPOIEAYPHI MpernojaBaTeIeM MOATOTABIMBACTCS HEOOXOIUMBIN OaHK
OLIEHOYHBIX MaTepHaJIOB JUIsl OLIEHKM YMEHUH M HaBBIKOB. baHK OLIEHOYHBIX MaTepUalIOB BKIIIOYAET Iie-
peUYeHb MPAKTUYECKUX HABBIKOB, KOTOPHIE JOHKEH OCBOUTH OOydwaromuics st Oymyiien mpodeccuo-
HAJIBHOW J€ATEIbHOCTH.

22 Onucanue NpoBeaeHHs MPOLEAYPbI:

23 O1eHKa ypOBHS OCBOEHHSI NMPAKTHUECKUX YMEHHUI M HABBIKOB MOXET OCYIIECTBISATHCS Ha OC-
HOBAaHUU TIOJIOKUTEIFHBIX PE3yJIbTaTOB TEKYIIETO KOHTPOJIS TPHU YCIOBHH O0S3aTEILHOTO TOCEIIECHHUS
BCEX 3aHATUI CEMHUHAPCKOTO THIIA.

24 J1nst TpOXOXKIISHHSI ATaIa MPOBEPKH YPOBHSI OCBOSHHSI IPAKTUIECKUX HABBIKOB O0YJarOIIUICS
JIOJDKEH OBJIAJIeTh BCEMM INMPAKTHUECKUMH YMEHHSIMHM M HaBbIKAMH, MPEJYCMOTPEHHBIMU IMPOrpamMMOi
JTVCIUTUTAHBI (MOTYJIS).

25
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26 Pe3yJbTaThl NpoLeaypPbI:

Pe3ynpraTel MpOBEpPKH YPOBHS OCBOCHHS NMPAKTHYECKHX YMEHHH M HABBIKOB MMEIOT Ka4eCTBEH-
HYIO OIICHKY «3a4T€HO» — «HE 3a4TeHO0». OLEHKHU «3aYTeHO» IO pe3ysbTaTaM MPOBEPKH YPOBHS OCBOE-
HUSI IPAKTHYECKUX YMEHUH U HaBBIKOB SIBJISIOTCSI OCHOBAHHMEM JJIS OIyCKa 00yJarommxcs K codeceno-
BaHU10. [Ipu momyyeHnn OIEHKH «HE 3a4TE€HO» 32 OCBOCHHE MPAKTUYECKUX YMEHHH M HaBBIKOB 00yJaro-
MUHCS K cOOeCeOBaHMIO HE JIOMYCKAETCS M MO pe3yiIbTaTaM MPOMEXYTOYHOH aTTECTAlUH 0 JANUCIH-
IIJIMHE (MOI[yJHO) BBICTABJIACTCA OLICHKA «HCYIOBJIICTBOPUTCIILHO).

27 Pe3ynbTaThl POBEACHUS MPOLEAYPHI B 005S3aTEIBHOM HOPSIKE MPOCTABIIIOTCS IperoiaBare-
JIeM B 3a4E€THBIC BEIOMOCTH B COOTBETCTBYIOLIYIO Tpady.

4.3. MeToanka npoBeeHusi YCTHOTO codece10BaHus

28 Ilenvio npouedypvl npomedicymouHou ammecmayuy no OUCYuniure (Mooyiro), npo8ooUMOll 8
Gopme ycmHnozo cobecedo8anus, A615€mcs OYeHKA YPOBHsL YCBOEHUS 00YUAIOWUMUCS 3HAHUL, NPUobpe-
MeHUsL yMeHUll, HABbIKO8 U CHOPMUPOBAHHOCIU KOMNEMeHYUll 8 pe3yibmame UsyyeHus y4eOHou oucyu-
NAUHBL (YACU OUCYUNTIUHDL).

