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Pazgen 1. Ilepeyenb n1aHNpyeMBbIX pe3yJbTATOB 00y4eHHUsl O JUCHHUILINHE (MOIYJII0), COOTHECEH-
HBIX C IVIAHUPYeMbIMH pe3yabTaTamu ocBoeHusi OIIOIT

1.1. Heab n3yyeHus JMCHUNIHHBI (MOIYJIs)

OcBoenust yueOHOM TUCHUIUIMHBI (MOAYIIs) «MeInuIMHCKas TeHETHKa» COCTOUT B OBJIAJIEHUH 0011Ie-
TEOPETUYECKUMHU 3HAHUSAMH B 001aCTH MEUIIMHCKON FeHETUKU U B (POPMUPOBAHUU CIIOCOOHOCTH Y CTY-
JICHTOB IPUMEHSTh OCHOBHBIE MOHATHUS B 00J1aCTH MEAUIIMHCKON I€HETUKH, HEOOXOJUMBIE I peain3a-
[IUH KIIMHUKO-TEHETHUYECKOT0 MOIX0a MIPU AUArHOCTHKE, JIEYEHUU U MPO(UIAKTUKE HACIIECTBEHHBIX
3a00JICBaHUH.

1.2. 3agaun u3ydeHust AMCUHUIIMHBI (MOLYJIA)

Hay‘-IHO-I/ICCHCI[OBaTC.HBCKaH ACATCIIBHOCTD.

- AHanmM3 HAyYHOH JUTEepaTyphl U OQUIHUATBHBIX CTATHCTUICCKUX 0030pOB, y4acTHE B MMPOBEICHUU
CTaTHUCTUYECKOTO aHaJN3a U MyOJIMYHOE PEICTaBICHHUE MOTyUYEHHBIX Pe3yIbTaTOB;

- ChopmupoBaTh 3HaAHHS O TEHOME YEJIOBEKa, IPUPOJIC OCHOBHBIX TPYIIT HACIECACTBEHHOMN MATOJIO-
TUH YeJIOBEKa: 3TUOJIOTUU, MEXaHU3MOB MAaTOreHe3a, MPUYMH KIMHUYECKOT0 MOIUMOphU3Ma U UCTIONIB30-
BaHWE ITHX 3HAHUH s T PepeHITnanbHON TUarHOCTUKH 3200 ICBaHH.

- ChopMupoBaTh HaBBIKH MPABUIBHOTO COOpa reHEaNOrMYeCKUX JaHHBIX, COCTABICHUS M aHaIu3a
POIOCTIOBHBIX; COOpa aHaMHE3a U OCMOTpa OOJBHOTO C IEIbI0 ONMUCAHMS (PEHOTUIIA JII CUHAPOMOJIOTH-
YEeCKOr0 aHau3a.

- O0y4YuTh HAaBBIKAM TI0 TIPOBEACHHIO JICKBATHBIX MPOQPIIAKTHYSCKAX MEPOIPHUSATHI: BBISIBICHUIO
«TPYIII TOBBIIIEHHOTO PUCKA» CPEI HACEIECHUS U UX AUCTIAHCEPHU3AIIIH.

- JlaTh mpejicTaBieHUe 0 TEHETHIECKUX OCHOBAX MHIUBUAYATHLHOTO OTBETA HA JICKAPCTBEHHOE BO3-
JICUCTBUE.

- OOy4YHUTH CTYJCHTOB AJICMEHTAPHBIM MPAKTUYCCKUM HaBBIKAM B 00JIACTH MOJICKYJIIPHO-TCHETHYEC-
CKOM, TUTOT€HETUYECKOM, OMOXMMHYECKOH U MPEeHATAIbHOW AUATHOCTUKH, & TAKXKE MMOKA3aHUAM K HX MPO-
BEJICHUIO.

1.3.MecTto qucuunaunsl (MoayJisi) B crpykrype OIIOII:
HNucrtunmHa « MenunmHcKas TeHeTHKay OTHOCUTCA K 6710Ky b 1. JlucuumiuHel BapuaTUBHOM 9acTh, 005-
3aTeJIbHbIC JUCLUIUIVHBI.

OCHOBHEIE 3HaHHA, HGO6XOI[I/IMBIe JJIA U3YUCHUA TUCIHUITIIMHBI (bOpMI/Ip}II-OTCSI IIpU U3YUCHUHN JUCIHU-
IIJIUH:

- UcTopus

- DKOHOMHKA

- JIaTUHCKUH S3BIK

- MeaunuacKas HHPOpMaTHKA

- XuMHS

-buonorus

- OCHOBBI OMOOPTAHMYECKON XUMUH
- lHOCTpaHHBI SI3bIK

SBnsieTcs npeAIEecTBYIOMEN U1 U3YYEHNUS JUCIUIUINH!
- buoxumus
- Hopmanbhas ¢puznonorus
- Mukpo6uosiorus, BUpyCoJIorus
- ImmyHONOTRA
- GapMakosiorus
- [Tatopuznonorus, kKTuHUYECKast MATOPUINOJIOTUS
- HeBposorus, MeguMHCKasi TEHETHKA
- [lcuxuarpusi, MeIMLIMHCKAS ICUXOJIOTUS
- AKyHIepcTBO Y THHEKOJIOTHS
- ['ociuranbHas nepuarpus



- @aKyabpTeTCKas TIeUaTpPusl, SHAOKPHHOIOTUS
- [onuknuHuYeckas U HEOTIOKHAs TTeUATPUs
- JlepmaToBeHeponOrUs
- O¢ranemonorus

- OHKoOJI0T U, JTyueBast Tepanus
- Jlerckasi reMaToJI0Trus

1.4. O0bexTHI NPOecCHOHAIBLHOI eI TeJbHOCTH

O6bexTamu Ipo(ecCHOHANBHON 1€ATEIbHOCTH BBIITYCKHUKOB, OCBOMBLIMX Pab0dyI0 MIPOrpaMmy

JUCHUITIIMHBI (MO)IyJ'IH), SABJIAIOTCA:

dbusnaeckue nuima B Bo3pacte ot 0 1o 18 neT (manee - neTH, MarMeHThI);
duznyeckre Iuia - poauTeNH (3aKOHHBIE TTPEICTABUTENH) ACTEH;

HaceJeHue;

COBOKYIIHOCTBb CpCIACTB U TeXHOHOFHﬁ, HAaIpaBJICHHLIX Ha CO3JaHUC yCJ'IOBI/Iﬁ IJId OXpPaHbl 3JOPOBbA

eTeN.

1.5.Buasnl npodeccuoHaTbHOM AeSITeJIbHOCTH

W3ydeHre TaHHOM JUCIUTUTMHBI (MOYJIs) HaNpaBIeHO Ha MOIrOTOBKY K CIETYIOIIUM BUIaM rpodec-
CHOHAJIbHOU JIESITETbHOCTH:
1) nayuno-uccreoosamenvcras.

1.6.@opmupyemMbie KOMIIETEHIIHN BHIMTYCKHUKA

[Ipouiecc n3ydeHust TUCHUIUIMHBI (MOAYJIs) HAallpaBieH Ha (popMHUpOBaHUE Y BHIMTYCKHUKA CIEY-
IONIUX KOMIIETCHIINHN:

0 p [lepeueHb TUIAHUPYEMBIX PE3yJIHTATOB O0YUCHUS OneHovHble
o- €3yJIbTaThI
Y 10 TUCIUTUIMHE (MOIYJIIO) CpencTBa
No Mep/UH- OCBOCHHMS
n/1_1 neKc OI1OIT Hns npo-
JIs1 TEKY- MECXKY-
KOMIIE- (conepkanue Jlnst Texy Y
3HaTh YMeTh Bnanets IIEro KOH- | TOYHOM
TEHIIUU KOMIIETCHITIH) Tpons aTTeCTA-
A
1 2 3 4 5 6 7 8
1 | OIK-1 I'oToBHOCTBIO 32.0OcHOBHYIO V2. Ucnonb- | B2.HaBeikamu | Tectupo- | Tectn-
peuiath CTaH- MEJMKO-OMOJIO- | 30BaTh HE YTEHUs 1 BaHUE, poBa-
JApTHBIC 3aa9M | THYECKYIO U Mmenee 900 oMcEMa Ha ma- | codeceno- | Hue, co-
pogeccuo- ¢bapmaneBTHye- TEPMUHOJIO- | THHCKOM BaHUE, Oeceno-
HaJIbHOM Jes- CKYIO TCpMHUHO- cepepar BaHUC.
a yioTep TUYECKUX sA3bIKe aHaTO- | P bep
TEIBHOCTH C UC- | JIOTHIO HA JIATHH- [Tpuem
€MHHUL] U MHYECKHX,
H0JIb30BAHMEM | CKOM SI3bIKE. MpaKTH-
HHbOPMAIHOH- TEPMHUHOJJIE- | KIMHUYECKUX, HECKHX
HBIX, OMOJIHO- MCHTOB. thapmanesTy- HaBbI-
rpaduuecKux 1CCKHX TCPMHU- KOB.

pecypcoB, Me-
JTIUKO-OMOJIOTH-
YECKOU TepMHU-
HOJIOTHH, WH-
(hopMaIoHHO-
KOMMYHHKAIIH-
OHHBIX TEXHOJIO-
TUd U y4EeTOM
OCHOBHBIX Tpe-
OoBaHWi1 HH-
(dhopmMamoHHOH
0E30IaCHOCTH.

HOB U peIien-
TOB




OIIK-4

C110coOHOCTBIO
U TOTOBHOCTBIO
pearn30BaTh

JDTHYECKHE u
JIEOHTOJIOTHYeE-
CKUE TPUHITUIIBI
B  mpodeccuo-
HaJILHOH  Jesi-
TEIHLHOCTH.

32.0OCHOBHI
JUIIMHCKOM
JICOHTOJIOTHH
npu pabore ¢
KOJIJIeraMy U Me-
JTUIUHCKUM TIep-
COHAJIOM, IIaIlH-
€HTaMH M HX
POJCTBCHHHU-
KaMU.

MC-

¥2. Cobro-
JaTh MO-
panbHO-TIpa-
BOBBIC HOPMBEI,
co0uroaaTh
npaBWiia Bpa-
4yeOHON 3TUKHU
U JICOHTOJIO-
THH, 3aKOHBI U
HOpPMAaTUBHEIE
aKTel TO pa-
6ote ¢ KoH(DU-
JEHIIMAIbHOM
uHdopma-
nuen, coxpa-
HATH Bpadeo-
HyI  TaiiHy,
CTPEMHTBCS K
MOBBIILICHUIO
CBOETO KYJIb-
TYypHOTO
YpOBHS;  3a-
KOHBI U HOp-
MAaTHBHbBIE
MPaBOBBIE
aKkThl IO pa-
6ote ¢ KoH(DU-
NEHIIMAILHOMN
uHdopma-
IUEH.

B2. [Ipunnu-
maMd  Bpadeo-
HOW JEOHTOJIO-
TUM W Bpayed-
HO# 3THKH, CIIO-
COOHOCTBIO CO-
OmromaTh dTHYE-
CKHE  aCIIEKTHI
BpadeOHOHN mes-
TEJIBHOCTH B 00-
IIeHUHU c
JETbMH U TIOJ-
poOCTKamMu, HUX
pOIUTENSAMU |
POACTBEHHU-
KaMU.

Tectupo-
BaHHE, CO-
OecenoBa-
Hue. Peme-
HHE CH-
TyaluOH-
HBIX 3a[ad.
Pegepar.

Tectn-
poBa-
aue. Co-
Oeceno-
BaHUE.
Peme-
HHE CHU-
Tyaru-
OHHBIX
3aa4.
[Ipuem
MPaKTH-
YECKUX
HAaBEI-
KOB.




OIIK-7 l'oroBHOCTRIO K | 31. O0mue 3ako- | Y1.UuTepnpe- | B1.Meawuko- TectupoBa- TecTu-
WCIIOJIb30BAHHUIO | HOMEPHOCTH TUpOBaTh pe- | Ouonornueckum | Hue. Cobe-| posa-
OCHOBHBIX (M- | IPOUCXOKAEHHUS | 3yJbTaThl TIe- | MOHATUIHBIM cenosanue.| Hue. Co-
3UKO-XUMHYE- u pa3BUTHS | HETUYECKOTO ammapatoM. Me- | Pemenune | Geceno-
CKHUX, MaT€MaTu- | XU3HM, CBOWCTBA | aHanu3a. MH- | TomamMu u3yd4e- | CUTyalll- | BaHHE.
YECKHX W HMHBIX | OMOJIOTMYECKHUX | TEPIPETUPO- HUS Hacllel- | OHHBIX 3a- | Pere-
€CTECTBCHHOHA- | CUCTEM, AaHTpO- | BaThb pPE3yib- | CTBEHHOCTU de- | nad. Pede- | Hue cu-
YUHBIX TIOHSTHH | MIOT€HE3 W OHTO- | TaTbl Jabopa- | moBeka. HaBbl- | paT Tyaru-
M METOJOB TPH | TEHE3 4YelOBeKa. | TOPHBIX METO- | KaMH MHKPOKO- OHHBIX
pemienun  1po- | CoBpeMeHHbIE JIOB  TMarHo- | MAPOBAHMS. 3a7ad.
(hecCHOHANBHBIX | METOJIBI ~ T'€HEe- | CTHKH Iapa3u- [Tpuem
3a1ad. TUKHA YeNOBEKa, | TApHBIX " MPaKTH-

OCHOBHBIE TIOHS- | HACIIEICTBEH- YECKUX
TUSL ¥ IPOOJIEMBI | HBIX OoJe3Hei HaBBIKOB
ouocdepsl u 3K0- | y AeTel U 1o-

noruy; 6uosioru- | poctkos. [Ipu-

YecKHe NPEeAro- | TOTOBUTh Bpe-

CBUIKM  JKWU3HE- | MCHHBIE MHUK-

JIESITEIBHOCTH U | POIpEnaparsl

9KOJIOTMH 4eno- | Ouosoruye-

Beka. CoBpeMeH- | CKUX  00BeK-

HOE TpeACTaBle- | TOB M HCCIe-

HHUE 0 TeHOME Ue- | I0BaTb HUX C

JIOBEKAa, MOJIEKY- | IOMOIbIO CO-

JISIpHBIE OCHOBBI | BpEMEHHOM

HACJIEACTBEHHO- | MHKPOCKOIIH-

CTH, pONM | YeCKOi  Tex-

HACJIEZICTBEHHO- | HHKH.

CTH B OIIpeJere-

HUHM 3/I0POBbI U

MaTOJIOTHH.

TIK-20 T'oroBHOCTRIO K | 31. Maremaru- V1. INonw3o- B1. HaBreikamu Tectupo- | Tectu-
aHanM3y W myO- | yeckue METOAbI | BaThbCd y4eO- | moucka MeAH- | BaHHeE. poBa-
JUYHOMY TIp€J- | pelIeHus] WHTEN- | HOW, Hay4YHOH, | muHckoi  wmH- | Colece- uue. Co-
CTaBJICHUIO Me- | JIEKTyaJlbHBIX 3a- | HAYYHO-TIOMYy- | opmManuu B | noBanue | Oeceno-
OUIIMHCKOW WH- | a4 ¥ WX MpUMe- | JIIPHOW JWTe- | yueOHOW, Hayd- | 10 CHTya- | BaHHE.
¢opmaumy  Ha | HEHM€ B MEIHU- | paTypod, ce- | HOH nuTepa- | LMOHHBIM | Pere-
OCHOBE JOKa3a- | IMHe;, TeopeTu- | Thio MIHTEepHeT | Type, B TOM | 3ajJa4aM. | HUE CHU-
TENIPHOH MeEIM- | YeCKHe OCHOBHI | Ui mpodec- | uucie ¢ ucnoib- | Pedepar. | tyaum-
IIUHBI; UH(pOPMaTHKH, CHOHaJIbHOMN 30BaHUEM CETHU OHHBIX

cOop, XpaHeHue, | AeATeNbHO- Wnrepwer; 3ajad.

MOUCK, TIepepa- | CTHU; MPOU3BO- | HAaBBIKAMHU [Tpuem
0oTka, mpeoOpa- | AMTh pacdeThl | MPEACTaBJICHUS MPaKTH-
30BaHME,  pac- | MO0 pe3ybTa- | U 0OCYXKICHUS YEeCKUX
NPOCTpPaHEHHE TaM D3KCIEPH- | MEIULIUHCKON HaBbI-

uHpopMau B | MEHTa, POBO- | HHPOPMAIIH. KOB.