29 JlokanvHble HOpMAmMUBHbIE AKMBbL, Pe21AMEHMUPyIouiue nPogedeHue npoyeoypbl:

30 Ilposedenue npomescymounoi ammecmayuu ooyuarowuxcs peciamenmupyemcs Ilonodcernuem
0 meKywem KOHMpoie YCNe8aemMoCmu U NPoMeNCYmouHolu ammecmayuy o00y4arumuxcs, 66e0eHHbIM 8
oeticmaue npukazom om 08.02.2018 Ne 61-0O/].

31 Cyovexmul, na Komopbie nanpaenena npoyeoypa:

Ilpoyedypa oyenusanuss 00INCHA OXBAMBIEAMb 6CEX 0OVUAIOWUXCSA, OCBAUBAIOWUX OUCYUNTIUHY
(mMoOynb). B cnyuae, ecnu obyuarowuiica He npoxooun npoyedypy 0e3 y8aniCumenbHulX NPUYUH, Mo OH
CuUUmMaemcst UMeuWUM aKaoemuyeckyio 3a001HCeHHOCb.

32 Ilepuoo nposedenus npoyedypol:

33 Ilpoyedypa oyenusanusi NPOBOOUMCS NO OKOHYAHUU U3YYEHUS OUCYUNIUHBL (MOOYIISL) 8 COOm-
8EMCMBUL C PACNUCAHUEM YYEOHbIX 3aHAMULL (eCiU NPOMENCYMOYHAS AMMeCcmayusi NPosoOUmMcs 6 ¢op-
Me 3auema). [lekanamom (axyibmema moxcem Oblmb COCMABIEH UHOUBUOVAILHBIL 2PaghuK npoxoicoe-
HUSL NPOMENCYMOUHOU ammeCcmayuu 01 00yuarwe20cs npu Haruduy OnpedesieHHbIX 00CMoamenbCms.

34 Tpebosanus Kk nomewieHUAM U MaAmMePUAIbLHO-MEXHUYECKUM CPeOCmEam 01 NPOGEOCHUS
npoueoypul:

35 Tpebosanus k ayoumopuu 0Jis1 npogedeHUs NPoyedypsl U HeoOX0OUMOCIb NPUMEHEHUs Cheyu-
AMUUPOBAHHBIX MAMEPUATLHO-MEXHUYECKUX CPEOCME ONPeOesilOmCcs NPenooagamesem.

36 Tpebosanusn Kk Kadpoeomy obecneueHuIo nPoeedeHUs NPOUEOypPbl:

IIpoyedypy nposooum npenooasamenv, 8eOyuil OUCYUNIUHY (MOOYIb), KAK NPABUNO, NPOBOOsL-
WUl 3aHAMUSL TIEKYUOHHO20 MUNA.

37 Tpebosanus Kk 6AHKY OUEHOUHBIX CPEOCME:

Mo nauana nposedenus npoyedypvl npenooasamenem NOO20MABIUBAENICS He0OX00UMbl OAHK
OYEHOYHBIX MAMEPUANIO8 Ol OYEeHKU 3HAHUL, YMeHUll, HABbIKO8. BaHK OYeHOUHbIX MAmepuanos 6KIYa-
em 8ONPOCkHl, KAK NPABUNO, OMKPLINO20 MUNA, nepederb meM, 8bIHOCUMbIX Hd ONPOC, MUNO8ble 3a0aHUSL.
U3 banka oyenounvix mamepuanos gopmupyromcs neuamuvle OJAHKU UHOUBUOYANbHBIX 3a0aHUll (Oue-
mot). Konuuecmeo 6onpocos, ux euo (omxpvimoele uiu 3aKkpvimoie) 8 O1aHKe UHOUBUOYATbHO20 3A0AHUSL
onpeoensemcs npenoodasamenem camoCmosmenbHo.

38 Onucanue nposedenusn npoyedypui:

Kaoicoomy obyuarowemycs, npunumarowemy yyacmue 8 npoyeoype, npenooasameiem 6bl0aemcs OJIaHK
UHOUBUOYAIbHO20 3a0anus. Ilocne nomyuenus O1aHKA UHOUBUOYATLHO2O 3A0AHUS U NOO2OMOBKU OMEe-
Mo 00Y4aOWUILCs OONIHCEH 8 Mepy UMEIOWUXCS 3HAHULL, YMeHULl, HABbIKO8, CHOPMUPOBAHHOCIU KOMNe-
MeHYuy 0amv YCMHbvle pa3eepHymole 0meemvl Ha NOCMAGIeHHble 8 3a0aHUU 80NPOCHL U 3A0aHUs 8 YCMa-
HosllenHoe npenodasamenem epems. IIpoodoadcumenbHoCmb nposedenus nPoyedypvl Onpeoeisemcs npe-
nooasamenem camoCmosmenbHo, UCX005 U3 CIOACHOCTU UHOUBUOYAIbHBIX 3A0AHULL, KOAUYECMBA 60ONPO-
€08, 0OBeMa oYeHUBaeMo20 yYuebH020 Mmamepuaid, oowelu mpyooemMKoCmu u3y4aemou OUCYUNIUHbL (MO-
0ys) u Opyeux ¢haxmopos.
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Cobecedosanue modxcem nposooUmMsbCsi RO 8ONPOCAM Oulema u (Ui) no CUmyayuoHHoU(vIM) 3a0ade(am,).
Pezynomam cobecedosanus npu nposedenuu npomedcymoyHol ammecmayuu 8 popme 3a4éma onpede-
JIAACMCSL OYEHKAMU «3AYMEHO0Y», «He 3aUMeHO ).

Pesynomamul npouyedypul:

Pe3zynomamuol npogedenus npoyedypvl 6 0013amenbHOM NOpsAOKe NPOCMABIAIOMCA npenoodasamenem 8
3ayemmuble KHUNCKU 0OVHaroWuxcs u 3auémuvle 6e00MOCMU U NPeOCmasisiiomes 6 0ekanam Gaxyivme-
ma, 3a KOMopvIM 3aKpenieHa 00pazoeamenbHas npocpamma.

1lo pe3ynomamam nposedenuss npoyedypvl OYyeHUsanus: npenooagameinem 0eiaemcs 8bl800 0 pe3yilbma-
Max npomedNCymoyHol ammecmayuu no OUCYUNTIUHE.

4.4, MeToauka noAroTOBKU/3a1MThHI pedepaTos.

Ienvio npouedypvr noozomosku u 3awumel peghpepama ABIAEMC OYEHKA YPOBHI YCBOEHUSL 00YyUar0-
WUMUCS 3HAHUL, NPUOOPemeHUsi YMeHUll, HABbIKO8 U CHOPMUPOBAHHOCIIU KOMNemeHYull 8 pe3yibmame
usyueHusi y4eOHou OUCYUNIUHbL (Yacmu OUCYUNTIUHBL), OYEHKA CNOCOOHOCMU 00yHanwe20cs K HAYYHO-
UCCne008amenbCKoll OessmenbHOCMIU.

JlokanbHble HOpMamueHbvle akmol, pezlameHmupyroujue npogedeHue nPoyeoypbl:

IIposedenue npomesicymounoti ammecmayuu oodyyaowuxcsa peenamenmupyemcsa Ilonoscenuem o
meKywem KOHmpoJie YCnesaemoCmu 1 nPOMeNCYMOUHOU ammecmayuu 00y4arouuxcs, 66e0eHHbIM 6 Oeli-
cmeue npuxazom om 08.02.2018 Ne 61-O/1.