MEIULUHCKUX U
OHOJIOTHYCCKHX
cucremMax,  Hc-
I0JIL30BAHUE MH-
(hopMaIMOHHBIX
KOMITBFOTEPHBIX
CUCTEM B MEIU-
UHE W 37paBo-
OXPaHECHHUH.

JIMTh DJIEMEH-
TapHylO CTa-
THCTHYECKYIO
00paboTKy
IKCHEPUMEH-
TaJbHBIX [aH-
HBIX.




Pazpnen 2. O0beM qucHuNIMHBI (MOAYJI) U BUbI Y4eOHOH padoThl

OO0mas TpyJ0eMKOCTh AUCHUIIIIMHBI COCTABIsIET 2 3aUeTHBIX eIMHUL, 72 Jac.
Bun yue6Hoii paboThl Bcero yacos Celﬁ)?pbl

1 2 3

KonraktHas pabora (Bcero) 48 48

B TOM YHUCJIC:

Jlexmmm (JI) 12 12

[Ipaktuueckue 3ansatus (I113) 36 36

Cemunapsl (C)

JlaGopatopusbie 3ausaTus (JIP)

CamocTosTenbHas pabora (Bcero) 24 24

B ToMm unce:

- [ToaroToBKYy K 3aHATHSIM 5 5

- [ToaroToBKyY K TEKymeMy KOHTPOJIIO 5 5

- [ToAroTOBKY MPOMEKYTOUHOMY KOH- 4 4

TPOJIIO

- Pedepar 6 6

- Pemienrie cutyaniMoHHBIX 3a/1a4 U CO- 4 4

CTaBJICHHE POJIOCIIOBHBIX.

Bun npomexyTou-

Ho aTTecTatmu 3a4er 3auer 3aueT

OO611as TpyJI0eMKOCTb (4achl) 72 72

3ayeTHEIE € IUHULIEI 2 2

3.1. Conep:xanue pa3iesioB TUCHUIIMHBI (MOTYJIs1)

Paznen 3. Conepxanne 1MCUMIIMHBI (MOXYJIs1), CTPYKTYPHPOBaHHOE 10 TeMaM (pa3jaesiam)

Coneprkanue paszaena

4

[Ipenmer u 3amaun MeIUIUHCKOM TeHeTHKH. O0b-
€KTbl U3y4YEHUS. XapaKTEPUCTUKA OCHOBHBIX pa3je-
JIOB MeJl. TeHeTHKH. Poib HaclleICTBEHHBIX (haKTo-
POB B IATOJIOTUU YeJoBeKa. B3anMoCBsA3b MEIULIVH-
CKOW T'€HETUKH C IPYTUMU KIMHUYECKUMH JUCLH-
wimHaMu. OCHOBHBIE JTambl Pa3BUTHS MEIUIMH-
cKkoil reHeTukH. OCHOBHBIE JTOCTH)KEHHUSI COBPEMEH-
HOW MEOUUMHCKON reHeTuku. lloHsTHe BpOXKAECH-
HOIr'0, CEMEMHOr0 M HACJIEACTBEHHOTO 3200 IeBaHusl.
OCHOBHBIC TIPU3HAKH HACJICICTBEHHBIX 3a00JeBa-
HUW: TUIEMOTPONHUS, MHOXECTBEHHOCTh U CHCTEM-
HOCTb MOPaXCHUM, CEeMEUHBII XapakTep, Iporpeau-
€HTHOE TEeUCHUE, KIIMHUWICCKUN TOIuMOop(du3M, IT-
Hudeckne ocobenHoctH. Knaccudukanus nacnen-
CTBEHHBIX OoJie3HEeH. MeToibl U3yUeHUs] TCHETHKH
YyeJIOBEKA: [IMTOreHETHYECKUH, OJIM3HEOBEIN, TeHe-
AJIOTHUECKUH, MOMYJISIIUOHHO-CTATUCTUY €CKUH,
OMOXMMUYECKUI U JIp.

Ne Kox xommnie- | HanmeHnoBanue paznena
/o TEHIUU JUCIUTITAHBI (MOTYJIS)
1 2 3
1- BBCZ[@HI/IC B MCOULIUHCKYHO
reHetuky.HacnencrBeH-
HOCTb U I1aTOJIOTUA.
OIIK-1
I1K-20
2. OIIK-1 I'enom Ye0BeKa.

[Iporpamma «I'eHoM yenoBekay. I'eHOTHI M cpepa.
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I1K-20

CrpykTypa 1 QyHKUUH Te-
HOB. Perymsanus skcnpec-
CHH T'€HOB.

MosekynapHas NpUpoJa HACIEACTBEHHBIX Ooies-
Hel. Perynsnus 3KCIpecCHM T€HOB HAa TPAHCKPHII-
OMOHHOM M MTOCTTPAHCKPUIIINIOHHOM YPOBH:X. My-
TallUd COMAaTUYECKUX KJIETOK. | eHOMHBII UMIIPUH-
THUHT. MeXaHU3MBl PETYISIIUN PA3BUTHA HA Pa3HBIX
JTanax OHTOreHe3a. BpokJieHHbIE NOPOKM Pa3BU-
THUSL: 3TUOJIOTHA, MEXaHU3Mbl (POPMHUPOBAHHUS, Hpe-
HaTajJbHasl TMarHOCTHKA U MPO(UIaKTHKA.

OIIK-1
OIIK-7
I1K-20

I'ennsie 0one3HU

CoBpeMEHHBIC  MOJICKYJISIPHO-TCHETHICCKUE  Me-
TOJIbI, JISKAIIINE B OCHOBE TEHOMHBIX TEXHOJIOTUH U
JAHK-nnarsoctuku. OCHOBHBIE THITBI TCHHBIX MyTa-
LU,

Knaccudukanyst reHHBIX 0OJIe3HEH 1Mo TUITy Hacie-
JIOBaHMSI, KIMHUYECKON KapTUHE U naroreHesy. Kpu-
TUYECKUE MEepUOAbl OHTOTeHEe3a 4elloBeka. Teparo-
TeHHBIE (QaKTOPHI CPEIbL.

[Marorene3 reHHeix Oomne3Held. [lepBuuHBIE M BTO-
pudHble 3P QEeKTHl MYTaHTHBIX —aiened. Tumbl
HACJIEJOBAHUS MOHOTEHHBLIX OoJsie3Heil. MUTOXOH-
JIpualbHOE HacleAoBaHue. MyTaluu MUTOXOHAPU-
anpHo¥t JIHK. Knunuueckuii moaumop¢usm u ero
MIPUYHHBIL.

OIlK-1
OIIK-7
I1K-20

XpoMocoMHas TaToJIOTUs

OTHONOTHS XPOMOCOMHBIX Oone3Hei. [lepuoap! ra-
METOTEHE3a U PUCK BO3HHUKHOBEHMSI XPOMOCOMHBIX
MyTanuii. I3MeHeHne 4nciia Win CTpyKTypbl XpOMO-
COM, MHKPOXPOMOCOMHBIE TiepecTpoiiku. Kiaccndu-
Kalys XpOMOCOMHOH IATOJIOTUH 10 TUITY MyTaluil.
OC0OCHHOCTH TTaTOTeHE3a XPOMOCOMHEIX OO0JIe3HEH.
OCHOBHBIC KITMHUYECKHUE IIPOSBICHUS. 3HAYCHUE ITHU-
TOI€HETUYECKOT0 METO/Ia MPHU MOJO3PEHUH Ha XPO-
MOCOMHYIO HaTOJ0rui0. MeIuKO-TeHeTUYECKOE KOH-
CYJIbTUPOBAHHE CEMEH, MMEIOIINX POJICTBEHHUKOB C
XPOMOCOMHOM MAaToJOTHe. AHOMAaIUKM U TOPOKHU
paseuTwsl. KnmHMKa, MTHArHOCTHKA W MEIUKO-TCHE-
TUYEeCKOe KOHCYJIBTHPOBAHHE OCHOBHBEIX (JOPM XpO-
MOCOMHBIX aHOMaJIHil.

OIIK-1
OIIK-7
I1K-20

MynbsTH-(hakTOpHaIbHBIE
3a00JIeBaHMs.

Otronorust M®3. Bxiaa B 9THOJIOTHIO 3a00JI€BaHUI
YeJIOBEKa TeHETHYCSCKUX U CpeZioBhIX (hakTopos. [1o-
HATHE (DEHOTUITUYECKON Mucrepcuu npusHaka. Mo-
JIeH TIOJIMTeHHOTO HacienoBanus. [lorstre u pac-
yeT koddunueHTa Hacimemxyemoctu. PopmupoBa-
HHe rpynn prcka mo M®3 u nepBuvHas npoQuiak-
THKA.

Pounb HacnencTBeHHBIX (AKTOPOB B THOJIOTHH U I1a-
TOoreHe3e UMMYyHoAeDUIHUTHBIX cocTostHui. [loHs-
THE NEPBUYHOI'O M BTOPUYHOTO MMMYyHOAE(DUIMTA.
3aboneBanus, accoruupoBaHubie ¢ HLA- aHTure-
HaMH.

q)apMaKOFCHCTI/IKa 1 OKOJIOTHYCCKas rCHCTHKA.

OHKOTeHBI W WX OWojormdeckas poib. | eHeTHde-
CKUE acIIeKThI KaHIleporenesa. JlerepMunaus moa.

I'eneTnyeckne acreKThl HapymeHI/Iﬁ OJIOBOI'O pas-
BUTH.

OIIK-1
OIIK-4

[Mpopunaktuka  Hacien-
CTBEHHBIX 3a00JIEBAHUA.

YpoBHU NPODUITAKTUKH HACIIEACTBEHHBIX 3a00J1€Ba-
HUH.




OIIK-7 MeIuKo-reHETHYECKOE OcHoOBHBIE TIOXObl K Tpoduiaktuke. OCHOBHBIC
IK-20 KOHCYJIbTHPOBaHHE. OPUHIUIBL  IPO(HUIAKTHKHA HACIEACTBEHHBIX 3a00-
JIEBaHUH.

3amauu MEIUKO-TeHETUIECKOTO KOHCYJIETUPOBAHMUS.
Oransl MIT'K.

HpeHaTaJ'ILHaH n HpCUMIUIaHTalUOHHAasA AdUarHo-
CTHKa: IIOKa3aHuA U METObI.

OO01mue TPHUHIUIBL JICYCHUST TEHETUYECKUX 00Je3-
HEH.

3.2. Pazienbl AMCOUIUIMHBI (MOIYJIS1) M MEKIUCUMILIMHAPHBbIE CBSI3H ¢ o0ecnieyuBaeMbIiMu (MOcJie-
AYIOLIMMH) UCHUILTHHAMEA

Ne HawnmenoBanune Neo Ne pazienoB qaHHOW MUCHIMIUIMHBI, HEOOXOIUMBIX JJIsI U3YUYEHUS
m\i o0ecreuynBaeMBIX obecrnieurBaeMbIX (TTOCIICTYIONTUX ) TUCITATLINH
(Tmocnemyomux) 1 2 3 4 5 6
IUCIHHAIUIHH
1 | HopmanbHas ¢puzno- + + + + + +
JIOTHS
2 | Muxkpo6uonorus, Bu-
p ’ + + + + + +
pYyCOJIOTHsI
3 | UmmyHOTIOTHS + + + + + +
4 | dapmakosiorus + + + + + +
5 | [latoduzuomnorus,
KJIMHUYECKass IaTo- + + + + + +
busznoIoTH
6 | Hespomorusi, meau- + + + + + +
LMHCKas T€HETHKA
7 | llcuxuarpus, wmeau- + + + + + +
LIMHCKAs TICHXOJIOTHs
8 | AkyIIepcTBO U T'HHE-
yimep + + + + + +
KOJIOTHS
9 | I'ocmranbHas menu- + + + + + +
aTpus
10 | ®dakynbrerckas Te-
JUaTpusl, SHIOKPHUHO- + + + + + +
JIOTHSL
11 | IHomukiIuHuYecKass u
HEOTJIOKHAA IIeauart- + + + + + +
pust
12 | JlepmaToBeHEpOIIO-
Tusg + + + + + +
13 | Odranemomnorus + + + + + +
14 | buoxumus + + + + + +
15 | Onkomorus, mydeBas + + + + + +
Tepanus
1 TCKast I'€MaToJIo-
6 | Jlercka €MaToJIO + + + + 4 +
TUst

3.3. Pazaennl AucuuniInHbl (MOAYJIsA) M BUABI 3aHATHI
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No HaumenoBanwue pazaena JUCIHUILTUHBI (MO- 1 lm3| 13 | cem | CPC Bceero
/T Ty JIst) 4acoB
1 2 3 4 5 6 7 8
1 BBenenne B MeammuHCKyIO TreHeTwky. Hacmen- 1 2 2 5
CTBCHHOCTH U I1aTOJIOTHA.
2 I'erom genoBeka. CTpykTypa U QYHKIUN T€HOB. 1 2 2 5
Perymnsinms skcnpeccuu reHoB.
3 I'ennple 00J1€3HN. 4 8 5 17
4. | XpomocomHas matosorus 2 6 4 12
3. MynbTH(paKTOpHAIbLHEIE 3a00I€BAHMS. 2 10 7 19
6. [IpodunakTrka HacIeNCTBEHHBIX 3200I€BaHUIA. 2 8 4 14
Meauko-TeHeTHIeCKOe KOHCYJIbTUPOBAHHE.
Bua npomexyToyHou | 3ader 3a4eT
aTTeCTalluu:
Uroro: 12 | 36 | | 24 72
3.4. TemaTn4yecKuil IJIaH JEKIHIA.
No TpyroeMKoCTb
S| Nepazgena TemaTuka Jiek- . (dac)
/ N ConeprkaHue JTEKITHiI
JUCIUATIIUHBI 005078 Ne 3
1 CeM.
1 2 3 4 5
1 1-2 Beenenue B Mequ- | ®  [IPEIMET W 3a7a4u MEIUIUHCKOM Te-
LIMHCKYIO reHe- HeTUKU. OOBEKTHI U3yUCHUSI.
THKY. Hacne):[— o OCH"OBHI:»IC 9Talbl pasBUTHUA MCAUIIUH-
CTBECHHOCTh U IIa- CKOH I'CHCTHKH. o
Tosorus. TeHoM. o OcHOBHBIE II(\),CTI/I)KGHI/IH COBPECMCHHOU
MEIUIUHCKON TeHETHKH.
e JloHsTHE BPOXIEHHOI'O0, CEMEMHOI'0 U
HACJIC/ICTBEHHOTO 3a00JIeBaHusl.
e OcHOBHBIE TIpU3HAKH HACIEICTBEH-
HBIX 3a00JICBaHUH.
e Ponp HacnencTBeHHBIX (aKTOPOB B 2
MATOJIOTHH YeJIOBEKa.
e B3amMOCBs3b MeIUITMHCKOMN I'€HETUKHU
C IPYTUMH KIMHUYECKUMH JTUCIUTLIN-
HaMHU.
e MeToabpl MEIUIIMHCKON I'€HETUKH.
e XapakTepHCTHKa T€HOMA YeJIOBEKa.
e CrpykTypa 1 QyHKINH T€HOB.
e Perymsnus SKCIIpeccHu TEHOB Ha TpaH-
CKpUIIIIMOHHOM W TIOCTTPAHCKPUIIIU-
OHHOM YPOBHSIX.
3 CeMHOTHKA e OcoOeHHOCTH KITMHUYECKUX MPOSsIBIIe-
HACJICICTBEHHBIX HUW HACJIeJICTBEHHOM MaTOJIOTHU
3360ICBAHMIL e OOmwe MPUHITUIIEI KIMHIIECKOH Tra-
THOCTHUKH HACJICICTBEHHBIX 00JIe3HEH
2 e OcMmoTp 1 00CIIeIOBaHUE MAIUEHTOB U 2
UX POJICTBEHHUKOB
o KJIMHHKO-TeHeaIOTHISCKUM METO/T
e CocraBieHuE pOAOCIOBHOM
I'eHeasiornueckuii aHaau3
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MoHorenHas naTo-
JIOTHS

OCHOBHBIE THITBI T€HHBIX MYTAaLlUH.
Knaccudukanus reHHeix Oone3Hel mo
TUITYy HacJeJOBaHUs, KIMHMYECKOH Kap-
THUHE ¥ IATOTCHE3Y.

ITarorenes renHpIx OomnesHei. [lepBud-
Hble U BTOpUYHBIE ((PEKTH MyTaHT-
HBIX aJUIEIICH.

Turel HAClIEOBaHHUS MOHOTEHHBIX 00-
JIe3HEH.

MuTtoxoHIpUaIbHOE HACIEAOBaHHE.
Kmuangecknii  monmuMophu3M M ero
NPUYMHBL.

XpoMOCOMHasl Ma-
TOJIOTUSA

DTHONIOTUS — XPOMOCOMHBIE MYyTa-
mun. Ilepuoasr ramerorenesa u puck
BO3HHMKHOBCHHA XPOMOCOMHBIX MYyTa-
LU,

Kiraccnukarus XxpoMOCOMHOM TaTo-
JIOTHUH TIO THUITY MYTAaIlUH.
Oco0eHHOCTH MTaToreHe3a XPOMOCOM-
HBIX 0OJIe3HEH.

OCHOBHBIE KJIIMHUYECKHUE IIpoABJIC-
HUSL.

3HayeHne OUTOI'CHCTHYCCKOTO ME-
ToAa B JUArHOCTHKE XPOMOCOMHOM
MATOJIOTHH.

Menuko-reHeTH4ecKkoe  KOHCYJIBTH-
pOBa-HHE CeMel, WMEIONHX pPOJI-
CTBEHHUKOB C XpOMOCOMHOM MMaToJI0-
rueil.

MynbTudaxkTopu-
anpHbIe 3a00JIeBa-
HUSL.

Otunonorus MP3.

[lonsTHe QeHoTUINYECKON qUCTIepCUH

MpU3HAKA.

Mogeny NOJAUTEeHHOTO HACTEeIOBAHUSL.

[lonatne wu pacuer kodd¢uIMeHTa

HacJIelyeMOCTH.

®opmupoBaHue Tpymni pucka mo MP3

U IIepBUYHAS NPOPHUIAKTHKA.
@dapMaKkoreHeTUKa M IKOJIOTHYECKas

TCHETHKA.

OHKOTeHbI U UX OMOJIOruYecKas poJib.
I'eneTnyeckre acmeKkThl KaHLEpOTe-
Hesa.

['eHeTHKa MOJIOBOTO PAa3BHUTHSL.

[podunakruka
HACJIEACTBEHHBIX
3a200J1eBaHUM.

YpoBHU TPOGUITAKTUKH HACIICICTBCH-
HBIX 3200JI€BaHU.

OCHOBHBIC ITOAXOBI K TIPOGUITAKTHKE.
3amaun  MEIUKO-TEHETHYECKOTO KOH-
CYJBTUPOBAHHS.

Oranslt MI'K.

[IpenatanpHass W TPEeUMILIAHTAIHOH-
Has JWAarHOCTHKA: TOKa3aHUS M Me-
TOJIBIL.

OO011Me NMPUHIIUTIB JICUYSHUS TeHeTHYEe-
CKHX OOJIC3HEH.

Hroro:

12
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3.5. TemaTuyeckuii MJIaH MPAKTHYECKUX 3aAHATHI (CEMHUHAPOB)

Ne
/1

Ne paznena
IUCHMIUINHEI

TemMartuka mpak-
TUYECKHUX 3aHS-
TUM (CEeMHHAPOB)

CopepxaHue MPaKTUIECKUX (CEMH-
HApPCKHX) 3aHITHI

TpynoemkocTh(dac)

Ne
ceM.3

[EEN

2

3

4

5

HaCHeHCTBCHHOCTL
" IIaToJIOrusd.

e [lpenMer u 3amayum MEOULMHCKOMN
reHeTukd. OOBEKT U3YUCHHUS.

e OcHOBHBIC ATambl Pa3BUTHUI MEIU-
IIMHCKOHN TEHETHKH.

e OCHOBHBIC JTOCTIDKCHHS COBPEMEH-
HOM MEIULMHCKON IT'¢HETHKH.

e Poyib HacleICTBEHHBIX (aKTOPOB B
IIaTOJIOTUH YEJIOBEKA.

e Knaccudpukauuss HacueaCTBEHHON
MaTOJIOTHH.

e OOmias XapakTEpUCTHKA HACIE/I-
CTBEHHOM MaTOJIOTHH.

e Ompoc u TECTOBBIC 3aIaHUS.

I'enom uyenoBeka.
CtpykTypa u
(GYHKIMH ~ TEHOB.
Perynanus JKC-
MPECCUH TCHOB

e [loHATHE rEHOMA U TEHOMUKH.

e CrpykTypa u (GYHKLIHUH T'€HOB.

e BHerennsle dneMeHThl. THIIBI MyTa-
LUI TEHOB.

e [lporpamma «l'eHOM uenoOBeKay,
LEJIH ¥ 33/1a49H [TPOrPAMMBI.

e buoTexHOJIOTHs.

e Tpauckpumnuus

JHK na nPHK;

e JloHATHE  TpaHCKpUITOMA,

CTpYKTypa u pyHKIHS.

e MeToB! HCCIIEA0BAHUS TPAHCKPHUII-

TOMa.

e CrutaiiCMHT —peryJIsLus.

e TecTupoBaHue

uHpOpMaLUH ¢

€Tro

CemuoTtuka
HAacCJIEACTBEHHBIX
3a0omeBanuii. Kin-
HHUKO-T€HEaJIOTH-
YECKHI METOJI.

o KIIMHUKO-TeHCAIOTHYSCKUH METO/I,
€ro BO3MOKHOCTH M 3HAUCHHE B Me-
JIUKO-TeHETUYECKOM KOHCYJIbTUPOBa-
HHH.

e [lokazanus A7 TPOBENCHUSA KIIU-
HUKO-TCHECAJIOTHUECKMX  HMCCIIeA0Ba-
HUH.

e CocraBieHue KapThl (peHoTHIIA.

e (CocraByieHHE POJIOCIOBHOM.

e OmnpeneneHue HACIEACTBEHHOTO Xa-
pakTepa maToJIoTuu.

e OrmpenencHue THITA HACIETOBAHHUS.
e PemieHue cuTyanmoHHbBIX 3a7a4.

e Ompoc U TECTOBBIC 33JaHUSL.

I'ennnie 00-
JIE3HN. DTHOJIOT S,
MaToreHes, Kiaccu-
(huKaIus, MeToIbI
JNArHOCTUKH.

e DTHUOJOTHS, MATOTEHE3, IPUHIIUITHI
KiaccuuKanui MOHOTEHHOHM TarTo-
JIOTUU. DMUAEMHOJIOTUYECKUE XapaK-
TEPUCTHUKH.

e Tumel HacIeAOBaHUS MOHOTCHHBIX
0oJe3He.

o Kimunveckuid monmmMophu3M U
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TE€HETHYECKasi TeTeporeHHocTh. I'e-
HOMHBIA UMITPUHTHHT.

e Pecmenne TeMaTHdecKuX 3adad,
paszbop ucropuii OOJIE3HU C COCTaBIIE-
HUEM U aHAJIU30M POJIOCIOBHBIX.

e bHoxmMmyeckue MeTOJbI, NX 3Ha-
YCHHE.

e Meroanl JIHK-aunarsoctuxu.

e MeToa TeHeTHKH COMAaTHYCCKUX
KJIETOK.

e CymIIHOCTH MOJICKYJISIPHO-TCHETU-
yeckoro meroaa. Ero 3Hauenue B qu-
arHOCTHKE.

e [IpuHUUIIBI TeYEHUS.

e Ormnpoc U TECTOBBIE 33a/IaHUS.

o IlpencraBieHne JOKJIAIOB.

MoHoreHHbI¢ 3200-
JICBaHUs, KIMHUYE-
CKHe (dopMBL.
Hacnencrsenusie
bome3nn  oOMeHa
Bemiects ( HBO).

e OOImas xapakTepUCTUKA U KJIacCH-
¢bukarms

e Cunagpom Mapdana, Maptuna-
bemnn, neitpodudpomaros

e JluarHocTuka U JeueHue (eHUIKe-
TOHYPUH

e JlparHocTHKa M JICU€HHE MYKOBHC-
LKUJ103a U CEMENHON TUNEPXOJIECTEPU-
HEMHUU

e HBO u nmpu3Haku, MO3BOJISIIOIIHE UX
3a10J03pUTb.

e [IpuHUUNBI paHHEH OUATHOCTHKU H
npodunakruku HBO.

o [lepBuUuHBIC U BTOPUYHBIC YPPEKTHI
MYTaHTHBIX aJlIENICH.

o ANBOWHM3M, TaJaKTO3eMUsI, TOMO-
LUCTUHYPUS, aJIKATOHYPHSL.

e Ompoc ¥ TECTOBBIC 3aaHUSI.

e Pedepars

MuroxoHapuans-
Hasl MaTOJIOTHSL.

e ['eHOM MUTOXOHIpPHIl.

e Oco0eHHOCTH MUTOXOHJIPHAITh-
HOT'O HacJIeJI0BaHUSI.

e DTHOJOrUA U NATOT€HE3 MUTOXOH-
JIpUaJIbHBIX 3a00JIEBaHHIA

o Kiaccudukanust MUTOXOHIPHITb-
HOH MaToJOruu.

e OcCHOBHbIE KIIMHUYECKHE TIPOSBIIE-
HUSl METOXOH/IPHAITLHBIX 3a001eBa-
HUH.

e OcCHOBHbIE KIIMHUYECKHE TIPOSBIIE-
HUSI METOXOH/IPHAITEHBIX CHHIPOMOB
u 6one3Hel (aTpodust TUCKOB 3pH-
TeNbHBIX HepBOB Jlebepa, chHIpOM
Jlest, MUTOXOHAPUATBHBIE ITUTOTIA-
THH).

o KimHUYecKkuil momuMophu3M U €To
MIPUYUHBI, THOMHBI UMIIPUHTHHT.

e TecTupoBaHUE.

e TlpencraBiieHue AOKJIa/I0B.

Oo61mas

e CTpyKTypHO-(pYHKIIMOHATIbHAS
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XapaKTEepPUCTUKA
XPOMOCOMHOM Ia-
TOJIOTHH.

OpTraHM3aIrs XPOMOCOM.
e XpoMOCOMHBIE MyTallu. Buasl xpo-
MOCOMHBIX MIEPECTPOEK.

o [leproap! rameToreHe3a U PUCK BO3-
HUKHOBCHUSA XPOMOCOMHBIX MYTaHHﬁ.
e Knaccudukanuss XpoMOCOMHOH ma-
TOJIOTHH TIO THUITY MY TaIlHH.

e OcoOEHHOCTH TMaroreHe3a XpOMo-
COMHBIX 0OJIC3HEH.

e OCHOBHBIE KJIMHHUYECKHE TIPOSIBIIE-
HH.

e Dranbl U BO3MOXXHOCTH HHTEpda3-
HBIX H MeTa(baSHI)IX ITUTOTCHECTHYC-
CKHX METOJIOB B I'€HETHKE UEIOBEKa.

e Orpoc ¥ TeCTOBBIE 3a/1aHUSI.

o [IpencraBieHne TOKIaI0B.

XpoMocoMHas Ta-
tonorus. Knunuue-
cKue HOpMBIL.

e [IpocTbie BapHaHTBl ayTOCOMHBIX
Tpucomuil. Cuaapomsr: Jlayna, [latay,
DnBapaca.

e Mo3zaunusm.

o CHHIPOMEI, 00YCIIOBICHHBIE CTPYK-
TypHBIMH TiepecTpoiikamu. CrH-
npomsbl: Bosbda-XupmxopHa, «koria-
YbEero KPUKay.

e Hapymiennss B cucremMe TOJOBBIX
xpomocoMm. Cunapomsr Kiaitadens-
Tepa, llepewmeBckoro-Tepuepa, Tpu-
mwio-X.

e CamMocTosiTenbHasi MOCTAaHOBKA Jxa-
THO3a 10 claiigaM O60IBHBIX, (hoTOTpa-
¢usiM MeTaa3HBIX TACTHHOK.

e TecTupoBaHUE M0 TeEME « XPOMOCOM-
Hasl IATOJIOTHUSI».

Bpoxnennple 1o-
POKH Pa3BUTHSI.

o CTUrMBl AUCOMOpHOTEHE3a, MaJble
AHOMAaJTMH Pa3BUTHSL.

e OnpeneneHue U KiaccupuKays
BIIP.

e Kputnieckue U TepMHHAIIHOHHBIC
Tepuo bl SMOpHoreHesa, cs3b ¢ BIIP.
e Otrosiorus u narorene3 BIIP, ne-
KapCTBEHHBIH MyTareHes.

o Tuner BIIP (mu3pymmus, manbsgop-
Manus, 1eopManus, AUCILIA3U).

e BpoxieHHbIe IOPOKU Pa3BUTHS,
HOJUIeKaIINe 00s3aTeNbHON peru-
CTpaluuu.

e BapuanTs! koppekuuu BIIP.

e TectupoBanue
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bau3nenoBeiii Me-
TOJl W3Yy4YEHUs Te-
HETUKH YeJOBEKa.
[onynsuuonHast
TCHETHKA.

e Bkiag B 3THONOTHIO 3a00JIeBaHUA
YCJIOBCKAa TI'CHCTHYCCKUX H CPCIOBBIX
(hakTopoB.

e bin3HenoBbIl MeTO. DTanbl U BO3-
MOKHOCTHU OJIU3HEI[OBOTO METO/IA.

e OmnpezencHue 3UrOTHOCTH OJM3HE-
LIOBBIX Iap.

e Pacuer ko3 durenTa
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HacJIeJOBaHUs.
e Oco0eHHOCTH YEIOBEYECKHX IOITY-
TSI

e ['eHETHUYECKH IPy3 YETOBEUECKUX
MOy JISILU K.

e [lomynsMOHHO-CTATHCTHYECKHUH
METOJ U €r0 3Hau€HHUEe B TCHETUKE Ye-
JIOBEKa.

e OrmpeneneHne reHeTHIECKON CTPYK-
TYPBI YETOBEUECKUX MO JISIUH.

e PerieHue CUTYallMOHHBIX 3a/1a4.

e Omnpoc u TeCTUPOBaHUE.

11

MynbTu-pakropu-
alnbHble 3a00JIeBa-
HUSL.

e PoJib TeHETHYECKUX 1 BHEIIHE -
CpenoBBIX (PAKTOPOB B Pa3BUTHH JIaH-
HOMW T'pyNIIBI NaTOJIOTHH.

¢ DNUJIEMUOJIOTUICCKIE XapaKTepH-
cruku MO3.

e Moaenu HacnenoBanws. Koaddumm-
€HT HacJelyeMOCTH.

e 3HaueHWE KJIMHHUKO-TEHHAJIOrHye-
CKOT0 METOZAa M aHaJu3 POJIOCIOBHBIX
npu M®3.

e OOmacTy TpPUMEHEHHS TOIYJILH-
OHHO-CTaTUCTUYECKOTO M OJIM3HELo-
BOTO METOJIOB MCCIICIOBAHHSI.

e [Ipodpmmaktuka MD3. ['pynmst
PHCKa U TEHETUYECKUE MapKepbl Ipex-
PAacIoNOKEHHOCTH K Pa3BUTHIO 00-
JIC3HU.

o dapmMakoreHeTHKa M IKOJOTHYECKast
TeHeTHKA.

e [IpencraBieHue JOKIAIOB 110 TEME.

12

13

Opdannsie 3a0071e-
BaHUSI.

e OmnpenencHue u o0IIAs XapaKTepu-
CTHKa Op(aHHBIX 3a00JICBaHHIA.

® 3aKOHO IaTeJIbHBIE aKThI, BKJIFOYalO-
IIKe BONPOCHI, Kacaromuecs opgan-
HOH MaToJIOruu.

o ['pymmsl 3a001€BaHNM, BXOIAIINX B
nepedeHb op(aHHBIX O0JIe3HEH.

o Mennko-conualibHbIe BOMPOCHI, CBSI-
3aHHBIE C JIeYeHHuEeM op(aHHBIX 0oJie3-
Hel

o [IpencraBieHue JOKIAIOB 10 TEME.