Cyovekmul, Ha Komopbvle HanpagieHa npoyeoypa:

Ilpoyeodypa oyenusanuss OONNHCHA 0X8AMBIBAMb BCEX O0OVUANOWUXCA, OCBAUBAIOWUX OUCYUNTUHY
(MOOYIb), O KOMOPOU NpedycMOmMpPeHO 8bINOIHEHUe U Hanucanue pegepama. B cuyuae, eciu obyuaio-
wutics He NPoOXooul npoyedypy 6e3 Y8adcumenibHblX NPUYUH, MO OH CYUMAEMCs UMEIWUM aKademuye-
CKYI0 3A00NHCEHHOCMb.

Ilepuoo npoeeoenus npoyedypul.

Ilpoyedypa oyenusanusi npo8OOUMCsL 8 COOMEEMCMEUU C YHeOHbIM NAAHOM U PACRUCAHUEM VieO-
HbIX 3AHAMULL.

Tpebosanusn Kk nomeuweHUAM U MAMEPUATILHO-MEXHUUECKUM CPEOCMEam 0Ji nPo8edeHus npo-
ueoypul:

Tpebosanus k ayoumopuu 011 nNPosederUss Npoyedypbl U HeoOX0OUMOCb NPUMEHEHUs CNeYUdIu-
3UPOBAHHBIX MAMEPUATLHO-MEXHULECKUX CPeOCne ONpedensiomcs npenooasameiem.

Tpeoosanun Kk Kaopoeomy obecneuenuro nPOGedeHUus nPoyedypbl:

IIpoyedypy nposooum npenooasamennv, e0yujuti OUCYUNIUHY (MOOYIb).

Tpeoosanus Kk OanKy oyeHOUHBIX CPEOCME:

o nauana nposedenusi npoyedypvi npenooasamenem HOO20MABIUBAEMC HEOOX0OUMbL OAHK
mem pepepamos. Obyuarowuiics 8bloOUpaem camocmosmenbHo memy pegepama.

Onucanue nposedenus npoyeoypi:

3akonuennyro pabomy cmyoenm coaem Ha Kageopy 6 6YMaNCHOM U IIEKMPOHHOM BUOe.

Pegepam noonexcum npogepke na Hanuuue 3aUMCMEOBAHULl U niasuama. 3amem paboma
Hanpaesisiemcst Ha peyeH3uposanue.

Peyensuposanue exntouaem: gvlagnenue oumudOOK u Hedouemos 8 pabome.

Peyenzenm svisicnsem coomeememaue pabomul NOCMAGIEHHOMY 3A0AHUIO, AKMYATbHOCTb MeMbl,
CAMOCMOAMENbHOCMb 8bINOIHEHUs. paOOMbl, CIMeNneHb NPUMEHeHUs MeOPeMmUYecKUx 3HaHUull Ha NPaKmu-
Ke U NPaKmuyeckyio 3HAYUMOCMb padomvl, aHAIUZUPYEM NOLONCUMENbHbIE CHOPOHbL, HeOOCMAmKU U
OWUOKU, OYeHUusaem Cmuilb U3N0NACEHUsL U OPOPMIEHUS.

Ocnosanuem 013 00nycKka K 3awume peghepama AGNAIOMCA:

- oghopmnenue pabomvl 8 COOMEEMCMEUU C NPEOBABIAEMbIMU K HANUCAHUIO pedhepamos mpebo-
BAHUAMU,

- peyeH3us pykogooumerns u e20 NOONUCh HA MUMYIbHOM JUCHe.

Cmyoenm 3apanee comosum 00k1a0 Ha 8-10 munym, evlOupas 0CHO8Hble MOMEHMbL 8 pabome,
COXPAHsIsL NPU YMOM CIMPYKMYpy pabomol. B evicmynienuu ciedyem ompasums MOMUGsbl 6b100Opa membl,
00vekm, npeomem, yeivb, 3a0a4U UCCIE008AHUS, OCHOBHOE COOEpHCaHUe, 8bl800bL U UX 0DOCHOBAHUE.
Iloozomosums MynbmumMeOUtiHyIo npe3eHmayuio, NOMO2aowyio packpblimb OCHOBHbLE NOLONCEHUS PAbO-

138



mol.