14

OHKOTEHETHKA.

o OHKOTEHBI M UX OHONIOTHYECKAs
pOTIb.

e ['eHeTHYECKHUE aCIIEKThI KaHIIePOTe-
He3a.

e O0mue npencTaBIeHus O 3HAYCHUH
HACJIEICTBEHHBIX (DAKTOPOB B BO3HHUK-
HOBEHHUH pakKa.

o DakTOpPHI BHEITHEH CpelIbl, aCCOIUH-
pYIOITHECS ¢ pakoM (KaHIIEPOTEeHBI).

e BupycHbIE U KIETOYHBIC OHKOTEHBI.

16




e Ou3nonornieckas pojb KIETOUHBIX
MPOTOOHKOTEHOB.

e MexaHU3MBI NIPEBPAILEHUS TIPOTO-
OHKOTCHOB B OHKOT'CHBI.

o ['eHBI-CYIPECCOPHI OIYXOJIEBOTO PO-
CcTa.

15

[IpodmmakTuka
HacJIeCTBEHHBIX
3a00J1eBaHUM.

e OCHOBHBIC YPOBHH H ITyTH PO H-
JIAKTUKYU HACIICICTBEHHBIX 3a00J1eBa-
1317078

o Ilemm u 3amaun MI'K.

e Jlokazanus /Uil HalpaBJeHHUd Ha
MI'K.

e JIpUHIUIBI OLEHKH T€HETUYECKOTO
pUCKa B pa3IMYHBIX Tpynmax Haclen-
CTBEHHOM IIaTOJIOTHH.

e Meroab! ero pacyera.

e PeleHue cUTyallmoHHBIX 3a7a4.

e Omnpoc U TECTUPOBAHUE

16

IIpenaranbHasg nu-
arHOCTHKA

o [IpeHaTanbHas ¥ MPEUMILIAHTAIU-
OHHas JUarHOCTHKA: ITOKa3aHHUs, BO3-
MOKHOCTH.

e Meroabl NpeHaTalbHOW JUATHO-
CTHKH.

e DTHUYECKUE BOMPOCHI MPEHATAIBHOMN
JMarHOCTUKH.

e OKO kak metox nmporiIakTUKH
HACIICACTBEHHBIX OOJIE3HEH.

o [IpuHIUITEI JIeYeHNsT HACIIEACTBEH-
HBIX 0OJIC3HEN.

e PenieHue CUTyallMOHHBIX 33j1ad.

e YueOHBII QUIbM 110 IpEeHATaTFHON
JIMarHOCTHKE.

e Ompoc

17

Kombrotepnas nua-
THOCTHKA HacleI-
CTBEHHBIX 3a0oJie-
BaHMI.

e PaboTa c KOMIIBIOTEPHOH IHUATHO-
CTUYECKOM MPOrpaMMoii (3HAKOMCTBO
¢ uaTepdeiicom mporpamMms, HopMu-
pOBaHKE 33JaHHOTO 110 KapTOYKe
CHUMIITOMOKOMILJIEKCA, TOCTAHOBKA
MIPEIBAPUTEIBHOTO IUArHO3a HACTIE/I-
CTBEHHOTI'0 3a00JICBaHHMs, IPOCMOTP
(doTorpaduit 00IHHBIX C TaHHBIM 3a-
OoJieBaHUEM, 3HAKOMCTBO C OMOIHOTE-
KOH CHHIPOMOB).

o [lonsTre o GMOMeaUIMHCKOI Oaze
JTAHHBIX.

o Kiaccudukaryst OMOMEIUITMHCKAX
0a3 JaHHBIX.

e Hanmonaneueiii [{enTp Ononngop-
Maruku (NCBI).

e basa nanasix "MeHeneBckoe
HacyiefioBaHue y yenoseka" (OMIM).
¢ baza maHHBIX TeHETUYECKHUX TTOCIIe-
nosarenbHocTel (GenBank).

e basa JaHHBIX PACLIUPEHHON MENU-
nuHCKOH nureparypsl (PubMed).

17




e Human Gene Mutation Database
(HGMB).

e baza JAaHHBIX ITOCJIICO0BATCIIBHO-
creit 6enkoB (UniProt)

e bBasa maHHbBIX DOCBAIIEHHAS OeIKaM
(PROteinSITEs)

e ba3sa maHHBIX HACJIEACTBEHHEIX 00-
ne3neit (GeneTests)
e ba3za gaHHBIX O reHax 4ea0oBeKa

(GeneCards).
e Ompoc
18 6 BauerHoe 3amsTie | ® VITOrOBBIH TECT 2
1o nucuuIuivge | © 3amura pedepara.
«Menumunckas re- | ® Cobecenosanue no pornpocam 3a-
HETHUKa» uera.
Hroro: 36
3.6. CamocTosiTeIbHAsE pa0doTa 00y4aromerocs
Ne Ne ce- HaumenoBanue pasnena qucuu- Bust CPC Bcero
m/m | MecTpa TUTMHBI (MOIYJIs) 4acoB
1 2 3 4 5
1 3 BBenenue B MEMIIMHCKYIO TeHETHKY. | IIOArOTOBKA K 3aHATHSAM, IIOIAIO- 2
HacneacTtBeHHOCTH M MTATOJIOTHS. TOBKa K TECTHUPOBAHHIO, IIOATO-
TOBKa K TEKYIIEMY KOHTPOJIIO,
MOJITOTOBKA K PEIICHHUIO CUTYaIlH-
OHHBIX 3a1ad.
2 I'enom yenoBeka. Ctpykrypa u ¢yHk- | [logroroBka k 3aHATHAM, MOJITO- 2
U TeHOB. Perymsnus skcrpeccu re- | TOBKA K TECTHPOBAHHUIO, IMONTO-
HOB. TOBKA K TEKYILIEMY KOHTPOJIIO.
3 I'eHnbIe 00IC3HM. IToaroroBka K 3aHATHAM, OJIO- 5
TOBKa K TECTUPOBAHHIO, TIOITO-
TOBKa K TEKYyIIEMYy KOHTPOJIIO,
IMOATOTOBKA pedeparoB U JTOKIIa-
JIOB, TIOJITOTOBKA K PEIICHHIO CH-
TyalMOHHBIX 3aJ1a4 U COCTaBlIe-
HHIO POJTOCIOBHBIX.
1 3 XpoMOCOMHas aTOJIOTUst IloaroToBka K 3aHSATHSIM, HOATO- 4
TOBKAa K TECTUPOBAaHUIO, MOJIO-
TOBKa K TEKYLIEMY KOHTPOJIIO,
MOATOTOBKA pedepaToB U AOKIA-
JIOB, TTOATOTOBKA K PEIICHUIO CH-
TyalMOHHBIX 33]1ad.
2 MynbsTHdakTopuanbHble 3a001eBanus. | [loAroToBKa K 3aHATHSAM, MOJTO- 7
TOBKa K TECTHPOBAHHIO, ITOATO-
TOBKa K TEKYyIIEMYy KOHTPOJIO,
MMOATOTOBKA pedepaToB M JTOKJIA-
JIOB, TIOJTOTOBKA K PEIICHUIO CH-
TyalrOHHBIX 33]1ad.
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3 [MpodunakTruka HacneACTBEHHBIX 3a00- | [logroroBka K 3aHATHAM, MOArO- 4
JeBaHUM. MeIHMKO-TeHETHYECKOE KOH- | TOBKA K TEKYIIEMY U HPOMEKY-
CYJIbTHPOBAaHHUE. TOYHOMY TECTHPOBAHHIO, IIOJATO-
TOBKa K COOECENOBAHHMIO IO BO-
pocam 3aueTa, HOAr0TOBKa pede-
paroB, MOATOTOBKA K PEIIEHHIO
CHUTYaIlMOHHBIX 3a/a4 U COCTaBJIe-
HHIO POJIOCIIOBHBIX.

Hroro yacoB B cemecTpe: 24
Bcero yacoB Ha caMOCTOSTEILHYIO Pa0OTY: 24

3.7. JlabopaTopHbIi NPAKTHKYM
Y4eOHBIM MJIaHOM HE MPESyCMOTPEH.
3.8. [IpumepHasi TeMaTHKA KYPCOBBIX MPOEKTOB (PadoT), KOHTPOJIbHBIX PadoT

Pa3znea 4. Ilepedyenb yueOHO-METOAUYECKOT0 U MATEPUATbHO-TEXHNYECKOr0 00ecredYeHus M CIu-
TUTHHBI (MOLYJIfA)

4.1. Ilepevyenb yueOHO-METOAMYECKOr0 o0ecneyeHusl AJIsl CAMOCTOSATEIbHOI padoThl 00y4aromuxcst
1o JUCUMITIMHE (MOLYJII0)

1. OOmias reHeTHKA U TEHETHKA YeJIoBeKa. Y4yeOHoe mocodue i CTyACHTOB MeIUIIMHCKHX By30B/ CocTa-
Butenu: Konenaesa E.B., Ponuna H.E. - Kupos: Kuposckas 'MA, 2016.-69 c., wn.

2. [IpenaTtanpHast AMarHOCTHKA HACIIEJICTBEHHBIX 3a00JIEBAHUI M BPOXKICHHBIX TIOPOKOB Pa3BUTHS: y4eO-
Hoe nocobue / coct. B. A. Kozponun, A. A. Koceix, H. E. Poguna. — Kupos, 2011. — 88c., mi. + URL:
http//elib.kirovgma.ru (9bC Kuposckoro 'MY).

Temvbt pechepamos:

I'enHBIN ypOBEHBb OpraHU3alMK HACIEACTBEHHOIO MaTeprana. XUMU4eCKas OpraHn3alus rexHa.
MoHoMepbl HyKIEMHOBBIX KUCIOT — HyKJIeoTuAbl. Bunbl nykineorunos JJTHK u PHK.
buonoruueckuii (reHeTUYECKUI) KOJ ¥ €r0 CBOMCTBA.

CsoiictBa JIHK: permkanus u penapanus.

OcnoBHbIe paznuuus B ctpoenun u pynknusax JJHK u PHK.

Jlokann3anus HyKJI€MHOBBIX KHCIIOT B KIIETKE.

Hyxneunosbie kucnotsl. Buast HykiiennoBbix kucioT. JJHK u PHK kak 6uononumeps.

Bunet PHK. Crpykrypa ITHK. Mogens k. Yorcona nu @. Kpuka.

Oransl peanu3anuu reiernyeckoil uupopmanuu. Tpanckpunius u npoueccunr PHK.

10 Oransl peanu3aiy reHeTuyeckoi napopmaiyu. TpaHCIIuys U HOCTTPaHCISILIMOHHbBIE H3MEHe-
HUs Oenka.

11. I'ennsle myTanuu. Onpenenenue. Knaccudukanus. MyToH. Bo3MokHbIe MeXaHU3MbI BO3HUK-
HOBEHMSI U MOCJIEJICTBHS T'€HHBIX MyTauuil. [Ipumeps! y yenoBeka.

12. buonoruueckue aHTUMYTallMOHHBIE MexaHu3Mbl. Penapanus JIHK.

13. DTHonorus, maroreHe3 1 0COOCHHOCTH KIIMHUKHA XPOMOCOMHBIX 0OJIC3HEH.

14. JIlnarHocTHKa XpOMOCOMHBIX 00JIe3HEH.

15. Cungpowm Ilaray. Dtuonorus, KiMHuKa, Xxapakrepasie BITP.

16. BpoxeHHbIe TOPOKU pa3BUTHS NPH cuHApoMe JlayHa.

17. Cunnpom [layHa: BapuaHThI KIIMHHYECKON KapTHHBI.

18. [IpuHIMIBI TUATHOCTUKH U JieueHus 6one3nu JlayHa.

19. ITonucomMuy MO MOJIOBBIM XPOMOCOMAM.

20. CuHAPOMBI YaCTUYHBIX aHIYIUIOUIUH.

21. IIpuurHbBI XpPOMOCOMHBIX AaHOMAJIUHI U UX PACIIPOCTPAHEHHOCTb.

22. Cunapowm fra-X. DTuonorusi, maToreHe3, KIMHUKA, TUATHOCTUKA, JICUCHHE.

23. Cunnpom Knaiindenbrepa. DTHOJIOTHS, TATOTEHE3, KIIMHUKA, IMATHOCTHKA, JICUCHHE.

24. Cunapom TpuIuio-X. DTHOJIOTHS, TATOTEHE3, KITMHUKA, TUArHOCTHKA, JICYCHHE.

CoNoR~ LN E
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25.
26.
27.
28.
29.
30.
31.
32.
33.
34.

HUEC.

35.
36.
37.
38.
39.
40.
41.
42.
43.
44,
45,
46.
47.
48.
49.
50.
51.
52.

OTHOJIOTHA U KJIaCCU(UKALUS T€HHBIX 00JIe3HEN.

bonesnrs Anbureitmepa. 3Tuosorus, NaToreHes, KIMHNAKA, JMATHOCTHUKA, JICUCHUE.

Cungpom Mapdana. Dtuonorus, naToreHes, KIMHUKA, AMArHOCTHKA, JICUECHHUE.

Cunpgpom Dnepca-Jlannoca. ITHONIOTHSA, TATOT€HE3, KIIMHUKA, AUATHOCTUKA, JICUCHUE.
AxoHaporutasusi. DTHOJIOT s, TaTOTeHe3, KIMHUKA, TUarHOCTUKA, JIEYEHHE.

MeTobl TMarHOCTUKY TeHHBIX 3a00JIeBaHUM.

CewmeliHas runepxoiaecTepuHeMus. DTHOJIOTHsI, TATOTE€HE3, KIMHHUKA, TUarHOCTHKA, JICYEHHUE.
IlepoxcucoMHble 00sIe3HU. DTHOJIOTUS, TATOT'€HE3, KJIMHUKA, TUarHOCTHKA, JICYEHHE.
Muonatus diomenna-bekkepa. DTroaorus, naTorenes, KIMHUKA, JUarHOCTHUKA, JICYCHHE.
CuHAPOM TECTHKYJISIPHOM (peMUHU3ALUHN. DTHOJIOTUS, TATOr'€HE3, KITMHHUKA, TUarHOCTUKA, JIeye-

Xopes 'eHTHHITOHA. DTHOJIOT U, TATOTE€HE3, KIIMHUKA, TUarHOCTUKA, JICUEHUE.
Heiipodubpomaros. DTHoa0rHUs, MaTOreHe3, KIMHUKA, TUarHOCTUKA, JIEUYECHHE.
ANpeHOreHUTaIbHBINA CUHIPOM. DTHOJIOTHS, IATOTEHES3, KIMHUKA, JUAarHOCTHKA, JIEYEHHUE.
Muotonunueckast 1ucTpodus. ITHONOTHS, TATOr€HE3, KIMHUKA, JUArHOCTHKA, JIEUECHUE.
Mertoab! u3ydeHus: 601e3Hel ¢ HaClIeACTBEHHON IPeAPaCIIONOKEHHOCTBIO.

Acconuanys HacjaeICTBEHHBIX Oose3Hel ¢ cucteMoil anturenoB HLA.

I'unepronnyeckas 6one3Hb. ['eHeTHUECKHE OCHOBBI TPEAPACIIONOKEHHOCTH.

S3Bennas 6oie3ns xenyaka u JIIK. ['eHeTnueckre 0OCHOBBI MPEIPaCIIOIOKEHHOCTH.
WHCcynuH3aBUCUMBIN caxapHblid 1uabeT. ['eHeTnueckue OCHOBBI PEPACIOI0KEHHOCTH.
I'eHeTnuecku 00ycCIOBIEHHAs HEIEPEHOCUMOCTh JIEKAPCTBEHHBIX NIPENApaToB.
HenepenocumocTs ritoTeHa. ['eHeTHUecKne 0CHOBBI IPEAPACIIONIOKEHHOCTH.
IIurmenTHas kceponepma. I'eHeTHUECKHE OCHOBBI IPEIPACTIONOKEHHOCTH.

Anxoronusm. ['eHeTHUECKHE OCHOBBI ITPEAPACIION0KEHHOCTH.

I'eHeTnyeckue OCHOBBI paka.

CTpyKTypa MEIUKO-TeHETUIECKOM CITy OBl U €€ (YHKIUHU B 3APABOOXPAHCHHUU.
[IpexoHuenunoHHas NpoQuiIaKTHKA.

Pose renHON MHXXEHEPUH B TPODUIAKTUKE HACIIEACTBEHHBIX OOJIE3HEH.
Menuko-reHeTU4ecKoe KOHCYJbTUPOBAHUE HACENIEHUs - OCHOBA MPO(PUIAKTUKN HACIIEICTBEH-

HOW NaTOJIOTHHU.

53.
54.
55.
56.
S7.
58.

CtpyKTypa 1 OpraHu3aius MeIUKO-TEHETHIECKUX KOHCYJIbTAIIUM.
[IpenartanbHasi TUarHOCTUKA BPOXKIECHHBIX TOPOKOB Pa3BUTHS.
CKpUHHUHT-METO/IbI, UX 3HaYEHHE B MPO(PMIAKTUKE HACIEACTBEHHON aTOJOTHH.
[IpenMrnanTanmoHHast JUArHOCTHKA.

AMHHUOLIEHTES.

[TnanupoBaHUe ceMbH KaK METOJ MPOPIIAKTUKH HACIIEICTBEHHBIX OOJIC3HEH.

4.2. IlepeyeHb OCHOBHOW M IONOJHUTEJILHOI Yy4eOHOH JUTEepaTypbl, HEOOXOAMMOM 1JIS 0CBOECHUS
AMCHUIJIMHBI (MOLYJIs1)

4.2.1. OcHoBHas1 JJUTEpPaTYpa

Koua-Bo 3x3emmis-

Ne I'on, mecTo H3aa- Haanuue B
u/n HaumeHoBaHue ABTOpP(BI) st posB 3EC
B OM0JnoTeKe
1 2 3 4 5 6
1 | Knununueckas rene] Bouxos H.IL M.: TDOTAP-Me- 196 +
TUKA: y4eOHUK J|isl mma, 2006 -2011, 9bC «Kom-
BY30B. 480 ¢ CyJbTaHT CTy-
JICHTa»

4.2.2. JlonoJiHUTEIbHAA JUTEPaTypa
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Ne I'ox, mecTo m3ga- | Koa-Bo 3x3emmuisipoB | Hanmume B

n/n Hanvienosanue ABTOp(b1) HUSA B OUOJIHOTEKE 9bC
1 2 3 4 5 6
1 [Mpenatanbhas nu- | Ko3sonun B.A., | Kupos: 2011.-88 c., 50 +
armoctuka Hacned- | Kocelx  AA., | mi.
cTBeHHBIX 3a0ojie- | Ponuna H.E. 3BC  Kupos-
BaHUM U BPOXKJIEH- ckoro 'MY

HBIX TIOPOKOB pa3-
BUTHA:  ydeOHOE

rnocooue

2 Oo6mas renetuka u | E.B.  Konena- | Kupos, 2016. — 69 40 +
TeHETHKA geno- | eea, H.E. Po-| c. 9bC Kupos-

. ckoro I'MY

Beka: yueOHOe Io- | JAWHA.
cobue

3 Knuanueckas re- | I'.P. MyToBuH M.: TOOTAP-Me- +
HeTHKa. [ eHOMUKa mma, 2010. - 832 c.: 9bC «Kon-
" IPOTEOMHKA WL CYJIbTaHT CTy-

N JIEHTa»

HACIICCTBEHHOM

MaTOJIOTHH [ DJTeK-
TPOHHBIA pecypc]:
y4uebHOE TIocoome

4 MounexynsipHast Mymkambapos | M.: MUA, 2016 - 25 -
ouonorusi: Yueb. | H.H., Kysne- | ¢.85-117.B men.By-
ITocobue mus cry- | mos C.JL 30B; M.: MUA,
JIGHTOB ~ MEI.BY- 2016 - ¢.85-117.
30B;
4 I'eneruka B kimHu- | B.H. T'opby- | CII6.: Crieryur, 5 ;
YECKOM MpaKTUKE: | HOBa, M.A. | 2015.-
pykoBonctBo g | KopxeneBckas
Bpayeit

4.3. Ilepeuenb pecypcoB HH(OPMALHOHHO-TEJIEKOMMYHUKAIIUOHHON ceTn «HTEepHeT», HEOOX0AU-
MBIX 1JI1 OCBOCHUA TUCIHMUIIJINHBI (MO[[yJISI)
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 Oonesnsx — http://journal.rare-diseases.ru/

4.4. IlepeyeHb NH(POPMALMOHHBIX TEXHOJIOTHIA, HCMOJIb3yEeMBbIX /JIsl OCYIIeCTBJICHUSI 00pa3oBaTeib-
HOI'0 Mmpouecca Nno JUCHUILVIUHE (MOIYJII0), MPOrPAMMHOI0 obecrneyeHusi 1 MH(POPMAIIMOHHO-CIIPa-
BOYHBIX CHCTEM

Hcnonb3oBanue mpocMoTpa yueOHbIX GMIbMOB: «Penkue HacneacTBeHHbIe TaTonorum», «[Ipena-
TajbHasl TUArHOCTUKA.

B y‘IC6HOM mponecce UCIOJIb3YCTCS JIMICH3NOHHOC ITPOrpaMMHOC obecIeuyeHue:

1. JJorosop MicrosoftOffice (Bepcust 2003) Ne0340100010912000035 45106 ot 12.09.2012r.
(Cpok nercTBHS 10roBopa - 6eCCpOUHBI),
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http://omim.org/

2. loroBop MicrosoftOffice (Bepcust 2007) Ne0340100010913000043 45106 ot 02.09.2013r.
(cpok neifcTBUs 1OorOBOpa - 6ECCPOUHBIN),

3. Horosop MicrosoftOffice (Bepcus 2010) Ne 340100010914000246 45106 ot 23.12.2014r.
(cpok neiicTBHS 1OroBopa - 6ECCpPOUHBIiA).

4. Toroop Windows (Bepcust 2003) Ne0340100010912000035 45106 ot 12.09.2012r. (cpok
JefcTBUS 10roBopa - 0eCCpOUHBIN)

5. Horosop Windows (Bepcust 2007) Ne0340100010913000043 45106 ot 02.09.2013r. (cpok
JeNCTBHS 10roBopa - 0eCCPOUHbIN),

6. loroBop Windows (Bepcust 2010) Ne 340100010914000246 45106 ot 23.12.2014r. (cpok neii-
CTBHS JIOTOBOpA - OECCPOUHBIf),

7. JoroBop AmntuBupyc KasperskyEndpointSecurity nns  Ousneca —  CraHgapTHBIM
RussianEdition. 100-149 Node 1 yearEducationalRenewalLicense ot 12.07.2018, nuuensun 685B-
MVY\05\2018 (cpok metictBust — 1 rox),

8. Memununckas napopmannontnas cucrema (KMUC) (cpok aeiicTBrs 10roBopa - 6eCCpOUHBIii),

9. ABromarmsupoBaHHasi cucreMa TectupoBaHus Indigo Jlorosop Ne J153783/2 ot 02.11.2015
(cpok meicTBUsSI OECCPOUHBIN, | TOI TEXHHYECKOH MOAACPIKKH),

10. TIO FoxitPhantomPDF Cranmaptr, 1 nunen3usi, OeccpodHas, naTa NPHOOPETCHUS

05.05.2016r.

Ooyuatomyecs odecrieueHsl 10CTYOM (yAaJeHHbIM JJOCTYIIOM) K COBPEMEHHBIM IpogecCHOHAIb-
HBIM 0a3aM JaHHBIX ¥ HH(POPMAIIMOHHO-CIIPABOYHBIM CUCTEMaM:

1) Hayunas snekrponHas oudnanoreka e-LIBRARY. Pexum noctyna: http://www.e-library.ru/.

2) CrpaBouno-niorckoBas cucreMa Koncynsrant [Timtoc — OO0 «KoncynsraHTKuposy.

3) «DnektpoHHO-OMOMMOTEYHast — cucteMa  KupoBckoro  I'MVY»y. Pexxum  pocrymna:
http://elib.kirovgma.ru/.

4) DBC «Koncynbrant crynenray - OO0 «MUITY3». Pexxum noctyna: http://www.studmedlib.ru.

5) DBC «VYuuBepcurerckas Oubmuoreka ommaitn» - OO0 «HexcMemua». Pexum moctyma:
http://www.biblioclub.ru.

6) OBC «Koucyabsrant Bpauay - OO0 'K «I"'DO0TAPy. Pesxxum noctyma: http://www.rosmedlib.ru/

7) OBC «Aiidyke» - O00 «Aidykey. Pexxum noctyna: http://ibooks.ru.

4.5. Onucanne MaTepuaIbHO-TEXHUYECKOH 0a3bl, HEOOXOAMMOH VISl OCYLEeCTBJICHUS 00pa3oBaTeb-
HOI'0 Mpouecca 1no AUCUUIIHHE (MOTYJII0)
B npornecce npenogaBaHus JUCHUILIMHBI (MOAYJIS) UCTIOIB3YIOTCS CIEAYIOLINE CIIELUATIBHBIE T10-

MEUIeHHUS:

- yueOHBIE ayAUTOPUH JJIsl IPOBECHUS 3aHATUI JIEKIIMOHHOTO THMa — kab. Ne 803 u 819 3kopmyca;

- y4eOHbIe ayJIUTOPHH ISl TIPOBEJICHUS 3aHATUN ceMuHapckoro tumna — kabd. Ne 602, 604, 608 3
KopIyca

- yueOHbIE ayIUTOPUU JIJIsl TPOBEAEHUS IPYNIOBBIX U MHAUBHUIyaIbHBIX KOHCYNbTAUNA — Ka0. Ne
604 u 608 3 xopmyca

- yueOHbIE ayTUTOPUH ISl IPOBENICHUS TEKYILET0 KOHTPOJIS ¥ TPOMEKYTOUHOM aTTecTanuu — Kao.
No 604 3kopmyca

- TIOMEIIEHUS ISl CAMOCTOSITENIbHON paboThl — Kab. Ne 3-414 (KOMIBIOTEPHBIH KJ1acc)

- TIOMEIEHUs JJI XpaHeHUs M MPOPUIAKTHYECKOTo OOCIy>KUBaHHUS Yy4eOHOro 000OpymoBaHUs —
ka0. Ne 611 u 612 3 kopmyc

CriennanbHble TOMEUIEHUS] YKOMIUIEKTOBAHbI CIIENAIN3UPOBAHHON MEOENbl0 U TEXHUYECKUMU
cpeacTBaMu 00YYeHHs, CIyKaIlUMHU [T IPeCTaBIeHHs yueOHOM nHpopMaluy 60IbIION ayAUTOPUH.

Jlis mpoBeieHus 3aHATH JIEKIIMOHHOTO THIA MpeJiaratoTcsi HAbopbl 1EMOHCTPALMOHHOTO 000-
PYZOBaHUS U yueOHO-HATJISAHBIX TOCOOUH, 00ecTIeYnBaoNe TEMAaTHUECKUE MILTIOCTPALUU, COOTBETCTBY-
omue padoueid mporpamMme JUCITUTUTHHBI (MOTYJIs).

[TomemieHus st cCaMOCTOATENBHOM PabOThl 00YUAIOIUXCS OCHAIIEHBI KOMITBIOTEPHONW TEXHUKON
C BO3MOXKHOCTBbIO MOAKIIOUeHHs K cetu "MHTepHer" u oOecredeHbl JOCTYIIOM B 3JIEKTPOHHYIO
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UH(pOPMAIIMOHHO-00Pa30BATENLHYIO CPEly OPraHH3aIINH.

Pa3gen 5. MeTtoauyeckne peKoMeHIAIMHU 110 OPraHN3aluM U3yYeHUsl THCHMIIIMHBI (MOLYJIs1)

[Iponecc n3yueHust AMCUUILUIMHBI IPEAYCMAaTPUBAET: KOHTAKTHYO (paboTa Ha JEKIUIX U MPaKTU-
YECKUX 3aHATHSIX ) K CAMOCTOSITEIIbHYIO paboTy (camono02omoska Kk npakmuyeckum 3aHsmusm, Hanucanue
u 3awuma pegepamos, NOO20MOBKA K PEUEHUI0 CUMYAYUOHHBIX 3a0ay U NOO2OMOBKA K MeCMUPOSAHUIO).

OcHoBHOE yueOHOe BpeMsl BBIJIENSIETCS Ha CAMOCTOSITENIbHYIO padoTy.

B xauecTBe 0CHOBHBIX (pOpM OpraHU3alMy yueOHOr o Ipolecca 1o AUCLUIIMHE BBICTYAOT Kilac-
CHUYECKHE JICKIIMOHHBIE U TPAKTHYECKHE 3aHATHSI (C UCTIOIb30BaHUEM MHTEPAKTUBHBIX TEXHOJIOTHI 00yUe-
HUS), @ TAKXKE CAMOCTOSITEIbHAs paboTa 00yJaroIuXCs.

[Ipu n3yuennn yueGHOM AUCHMILTUHBI (MOAYJIS) 00ydaromuMces He0OX0JUMO OCBOUTH MPaKTHUYe-
CKHE yMEHUs Mo paboTe ¢ yueOHO-METOANYECKMMH MaTepuaiaMu, HayqHol aurepatypoit, urepuer-pe-
CypcaMu, PeIIeHUI0 NTeHETHUYECKHX 3a/1a4, COCTABJICHUIO POJAOCIOBHBIX, METO/IaM JUArHOCTUKH, JICUCHUS U
npoUIAKTUKN HACIIEICTBEHHOM MaTOJIOTHH.

[Ipu npoBenennn yueOHbIX 3aHATHI Kadeapa oO0ecrieunBaeT pa3BUTHE Y 00y4daromuXcs HaBHIKOB
KOMaHJIHOW pabOThl, MEXIUYHOCTHOW KOMMYHHKAIIUU, IPUHATHUS PEILICHUH, TUACPCKUX KauecTB (IIyTeM
MIPOBE/ICHUS] MHTEPAKTUBHBIX JICKIH, TPYTIIOBBIX JUCKYCCHIA, POJIEBBIX UTP, TPEHUHIOB, aHAIN3a CUTYa-
U ¥ IMUTALMOHHBIX MOJIEJIeH, MpenoaaBaHus AUCIUILTUHBI (MOIyJs) B pOpMe Kypca, COCTaBICHHOTO
Ha OCHOBE PE3yJIbTATOB HAyYHBIX MCCIIEAOBAaHUM, IPOBOAUMBIX YHUBEPCUTETOM, B TOM YHCIIE C YUETOM
pEernoHaIbHBIX 0COOEHHOCTEH PO ECCHOHATBHOM NEATETLHOCTH BBIITYCKHUKOB U MOTPEOHOCTEH paboTo-
JaTenei).

Jleknuu:

Knaccuueckas nekius. Pekomenayercst npu u3yd4eHuu TeM: «BBeneHue B MEIUIMHCKYIO IeHe-
tuky. HacnenctBeHHOCTh U maronorus. ['eHom», «CeMHuoTHKa HACIIEICTBEHHBIX 3aboneBanwuin», « MoHO-
IeHHAas [aToJIOrus», «XpOMOCOMHasl MaTojaorus», « MysnbTudakropuaibHble 3a001eBanus», «IIpodunax-
THKa HACJIEICTBEHHBIX 3a00JI€BaHUII.

Ha nexuusx u3nararoTcsi TeMbl JUCLUIUIMHBL, IPE1yCMOTPEHHbIE paboueii nporpaMMoil, akIeH-
TUpYyeTCs BHUMaHUE HAa HanOoJiee MPUHIUIHMAIBHBIX M CIOXHBIX BOIPOCAX AMCLUUIUIMHBI, YCTaHABINBA-
IOTCS1 BOIIPOCHI JUIsl CAMOCTOATENIbHON popaboTku. KoHcnekT nexuuii spiusercs 6a30i Ipu NOArOTOBKE K
MPAaKTUYECKUM 3aHATHUAM, K 3a4ETy, a TAKKE JJIS1 CAMOCTOSTENIbHON paOoTHI.

N3n0xeHne JeKUMOHHOIO MaTepuana peKOMEHIYeTCsl IPOBOJIUTh B MYJIbTUMEAMHHON (opme.
CMbIcI0Bast Harpy3Ka JIEKIUU CMEIIAETCS B CTOPOHY OT M3JI0KEHHS TEOPETUIECKOTr0 MaTepuaia K popmu-
POBaHUIO MOTHBALIUU CAMOCTOSTEILHOIO 00YUYEeHHs Yepe3 MOCTaHOBKY Ipo0ieM 00yueHHsl U II0Ka3 IyTeil
peteHust Mpo(ecCHOHANBHBIX MPOOJIEM B paMKax TOW WM WHOW TeMbl. [IpuM 3TOM OCHOBHBIM METOJOM
BEJICHUS JIEKIIUHU SBJIETCS METOJI IPOOIEMHOr0 U3JI0KEHUs MaTepHaa.