Cmyoenm 6 ceéoem 00KIA0e 00IHCEH PACKPIMb CLEOVIOWUE BONPOCHL:

- AKMyanbHOCMb membl, yelb U 3a0aiu pabomsi, 0COOEHHOCMU HOPMAMUBHO20 Pe2yAUPOBAHUsL
uccnedyemvlx 60npocos;

- cocmostue u 0CoOOeHHOCMU UCCedyemMol NPooembl;

- NoJIyUeHHble pe3ybmamsl, 8b18600bl U NPEOJIONCEHUsL, CIENeHb UX HOBU3HDL.

2) Omeemvi cmyOeHma Ha 0NPOCHL PEYEH3IEHMA U YIeHO8 KOMUCCUU, NPUCYIMCMBYIOUUX.

3) 3akntouenue npenooasameist ¢ oyeHKou pabomoi.

Peszynemamut npouedypeoi:

Peghepam oyenusaemcs no npeonosicenHomy oyeHOYHOMY TUCTY:
OLIEHOYHBIM JINCT PE®EPATA 11O TEHETUKE
Crynenra DaxynpTeT Kype

Tema pedepara

Kpurepuu onenku

No | OnieHuBaeMble KpUTEPUU bamn ot MaxkcumanbHO Habpannsrii
0 mo2 BO3MOYHBIN 0aJLI Oain

A) CooTBeTcTBHE COJIep:KaAHUsA TeMe* (Tema pa-
OOTBI BEIOMPAETCS CTYICHTOM B TEUEHUE Ce-

0
1
MecTpa U He TyOnupyeTcsi BHYTPH TPYIIIIHI) 5
0

Yposenb anajim3a npoodjemsbl (KCI0JIb30Ba-
HUE HayYyHO-TIONYJISIPHBIX JaHHBIX; UH(pOpMa-
b) | nus u3 cnenuanu3upo-BaHHbBIX HCTOYHUKOB;
caMble COBPEMEHHBIE U aKTyalbHbIE HAyYHbIE
JTaHHbIE)

[N
N

CamocTosITe/IbHOCTH BbINOJHEHHS (CO0-
CTBEHHO MPOAHAIM3UPOBAHHBIN 00bEeM MaTe-
puaa; 3HaHHE U YMEHUE TOJIb30BaThCS MEIU-
KO-T€HETUYECKOW TEPMUHOJIOTHEN U T.1I.)

B)

3aKOHYECHHOCTb padOTHI M YMEHHeE 1e1aTh
aJeKBaTHbIEe BbIBO/bI M 3aKJ/JII0YeHHe (YCBO-
I') | eHne marepuana Tak ke JOJKHO MOATBEPXK-
AaTbCA OTBCTAMH Ha JOITOJHHUTECIBHBIC BOIIPO-
CBI)

N| P O N | O N

KauecTBo odopmienns (ymenue opopmMuTh
paloTy B IMOJIHOM COOTBETCTBUU C TPeOOBaHU-
SIMU - CTPYKTYpa, [JIaH, TEXHUYECKOe 0(hOpM-
JICHUE). 2

)

UTOTr'OBBIN BAJIT

O 0a/1J10B — MOJIHOE HEBBINOJIHEHHE KPUTEPUS
1 6a/1J1 — YacTHYHOE HEBBINOJHEHHE, BHITIOJIHEHHE ¢ OITHOKAMM

2 0an1a - KPpUTEPHil BBIOJIHEH IOJHOCTHIO

«3auteno»: 6-10 0a;10B
«He 3auTeno»: 5 1 MeHee 02717108

!*HeBbInoIHEHHE KPUTEPHUSI A) ABTOMATHYECKH BelleT K OLleHKe «He 3aUTeHO0»

SAKIFOYEHHUE: pedepar 3auteHn / He 3auTeH
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