IpakTHyeckue 3aHATHA:

[IpakTuyeckue 3aHATHSA MO AMCUUIUIMHE MPOBOAATCA C LEIbI0 MPUOOPETEHUs] MPAKTUYECKUX
HaBBIKOB B 00JAaCTH MOJIEKYJISIPHBIX OCHOB HACIJI€JICTBEHHOCTH, METO/IOB T€HETUKU UYEJIOBEKA, JICUCHHS U
npoMIAKTUKN HACJIEICTBEHHbBIX 3a00J1€BaHUI, STHOJIOTUU U NATOr€He3a MOHOTE€HHOM, XpOMOCOMHON U
MyJIbTH()AKTEPHATBLHON MATOJIOTHH, PEIICHUH CUTYallMOHHBIX T€HETUYECKHX 3a/1a4.

[TpakTHueckue 3aHATHS MIPOBOJATCS B BUJIE coOOeced08anuil, 00CyrHcoenuil, OUCKYCCUll 8 MUKPO-
2PYNNax, UCNOIb308AHUS HALTAOHBIX NOCOOUL, peuleHUsl CUMYAYUOHHBIX 3a0ay, MecmoeblX 3a0aHuUll, CO-
cmagneHust poOOCI06HbIX.

BeinonHenue npakTuyeckoi paboThl 00ydarouecs IPOU3BOIAT KaK B YCTHOM, TaK U B IMCbMEH-
HOM BHJI€, B BUJIE€ IPE3CHTAIMNA U TOKJIA0B.

[IpakTUueckoe 3aHATHE CIIOCOOCTBYET 0OoJiee TIIyOOKOMY MTOHUMAHUIO TEOPETHUYECKOTO MaTepH-
asia yueOHOro TUCIMILUIMHBI, a TaKXKe Pa3BUTHIO, ((OPMUPOBAHHUIO M CTAHOBJICHHIO PA3JIMYHBIX YPOBHEMH
COCTaBJIAIOIUX IPOPECCHOHATBHON KOMIIETEHTHOCTH 00YYarOIUXCS.

[Ipu n3yueHnn JUCUUIUTMHBI UCTIONB3YIOTCS ClIEAYIONHE (HOPMBI TPAKTUYECKUX 3aHATU:

- CeMUHap TpaJULUOHHBIN 110 TeMaM «HacneacTBeHHOCTh M aTosiorus», « XpoMOCOMHas 1aTo-
norust. Knuanueckue Gpopmbny».

- koHpepeHus 1o Teme «OpdaHHbIe 3a00JICBaHUS.

- yuebHO-poneBas urpa no teme «IIpodunakTrka HacIeACTBEHHBIX 3a00JICBaHUIT».

23



- TIpaKTUYecKue 3aHsAThs 1o TeMe «I'enom uenoBeka. CTpykrypa u (GyHKIMM T€HOB. Perynsius
HKCHPECCUH TeHOB», «CeMHOTHKa HaclleJCTBEHHBIX 3a0oseBaHnil. KIMHUKO-TeHeallornyeckuii MeTo 1,
«I"ennbIe 00JIC3HU. DTUOJIOTHS, TATOTEeHE3, KJTacCU(DHUKAIIHSI, METOIBI TMATHOCTUKIY, « MOHOTEHHBIC 3200-
neBaHus, KIuHUYeckue popmbl. Hacnenctsennsle 6one3nn oomena seiects (HBO)», MutoxonapuanbHas
naTonorus», «O0mas XapakTeprucTHKa XpOMOCOMHOM MaTONOTUNY, «BpOXKIeHHBIE TTOPOKU Pa3BUTHS,
«bnu3HeoBkIi MeTO 3yUeHHs FTeHETUKH yenoBeka. [lomynsunonnas reneTuka», « MylbTHpaKTOpHab-
Hble 3a0omeBaHus», «OHKOreHeTHnKa», «lIpeHarambHasi nuarnoctuka», «KombproTepHas TUAarHOCTHKA
HACJIC/ICTBEHHBIX 3a00JICBAHUI.

- KOHTPOJIbHBIE 3aHATHUS TI0 TeMaM: «3a4eTHOe 3aHATHE MO TUCIHILIMHE «MeauIrHCKas TeHe-
THUKa».

CamocTosiTe1bHas1 padoTa:

CamocrosTenbHas paboTa CTYIACHTOB MOApPa3yMeBaeT MOATOTOBKY IO BCEM pasjesiaM AMCLU-
TUTHHBT « MeAUIMHCKAs TEHETHKA» M BKIIIOYAET MOJATOTOBKY K 3aHATHSAM, HalMcaHue pedepaToB u 3ammra
JIOKJIa/I0B, OATOTOBKY K TEKYIIEMY KOHTPOJIIO ¥ IPOMEKYTOUHOMY KOHTPOJIIO, MOATOTOBKA K PELICHUIO
CUTYaIIMOHHBIX 33714 M COCTABJICHUIO POJOCIOBHBIX.

Pabora ¢ yuyeOHOHI nuTEpaTypoil paccMarpuBaeTcsi Kak BHJ yueOHOH paboThl MO TUCIMILIMHE
«MenuIHCKas: TEHETHKA» W BBIMIOIHAETCS B Mpeeiax 4acoB, OTBOJAMMBIX Ha €€ m3ydeHue (B pasueie
CPC). Kax it oOyuaromiuiicst odecnedeH J0CTyOM K OnOIHOTeYHbIM (POHIaM YHHUBEPCUTETA U KaeaPHI.
Bo Bpems m3y4eHHUs1 AUCIUTLTHHBI 00y4Jaronuecs (1oJ] KOHTPOJIEM MPETIOAaBaTesi) CAMOCTOSITEIIBHO TIPO-
BOJAT pabOTy IO COCTABJICHUIO POJOCIOBHBIX, PEIICHHUIO 3a71a4, O(popMIISIIOT pedepaTsl U MPeICTaBISIOT
ux Ha 3aHATUsX. Hanmcanue pedepara, cnoco0CTBYIOT GOPMHUPOBAHUIO HABBIKOB UCITOJIH30BAHUS YUeOHOM
Y HAYy4YHOH JIMUTEPATyphl, II100ATbHBIX HHPOPMALIMOHHBIX PECYPCOB, CIIOCOOCTBYET (POPMHUPOBAHUIO KIIU-
HUYECKOTO MbIIIeHHus. Pabora o0yuaromierocs B rpymre GopMUpPYET 4yBCTBO KOJUIGKTUBA3MA U KOMMY-
HUKa6eIbHOCTh. OOyUeHue criocoOCTBYET BOCIIUTAHHIO Y 00YYAIOLIHXCS STUKO-ICOHTOIOTHYECKUX HABbI-
KOB 001IeHus ¢ marueHTaMu. CamocTosiTenbHas paboTa B MaJIbIX TPYIIIAX CIOCOOCTBYET (POPMUPOBAHUIO
JOJKHOTO € 3TUYECKOH CTOPOHBI MOBEICHHS, aKKYPAaTHOCTH, JUCIUIUIMHUPOBAHHOCTH.

HcxonHblii ypOBEeHb 3HAHHI 00YUYAIONIMXCSI ONPEACIISETCS TECTUPOBAHUEM, COOSCEIOBAHUEM.

Texymmii KOHTPOJIb OCBOSHHSI TUCIUILIMHBI IIPOBOAMUTCS B (pOpME yCTHOTO OIpoca B XOJ€ 3aHsI-
THUH, PEIICHHUS TUTIOBBIX CHUTYallMOHHBIX 337124, TECTOBOTO KOHTPOJIs, peepaToB.

B KxoHIIe M3y4eHHUs TUCIUILTNHBI (MOYJIS) IPOBOAUTCS IIPOMEKYTOYHAS aTTECTALNS C UCTIONIb30-
BaHUEM TECTOBOT'O KOHTPOJIS, PEIICHUSI CUTYaIlMOHHBIX 3a/1a4. 711 TeKyIIero KOHTPOJIsl OCBOSHUSI TUCIIH-
IUTMHBI UCTIONB3YETCSl pEHTUHTOBas CHCTEMA.

Bonpockl 1o qUCHUTUTHHE BKJIFOUEHBI B TOCYIAPCTBEHHYIO UTOTOBYO aTTECTAIUIO BBIITYCKHUKOB.

Pa3znen 6. MeTroanueckue ykazaHus JJsl 00y4arOMXCs 110 OCBOCHHUIO THCHMILIMHBI (MOayJis) (pH-
JI0KeHue A)

W3ydeHne AUCIMILTHHBI ClIeyeT HAYMHATh C MPOpadOTKH JaHHOU paboueit mporpaMMbl, METOIU-
YECKUX YKa3aHHA, TPOMUCAHHBIX B POTpaMMe, 0CO00€ BHIMAHUE yICISETCS MeIsM, 3a/1a9aM, CTPYKType
U COJICPKAHUIO TUCLUTLIINHBI.

YcneniHoe u3ydeHue TUCIUIUINHBI TPeOyeT 0T 00yJaroIuXcsl MOCEIICHHUS JICKITHI, aKTHBHOM pa-
OOTBI Ha MPAKTUYECKUX 3aHATHUSIX, BHIIIOIHEHHUS BCeX yUeOHBIX 3aJJaHUIl MperoaBaTesl,03HaKOMIICHUS C
0a30BbIMH y4eOHHKaMH, OCHOBHOH U JIOTIOJIHUTENILHON JUTEpaTypoid. JICKIIMM NMEIOTB OCHOBHOM 0030p-
HBII XapaKTep ¥ HalleJICHBl Ha OCBEIICHHE Hanboiee TPy IHBIX BOIPOCOB, a TAKXKE MPU3BAHBI CIOCOOCTBO-
BaTh (POPMHUPOBAHUIO HABBIKOB palbOTHI ¢ HayuyHOU surteparypoil. [Ipeamonaraercs, uro obyyaronuecs
MPUXOJAT Ha JICKIIUH, MPEABAPUTEIHHO MPOPA00TaB COOTBETCTBYIONINI Y4eOHBII MaTepua Mo UCTOYHU-
KaM, PEKOMEHAYEMbI IPOTrpaMMOIA.

OCHOBHBIM METOIOM O0YUYEHUS SBJISETCS CAMOCTOSITETIbHAS paboTa CTyIEHTOB C Y4eOHO-METOIM-
YEeCKMMHU MaTepuajaMu, HAy4YHOU JuTepatypoil, MTHTepHeT-pecypcaMu.

[IpaBuibHas opraHU3aIUs CAMOCTOATEIBHBIX YUSOHBIX 3aHITHIA, UX CUCTEMAaTUYHOCT, 11E€JIeCO-
o0pa3Hoe IJIaHUpPOBaHHE Pabovyero BpeMEHU MO3BOJSIOT 00y4YalOIIMMCS pa3BUBaTh YMEHUS U HAaBBIKU B
YCBOCHHH U CUCTEMATH3AIMH MPUOOPETaeMbIX 3HAHUH, 00ECTICUNBATh BHICOKHI YPOBEHB YCIIEBAEMOCTH B
nepuoj 00yuyeHus, MOTYYUTh HABBIKM MOBBIIICHUS TPO(PECCHOHATBHOIO YPOBHSI.
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OcHOBHOW (OPMOH MPOMEKYTOYHOTO KOHTPOJISI M OIEHKHU PE3yJbTaTOB OOYYEHHS MO JUCIH-
IUIMHE siBIsieTcs 3aueT. Ha 3auere oOydaromyecs AOJKHBI IPOJEMOHCTPUPOBATh HE TOJIBKO T€OpeTHYe-
CKHME3HAHHUs, HO ¥ IPAKTUYECKNE HABBIKH, ITOJIyYCHHBIC HA IPAKTUYECKUX 3aHATHAX.

[TocTostHHAst aKTUBHOCTH Ha 3aHATHUSX, TOTOBHOCTb CTABUTh M 00CY’KAaTh aKTyaJlbHbIE POOIEMBI
JUCIUIUIMHBI - 3aJ10T YCIEIIHON pabOoThl U MOJIOKUTEIbHON OLIEHKH.

[Tonpo6Hble MeTOMYECKHE YKa3aHUs K NMPAKTUYECKUM 3aHATUSAM M BHEAyIUTOPHOM caMOCTOsI-
TEIbHON paboTe Mo KaXK/10i TeMe AUCIUIUIMHBI PECTABIECHbI B IPUIIOKEHUH A.

Pa3znen 7. OueHouHble cpeacTBa /51 NPOBeAeHUs NMPOMEKYTOUYHON ATTeCTANIMH 00y4YaIOUIUXCS 10
aucuuIImHe (Moay/ao) (mpuioxenne b)

OneHoyHbIE CPe/ICTBA — KOMILIEKT METOAUUECKUX MaTepraioB, HOPMUPYIOLIUX MPOLEAYPHI Olie-
HUBaHMA Pe3yIbTaTOB O0yUCHHS, T.€. YCTAHOBJIEHUS] COOTBETCTBHS yUEOHBIX TOCTHKEHUH 3alsIaHMPOBAH-
HBIM pe3yJibTaTaM 00y4YeHUs U TpeOOBaHUSIM 00pa30BaTEIbHOMN MPOrpaMMbl, paboueil mporpaMMbl TUCLHU-
IUIVHBIL.

OC kak cucTema OLICHHBAHUS COCTOUT U3 CIETYIONIUX YaCTeH:

1. TlepeuHs KOMIETEHIMI C YKa3aHUEM 3TaNoB UX (OPMHUPOBAHHUS B MPOLIECCE OCBOCHUS 00pa-
30BaTEJIbHON ITPOTrPaMMBI.

2. Ilokasateneil u KpuTepuil OLIEHUBAHUS KOMIIETEHIIMI Ha pa3IMyHbIX dTanax ux Gpopmupona-
HUS, ONMCAHUE IIKAJI OLICHUBAHUS.

3.  TuNOBBIX KOHTPOJIbHBIX 33JaHUN M UHBIX MAaTEPUAJIOB.

4. MeTtoauueckux MaTepHaoB, ONPEEIAIONIMX MPOLEAYpPhl OLICHWBAHUS 3HAaHUM, yMEHUH,
HaBBIKOB U (MJIM) OIBITAa MPOPECCHOHAIBHON JESITeIbHOCTH, XapaKTepU3yIOIIUX 3Tanbl (HOpMUPOBAHHS
KOMIIETEHIIUH.

OneHouHble CpelCcTBA AJI MPOBEACHUS TEKYIIETO KOHTPOJIS M MIPOMEXYTOUHOM aTTeCTalluH 110
OUCLMILIMHE PEJCTABIICHBI B IPHIOKEHNN b.
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DenepaibHOE rOCYIAPCTBEHHOE OFO/KETHOE
00pa3oBaTeNbHOE YUPEXKIECHHUE BBICILIETO 00pa30BaHUsA
«KnpoBCKHIi rOCY1TapCTBEHHBIN MEIUIIMHCKUI YHUBEPCUTET»
Munucrepcrsa 3apaBooxpanenus Poccuiickoii denepanuu

Kadenpa buonorun
IIpunoxenne A k padoyeil mporpaMmme v CHUTITHHBI

MeTozmqecmle YK333HI/IH OJIA Oﬁy'-IQIOIIII/IXCﬂ 10 OCBOCHHUIO IMCIINIIJINHBI
«MeaNIMHCKAA TeHeTHKA»

CnenuanbHocts 31.05.02 Ilequatpus
Hanpasnennocts (npo¢uis) OITOII - [leguatpus

Pa3znen 1. BBegenne B MeIMUMHCKYI0 reHeTHKY. HacjieIcCTBEHHOCTH U IATOJIOTHSL.
Tema 1.1. HaciiencTBEeHHOCTEL M IATOJIOTHS.

Heap: [Jate nmpencraBieHue 0 MEAMIMHCKON I€HETUKE KaK BaKHOM HAIIPABJICHUN COBPEMEHHOU
MEIMLMHBI, TTO3BOJIIONIEM PACKPBITh STHOJIOTHIO, NATOTEHE3, TUArHOCTUKY M MPOQUIAKTUKY Hacle-
CTBEHHBIX 00JIe3HEH YesoBeKa.

3agaun: M3yuuTs 1enu U 3a1a44 METUIIUHCKOM T€HETHUKH, 3TAIlbl €€ Pa3BUTHS U JOCTUKEHUSI, B3a-
MMOCBS3b C APYrMMU HayKaMH. M3yduTh 0COOEHHOCTH YeloBeKa Kak 00bEKTa T€HeTUUECKUX UCCIIE]0Ba-
HUI U pOJIb HACTIEICTBEHHBIX ()aKTOPOB B MATOJIOTHU YEJIOBEKA.

O0yyammiics 10J17KeH 3HATh.

CoBpeMEHHOE MPEACTABICHUE O T€HOME 4YEJIOBEKa, MOJIEKYJISIPHbIE OCHOBBI HACJIEICTBEHHOCTH, POJIU
HACJIEICTBEHHOCTHU B ONIPEACIICHUY 3[0POBbsI U IATOJIOTUHN; COBPEMEHHBIE METO/bl TEHETUKN YEJIOBEKA.
OOyyarommiicst 10/15KeH YMeTb.

WHTepnpeTrpoBaTh pe3yabTaThl T€HETUYECKOIO aHAIN3a, Pe3ybTaThl J1aOOpaTOPHBIX METO/I0B JAMArHO-
CTHKH HACJIEJICTBEHHBIX 0OJIE3HEN y UesoBeKa.

Oo0yuyarommiicsi 10J15KeH BJIa/1eTh.

Mennko-0noJIOTHYeCKUM TIOHATHIHBIM anmapaToM. MeTtonaMu U3ydeHHs HACJIeCTBEHHOCTH YeIOBeKa.
HaBbikamMu noucka MeIMIMHCKON HH(OpMaluK B yueOHOM, Hay4yHOH JTUTepaType, B TOM UUCIIE C UCIIOJIb-
30BaHueM ceTu VHTepHeT; HaBbIKaMH IPEACTABICHUS U O0CYXKASHHUSI MeIULMHCKON nHpopmanuu. bazo-
BBIMU TEXHOJOTMAMHU MpeoOpa3oBaHus MH(GOPMAIMU: TEKCTOBbIE, TAOJIMYHbIE PEIAKTOPHI, IOMCK B CETH
HNurtepner.

CamocTosiTe/IbHAsI AyIUTOPHAsA padoTa 00y4YalIUXCcsl M0 TeMe:
1. OTBeTHTH HA BONPOCHI 10 TeMe 3aHSITHS.
Bomnpocsr qyist codecenoBanus:
o [Ipenmer u 3a1a4M METUITUHCKOM reHeTHKU. OOBEKT N3yUCHUSI.

e (OCHOBHBIE 3TaMnbl PA3BUTHUSI MEAUIIMTHCKON T€HETHKHU.

e OCHOBHBIEC TOCTHKEHUSI COBPEMEHHON MEIUITMHCKON T€HETHKHU.
e Ponb HacneACTBEHHBIX (PAKTOPOB B MATOJIIOTUU YETIOBEKA.

e Kiaccudukanus Hacne1CTBEHHOH MaTOIOTHH.

o O6ma;1 XapaKTCPUCTHUKA HacJeICTBEHHOH MaTOJIOTHH.

2. [IpakTyeckas padora.
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Padora 1. Knaccupukanusi HacjieACTBEHHOH NaTOJIOTMH.

Llenv pabomul: I3yunTh CTPYKTYpY HAClI€ACTBEHHBIX 3a00JI€BaHUM.

Hcnonp3ys matepraiibl ydeOHUKA U JIGKIIMH, COCTAaBbTE B pab0oYeii TeTpaau cxemy Kiaccu(uKaIim, Haru-
LIUTE IPUMEPHI TaTOJIOTUH.

Boinonnenue paboTel BeneTcst B GopMe 0OCYKIEHHUSI BMECTE CO CTYJEHTaAaMU HMMEIOLIUXCS JaHHBIX 10
HACJIEICTBEHHOW MAaTOJIOTUH.

PaGora 2. MosieKyJIspHO-TeHeTHYeCKHe MeTOAbI THATHOCTHKH.

Lenv pabomulr: N3yunts paznuunbie Mmetoasl JJIHK-nmuarnoctuxy.

[Tepenecure B pabouyIo TETpa/ib M 3aM0JHUTE CIETYIONIYIO TaOJIHILy.

Ha3Banue Marepuan OOBeKT 11t Oranel | JloctoBepHocTs | [IpuMeps! auarso-
JUISL UCCIIENI0- | MCCIIEOBAHUs | METOJA | METoAa CTHUPYEMBIX 3200-
BaHUs JIEBaHUU

[Tonumepasznas nen-
Has peakius (ITLP)
[Tonmumopdusm nmuH
PECTPUKIIMOHHBIX
¢bparmeHTOB
(ILJP®-ananus)
CexBeHUpOBaHUE
MukpournupoBaHue
Brimonaenue paboTel Benetcs B GopMe 00CYKIEHUS BMECTE CO CTYICHTaMH.

3. PelinTh CUTYallMOHHBIE 314U,
Pemennie cutyanimoHHBIX 331a4 BeAeTcs B (hopMe 00CYKICHUSI BMECTE CO CTYJCHTAMU UMEIOIIUXCS YCIIO-
BUI BO3HUKHOBEHUS HACJIEICTBEHHOW MATOJIOTUH, IIEPEAaYu €€ MOCIEYIOIIUM TOKOJICHUSIM.
[To 3a7aHHBIM YCIIOBUSIM HEOOXOJIMMO OIPEACTUTh K KaKOW TpYIIe HACIECICTBEHHOW MAaTOJIOTHH OTHO-
CUTCs laHHOe 3a00JIeBaHMUE.
1) Anroput™m pa3zbopa 3aaau

1. Kako#i Tum MyTaIuu JISKUT B OCHOBE 3TOW I'PYIIIILI 3a00JIeBaHU?

2. IlpuBeute mpuMepsl 3a00JICBaHUN.

2) [Ipumep 3amaqn ¢ paz3doOpoOM 1O aITOPUTMY
3anmava. B denoBedeckux MOMyJSILUSAX CHIDKEHA POJIb €CTECTBEHHOrO 0TOOpa. B oTiiMume OT KHBOTHBIX
YEIIOBEK JIyUIlle 00eCIIeunBaeT ce0s MOIHOIICHHO! MUIIEH, O0TaTol MUTATEIFHBIMHU BEIIECTBAMH, BUTAMU-
HaMH ¥ MUHEpallaMH. B pe3yibraTte He0OX0IUMOCTh B HEKOTOPBIX (pepMEeHTaX, CHHTE3UPYIOIIUX 3TH Be-
IeCTBa, OTNala. [ 'eHbl, KOHTPOIHMPYIOIIHE CUHTE3 3THX (DEPMEHTOB, B YCIIOBEYCCKOW MOMYJISIIUN ObLIN
YTEPSHBI.
[TpumepHsIii pa3dop 3agaun:

1. Twum myTanuu — reHHbIE.

2. Tlpumep 3a0oneBanus — aBuraMuHo3 C.

3) 3agaum 7151 CAMOCTOATEIIBHOTO pa30opa Ha 3aHITHH.
3anaua 1. )KMBOTHBIE HE BOCTIPUMMYHBBI K HEKOTOPHIM HH(EKLUSAM, T.K. Y HUX OTCYTCTBYIOT KOM-
IIOHEHTBl MeMOpaH KJIETOK, 00ECIeYMBAIOLINX BOCIPUATHE HEKOTOPBIX MAaTOreHHbIX (pakTopoB. B mpo-
IIECCE IBOJIIOLUH B pe3yJbTaTe MYTAI[MOHHOTO IPOIlecca YeI0BEK IPpUoOpes Hebli psiJ MPU3HAKOB M1aTO-
JIOTMYECKUX, T.K. Y HEr0 3TH KOMIIOHEHTBI €CTh, M OH K HUM OKa3aJICsl BOCIIPUUMYHB.
1. Kakoii Tun MyTauuu JIe)KUT B OCHOBE 3TOM IpyIIbl 3a001eBaHuii?
2. IlpuBenute mpuMepsl 3a00JICBAHHM.
3amaua 2. JlyOnmpoBaHHE TeHETHYECKOM HMH(pOpManuu o0ecreyrBaeT roOMeOocTa3 BHYTpPEHHeEH
cpeasl opranu3ma. K dakropam noxgepxanus romeoctaza OTHOCSATCS AMIIIOUAHOCTh, 00OecreurnBaroiast
PEKOMOMHAILIMIO TEHETHYECKOr0 MarepHaja, ajIebHOCTh TeHOB, KOHTPOJIUPYIOMIMX OJWH TNpPHU3HAK,
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AByxcnupainbHocTh MoJiekynbl JIHK u maTtpuunbiii cuHTe3, 00ecneunBarovii TOUHOE BOCIIPOU3BEICHHE
IeHEeTUYECKOI nHpopMalMy B psAy HOKOJIECHUI.

1. Kakoii Tum MyTaImuu JISKUT B OCHOBE 3TOU T'PYIIIILI 3a00JIeBaHU?

2. [IpuBeaute mpumMepsl 3a001eBaHMi?

4. 3ajaHus I TPyNNOBOM padoThbl.
VY4eOHBIM IJITAaHOM HE TIPETYCMOTPEHO.
CamocrosiTesbHAs BHeayAUTOPHasi padoTa 00y4aloUUXcH M0 TeMe:
3aoanus ona camocmosamenbHoU 8HeayOUmMopHoU pabomuvl CMyOeHmo8 o YKA3aHHOU meme:
1) O3HaKOMUTBCS ¢ TEOPETHUECKUM MATEPHATIOM 110 TEME 3aHATHS C HCII0JIb30BaHUEM KOHCIIEKTOB JIEKLIUI
W/WIM pEKOMEHAYEMOM yueOHOM TUTepaTyphl.
2) OTBETUTH Ha BONIPOCHI I CAMOKOHTPOJIS:
e [Ipenmer u 3a1auu MeTUIMHCKOM reHeTHKU. OOBEKT U3yUCHUSI.

e (OCHOBHBIE dTaIIbI Pa3sBUTHA MeI[HIIHHCKOfI T'C€HCTUKU.

e OCHOBHBIC JOCTHKCHUSI COBPEMEHHOW METUITTHCKON TeHETHKH.
e PoJb HAC/IEJCTBEHHBIX (PAKTOPOB B MATOJOTHH YEJIOBEKA.

e Kitaccudukanys HacJIeICTBEHHOW TTATOJIOTHH.

e OO0mas xapaKTepUCTHKA HACICICTBEHHO!N MaTOJIOTHH.

3) IIpoBepuTh CBOM 3HAHUS C UCIIOJIH30BAHUEM TECTOBOI'O KOHTPOJIS
1. Bvibepume 00un npasuivkblii omeem.

OO0BEKTOM U3YUYEHUS KIMHUYECKOW TEHETHKH SIBIISFOTCS: a) O0JBHON YeIOBeK; 0) 00JIbHOM U 060JTb-
HBIE POJICTBEHHUKH; B) OOJBHOMN U BCE YICHBI €T0 CEMbU, B TOM YHCIIE 3/JOPOBBIC.
2.Bvibepume 00un npasunvusiii omeem.

B xaxom Bo3pacTe MOTYT MPOSIBIATHCS HACIIECTBEHHBIE 3a00JIeBaHUS: a) B 9MOPHOHATILHOM TIEPHU-
ozie; 0) B IETCKOM BO3pacTe; B) B 3p€JIOM BO3PACTe; I') B TIOKUAJIOM BO3PAcTe; /) B TIOOOM BO3pacTe.
Omeemot 1- B; 2 - n).

4) I[lonrotoBuTh pedepar Mo CleayINNUM TeMaMm:
Bxnag B pazsutue menuuunckoit renetuku C.H. JlaBunenkosa.

5) [loaAroTOBUTH AaHHOTALIMIO HAYYHON CTaThU MO TEME.

Y4eOHBIM ITAHOM HE TIPETyCMOTPEHO.

6) BeimorHUTE IpyrHe 3agaHus, MPeyCMOTPEHHBIE pabovei mporpaMMOi 1O TUCIUTIIINHE.
Tepmun

MenuimacKkas reHeETUKA —

I'enomuka—

IIporeomuka —

Hacnencrsennoe 3a0oyeBanue —

Bpoxnennoe 3aboneBanue —
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10.

11.

12.

[TeneTpaHTHOCTH—

BKCHPCCCI/IBHOCTB —

I'enoxonuu —

denoxonuu —

Komnaynanas rerepo3urora —

DHJIOHYKJI€a3bl —

Pectpukraser —

Pexomenayemas qureparypa:

OcHoBHas:

1. boukoB H.II.Knuaundeckas reneruka: yaeOHuK 11 By30B/ M.: [DOTAP-Menna, 2006 -2011, ¢.480
JononHuTenpHas:

1. Koszsonun B.A., Koceix A.A., Pognna H.E. [IpenaTanpHast UATHOCTHKA HACIIECTBEHHBIX 3200-

JICBaHUU M BPOXKJACHHBIX MIOPOKOB pa3BUTHs: yueOHoe mocodue  Kupos: 2011.-88 c., wi.
2. Konenaesa E.B., Pogquna H.E.. O0mias reHeTHKa ¥ TeHETHKA YeJIoBeKa: yueOHoe mocooue/ Kupos,
2016. - 69 c.
3. MyroBuH I'.P.. M. Knunuueckas reneTrka. [ eHoOMHKa U TPOTEOMHKA HACTIEACTBEHHOM MaTOIOTUU
[DnexkTpoHHEI pecypc]: yueoHoe mocodue/ IDOTAP-Menua, 2010. - 832 c.: .
4. T'opbynoBa, B.H., KopxeneBckas M.A.. ['eHeTHKa B KIMHUYECKOM MPaKTUKE: PYKOBOACTBO AJIs Bpa-
yei/CII0.: Crnewur, 2015.-329 c.
5. Mymkam6apos H.H., Ky3uenos C.JI. MonekynsipHas 6uosnorus: Yue6. [TocoOue mi1st cTy1eHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By3oB; M.: MUA, 2016 - ¢.85-117.
6. DIEKTPOHHBIE PECYPCHI:

1) http://omim.org/

Pasnea 2. I'enom vesioBeka. CTpykTypa M yHKIMH reHOB. PeryJisinust 3KCIpeccuu reHoB.
Tema 2.1. 'enom yesioBeka. CTpykTypa M QYHKIUM reHOB. PeryJisinusi 3kcnpeccuu reHos.

Heab: U3yunuts cTpyKTypy U QYHKIMIO T€HOMA YeJI0OBEKa, U 3HAYeHHE TeHOMUKH Ha COBPEMEHHOM
3Tane pa3BUTHUSI MEIULIMHBI.
3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTHYECKHUE TOHSITHS TEHOMHUKH, CTPYKTYpy T'€HOMa ye-
JIOBEKa U €r0 0COOCHHOCTH 110 CPABHEHHUIO C TEHOMOM JAPYTUX OPraHU3MOB.
Oo0yyammiics 10JI7KeH 3HATb.
CTpyKTypy reHOMa 4YesioBeKa U ero (pyHKIHI0, OCOOCHHOCTH CTPOCHHUSI TeHOMA YeJIOBEeKa, METO/Ibl N3yue-
HUSl TeHOMA YeJIOBeKa, 3HaUeHHe FTeHOMUKH U IPOTEOMUKH JJIs1 pa3pabOTKH METOAO0B JUATHOCTHKH, Jiede-
HUS 1 IPOPUIAKTUKY HACIIEICTBEHHBIX 3a00JIeBaHuil.
O0yyamuiica 10/12KeH yMeTh.
CocTaBiATh F€eHETUUECKUE KAPThl; IPABUIIBHO HUCII0JIB30BATh COOTBETCTBYIOILYIO TEPMHUHOJIOTHIO.
OO0yyaommiics 10JI7KeH BJIaJeTh.
Mennko-0noIOrHuecKUM MOHATHHHBIM anmnapaTtoM. MeTonaMu U3y4YeHHs HACJECTBEHHOCTH YeIOBEKa.
HaBpikamu moucka meaunMHCKOW HHQOpManuu B y4eOHOH, Hay4yHOUW nuTepaType, B TOM 4YHUCIE C
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UCTIOJIb30BaHUEM ceTH VIHTepHeT; HaBbIKaMU MPEICTABICHUS U 00CYKICHUS METUIIMHCKON HHPOpMAIINH.
ba3oBeIMH TeXHOJOTUAMH NpeoOpa3oBaHUs MH(OPMAIMH: TEKCTOBbIE, TAOJUYHbBIE PEIAaKTOPhI, MOUCK B
cetu HTEepHeT.

CamocTosiTe/ibHAs1 AyIMTOPHAsA padoTa 00y4aloIuXCcs M0 TeMe:
1. OTBeTHTH HA BONPOCHI 110 TeMe 3aHSITHS.
Bomnpocs! 11t cobeceioBaHust:

1. Tlousarue reHOMa M T€HOMUKHU.

Crtpykrypa 1 GyHKIIUU TEHOB.

Buerennbie 3neMeHThI. THUIBI MyTalMil TEHOB.

[Iporpamma «I'eHOM yenoBeKay, LIEJIN U 331a4d IPOrPAMMBIL.
buorexnonorus.

Tpanckpunius nadopmanuu ¢ JIHK na uPHK;

[ToHsITHE TPAHCKPUIITOMA, €T0 CTPYKTYpa U (DYHKITHSI.

MerTo/1bl ucciieI0BaHUsl TPAHCKPUIITOMA.

© o N o g ~ W »

CrnaiicuHr — peryssius.

2. llpakTHyeckas padora.

Padora 1. CTpykTypa reHomMa 4e10BeKa.

Llenv pabomur: U3yunTh 0COOEHHOCTH CTPOECHHUsS TeHOMA YenoBeka. OLeHUTh (PyHKIMOHAIBHOE 3HAUCHHUE
OTAEIBHBIX CTPYKTYPHBIX 3JIEMEHTOB I'€HOMA.

Ilepenecure naHHy0 cxeMy B pabouyro TeTpalb.

I'enoMm 4es10BEKa

3000 Mh
I'eHrn! U cBA3aHHBIE ¢ TEeHAMU IIOCJIENOBATEILHO- JIHK, e Bxopsiasi B COCTaB re-
cTu HOB
/ \ v v
~ 22000 Cesi3aHHBIE  C Jucneprupo- Tan-
T'€HOB reHaMu IOCJIEA0Ba- BaHHbIe TOBTOpHI 1400 JIEMHBIEO0-
TEJILHOCTH Mb JIACTH
L S L Tpanc
INE INE TR 10308561 90Mb
v v
HHTpOHBI, Ilces-
HETPaHCIIUPYEMBbIC JIOT€HBI v
o0Oiactu ~
Mux Hp
po-caren- yrue o0na-
JIUTHI CTH
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3anoJIHUTE CIASAYIONIYIO TaOIHILy.
®pakiusi reHoMa OyHKIIMOHANBHBIE 0c00eHHO- | [locmencTBus u3MeHeHU re-
CTH HOMaA

I'enn1

IIceBnorenn!
JlucneprupoBaHHbIE TOBTOPBI
TpaHCO30HBI
TanaeMabIc00IaCTH
Brimonaenue pabotel Begercs B hopme 00CyKISHUS BMECTE CO CTYICHTAMH HMEIOIITUXCSI JAHHBIX 110 CTPO-
SHMIO TeHOMA.

Padora 2. CpaBHeHHe I¢eHOB Pa3HbIX OPraHU3MOB.

Lenv pabomor: 3yunTh pa3nuuusi B CTPOCHUH T€HOMOB.

Ha pucynke mpencTaBieHbl XpOMOCOMHBIE KapThl pa3IMYHbIX OpraHu3MoB. OIpeaennTe XapaKTepHbIE
pas3nuyKsi FeHOMOB 3THX OPraHU3MOB U '€HOMa YeJIOBeKa.

Puc. I110THOCTh T€HOB Y YEThIPEX OPraHU3MOB.

a) Baktepusa E. coli

AGP1 KCC4 t

S

lex D lMcesporexH D MosTopbl AHK

a) 50 ThIC. I.H. yyacTOK Hayaya renoma E. Coli;

0) y4acTOK XpOMOCOMBI 3 IPOFOKEH;

B) 50 TBIC. I1.H. y4aCTOK XPOMOCOMBI 7 YeJIOBEKa, IJIe PACTIOI0KEH I'eH, KOJAUPYIONIUN PEelenTop KIEToU-
HOM MOBEPXHOCTH;

I') y4aCTOK TeHOMa KyKypy3bl, okpy:xkaroutuii rer Adh 1-F.

Tab6s. CpaBHHUTEIbHA XaPaKTEPUCTUKA TEHOMOB Pa3HbIX OPraHU3MOB.

Opranusm Pa3mep renoma Ywucsi0 reHos
(Mera6asbi)
Escherichiacoli 4,64 4397
Bacillussubtilis 4,21 4212
Rickettsia prowazekii 1,11 834
Mycoplasma pneumonie 0,82 710
S. cerevisiae (IpoxKu) 12 6548
P. falciparum (manspuiiHbIil mIa3MoIuii) 30 6500
C. elegans (memarosa) 97 bonee 20000
D. melanogaster (mioaoBast Mymika) 170 ~ 16000
Z. mays (KyKypy3a) 2500 ~ 20000
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| H. sapiens (semosex) | 3300 | ~ 35000 |
[Tpoananu3upyiite BhIlIE MIPEICTABICHHBIE CXEeMY U TaOJIUILy M OTBETHTE Ha BOIIPOCHL:

1) Oco0eHHOCTH CTPOEHUSI TeHOMA MPOKapUOT;

2) OcOOEHHOCTH CTPOEHUSI TEHOMOB 3yKapHOT.

Brmmonaenue pabotsl Begercs B hopme 00CYKISHHS BMECTE CO CTYACHTAMU UMEIOIINXCS JAHHBIX 110 CTPO-
CHHUIO TeHOMA.

PaGora 3. 'eneTnueckasi kKapTa XpoMoOCOM.

Lenv pabomul: I3y4nTh KapTUPOBAHUE XPOMOCOM Ha IIPUMEPE XPOMOCOMBI 3 YeJIOBEKa.

PaccmoTtpuTe reHeTHuecKyo KapTy XpoMOocoMbl 3 uenoBeka. OnpeaenuTe JOKaIu3alui0 NaTOI0THYeCKUX
MYTalui, KOTOPbIE BEAYT K HACIEICTBEHHBIM OOJIE3HSIM.

CunnpoM (o Xurmens—JluHnay

/ Pe3uCTEHTHOCT K TUPEOUIHOMY TOPMOHY
o
/ MenkoxieToyHas KapuMHOMa JIerKux
[cesmocunmpoM LlemsBerepa
(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

He10CTATOYHOCTb TUPOTPOIUH-PUTHIUHI -
ropMOHa

3anoJIHUTE CIEAYIOUTYIO TabIuILy.

[Tatonoruyeckoe co- | Homep xpomo- | Ilneqo VYuacTok CermeHnt
CTOSIHUE COMBI
MenkoxkierouHas
KapLUMHOMA JIETKUX
ITocTanecre3nueckoe
amHod

Kapuunoma kireTok
MIEYECHH
Tpombodunus uz-3a
HEJIOCTaTOYHOCTH
Oenka S
I'emonuTnueckas
aHeMus
Brimonnenue paboTsl Beaercs B popme 00CyKAEHUsI BMECTE CO CTYIC€HTAaMH UMEIOIINXCS TaHHBIX T10 Te-
HOKapTUPOBAHHUIO.

PatGora 4. CTpoeHue reHa 3yKapHoT.
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Llenv pabomei: I3yunTh 00IIee CTPOSHHE T'€HOB YeJIOBEKa M 3aBUCUMOCTD BIMSHUS MyTallui Ha CHHTE3
Oenka OT UX JIOKaJIH3aI[iH B TEHE.

1) [poananu3upyiite CTpyKTypy O€Ta-rJI00MHOBOrO TeHa YesioBeka. [lepeHecuTe JaHHyI0 cxeMmy B pado-
qy1o TeTpaab. Ha pucyHke 0003Ha4bTe CTPYKTYpHBIE SJIEMEHTHI T'eHA.

Puc. Ctpykrypa 6eTa-rinobuHoBoro rena uenoneka (mo ['unbdept C., 1995).

Caiit Camnr A
vHMLMaummn vHULMaumm Caurt
TpaHCKpUNuuM TpaHcnauum TepMUuHaLum
(kan-cain) aatl TPaHCNAUMM o
aa aa aa aa aa\) nonuageHunMpoBaHuA
panoToR 30 31 104 105146 Caiir
—A g | R

TepMUHaLmK
TpaHCKpUnLmm

L | 9KkaoH1| Skaon2 ;
5-9MeMEHTbI\ fnen UTpoH 1 Tpeiinep
npomoTopa

TATA

60kC

D10 camblii KOpoTKui TeH y yenoseka: 1100 m.H, oOpa3yromux 3 sk30Ha (90, 222 u 126 m.H.) u 2
uHTpoHa (116 1 646 n.1H.). OH BKJIIOYALT:

- [IpomoTtop (TATA-G0KC — OCTaTKM TUMUHA M aJIcHUHA) U JIp. BOKCHI pacosioxkeHbl nepea TOUKOn
WHULAALIMH (K3II-Ca|T).

- Kan-caiit — ocHoBHO# nHUMaTopusiii komruieke (OUK) nns npucoenuuennss PHK-nmonumepaser 1.

- DK30HBI U pasaciAromue nX HHTPOHLI.

- CpG — ocTpoBKHM (IMHYKJICOTHIBI) I YYACTKH, pa3aeiIsiolire dK30HbpI M1 UHTPOHHI (aa3l, aal04,
aal05, aal46).

- 5" u 3’ - HeTpaHCIUpyeMble 00JIaCTH.

- Tpeiinep - koHueBast yacts MoJsiekyibl UPHK, Bkiltouaroias HOHCEHC-KOJIOH U MOJIN-A TOCIe10Ba-
TEJIbHOCTb.

- HebGonpime perynsatopHbeie caiiTel, yuacTByromue B uHUImanuu (kogqon ATT) wnm tepMmuHanuu
TpaHcsauu (kogon TAA).

- HeGonpmme perynsTopHble y9acTKH, HEOOXOAUMBIE /ISl YCHIICHUS! (DHXaHCEPHI), ocinadiaeHus (cai-
JICHCEPBI) U TEPMUHALIUU TPAHCKPHUTIIIUH.

- Y4acToK CHrHazia nojauagcHUIMPOBaHHUS.
2) Tlepenecute B pabouyro TETPab CIACIYIOUIYIO CXEMY.
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AHo- HN3me-
MaJIbHBINA Oe- HEHUE KOJIU-
yecTBa OejKa

CHmwxenue QpyHKIUH

YBennuenune QyHKIUA

[osiBnenne HOBON (YHKLIUU

3) 3amoJHHUTE CIEAYIONIYIO Ta0IHITy.

Tabs. MyTaruu B pa3JIUYHBIX yYaCTKaxX reHa.

VYuyacTok rena [TocnmencTBus nis cuHTE3a OeNKa ITocnencTBus, BeIpaKarOIIAECS
B U3MEHEHUU QYHKIIUU

TATA-Gokc
Kon-caiit

CaiiT nHULIMaIu
TPaHCJIALUU
DK30HBI

HNHTpOHEI

CpG — ocTpoBKH

5" u 3’ - HeTpaHcaH-
pyembie 001acTu
Houncenc-xonoun
TTonu-A mocnemosa-
TEIBbHOCTh

CaiitT TepMuHaLUu
TPAHCKPUILIUU
DHXaHCcephl
CailneHcepsbl
Brimonmaenue paboTel BeaeTcs B hopme 00CykKIeHUS BMECTE CO CTYICHTAMU UMEIOIIUXCS TAHHBIX O CTPO-
€HUM F'€HOB U MEXaHH3MaX BOZHUKHOBEHUSI MYyTallUM.

Pabora 5. Peryasinusi 3kcnpeccuy reHOB 3yKapHoT.

Lenv pabomul: 3yunTh 3aKOHOMEPHOCTH SKCIIPECCUU TEHOB DYKAPHOT U €€ PEeTyIISIHH.

Ha cxeme npezcTaBieH MexaHU3M dKCIIpeccrud reHoB. OrpeieTnTe OCHOBHBIE 3BEHbs SKCIIPECCHH F€HOB B
SIIpe U IUTOIUIa3Me KIIETKHU.

Puc. Mexanusm skcnipeccuu resoB (o B.Ommwor, J1.9mmot, 2002).
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Pubocomnt’ @
ToToBbri HoJIMNCHTHA
5. Coopka Geaxa %

OCHOBHBIE 3BEHBS IKCIIPECCUU F€HOB:

- SIapo kaerku: pacruierenre Huten moaekyisl JJHK, tpanckpununs MPHK ¢ nomomero PHK-11o0-
aumMepassl |, mpoueccuHr U crutaiicuHr (co3peBaHue).

- HuTonuazma kjieTku: Tpancnopt co3pepmeirt MPHK ot simpa k pubocomam, mepeBo1 (TpaHCISAIINA)
¢ nomoursto pPHK u TPHK undopmanum o nocnenoBaTeibHOCTH HYKIeoTH10B B MoJiekysie MPHK B mo-
CJIeI0BaTENIbHOCTh AaMUHOKHUCIIOT B MOJIEKYJie Oelka.

Onumre B pabodeil TeTpaan peryssiiuio SKCIPECCHH Te€HOB JUIsl KaXK/10T0 3BEHa.
Brinonnenue pabotel Begetcs B popme 00CYKASHHSI BMECTE CO CTYJIEHTaMU UMEIOIINXCS JaHHBIX O CHH-
Te3e Oernka.

Pa6ora 6. PHK-untepdepenuus.

Lenv pabomur: N3yunts mexannzm PHK-unTepdepenun.

Ha cxeme mpexncrasnen mexanm3sm PHK-untepdepenimu. @epment Dicer paspe3aeT ABYLEOYCYHYIO
PHK. IIpu sTom obpazyrorcst siRNA. 3tu nporecccupoBannbie PHK cBs3bIBatoTCsS ¢ KaTamMTHUECKH aK-
tuBHBIMU Oenkamu Hykieazamu — RISC (RNA-induced silencing complex). Kommieke RISC u siRNA
(short interfering RNA) crienmduaecku pazpymaer mRNA u npegoTBpamaet TpaHCIISIHO.

[lepenecure 1aHHyIO CXeMy B pabouyro TeTpab.
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Brimumute B pabodyto TeTpaab BO3MOKHOCTH HCIONb30BaHus MetonoB PHK-unTepdepenuuu B meau-
LIUHE.

3a otkpeitie PHK-unTepdepeniun ameprukanckue uccienoratenu DHapro daiip u Kpeir Memno 6sutn
yaocroenbl HoGeneBckoit npemun no ¢usuonorun u Meauimae B 2006 r. Ha ocHOBE OMHMCaHHOTO UMU
MexaHH3Ma pa3padoTaHbl METOAbl HAIIPABJICHHOTO MOJABICHUS aKTUBHOCTH T€HOB C TIOMOIIBIO KOPOTKUX
cuarernueckux PHK nymnekcos. Takue gymiekcbl MOTYT OBITh co3aaHbl TpoTuB o060t MPHK 6naronaps
TOMY, YTO MOCJIEJ0BATEIbHOCTh FTEHOMA MHOTHX OPraHU3MOB, BKIIIOUAsl YEJIOBEKa, YKe n3BecTHa. B HacTo-
sAIee BpeMsi H3y4aroTcs nepcrnekTuBbl npumeHenns PHK-uHTepdepennnn B MeummHe JIst JICUSHUS WH-
(eKIMOHHBIX, OHKOJIOTUYECKUX U JPYTHUX 3a00JIeBaHUI.

Hns nocraBku cuntetnyeckux PHK gyrmiekcoB B KIIETKM HIMPOKO MCIOJIB3YIOTCA MOAXOJBI HA OCHOBE
HaHOOWOTexHONMOTUN. Cpeu HUX: JIMIIOCOMBI, YIJIEPOJHbIE HAHOTPYOKH, CaMOOpPraHU3YIOIIHUECs MOJIu-
MEpHbIE HAHOYACTHIIBI HA OCHOBE IIUKJIOIEKCTPHHA 1 JIp. [I0BEpXHOCTB ATHX HAHOYACTULl MOAUDUITUPYIOT
AHTUTEJIAMU U JIp. U BEKTOpaMHU JJIsI HAalIPaBJI€HHOM JOCTaBKU B PAKOBBIE KIIETKH, K O4araM BHYTPUCOCY-
JIUCTOTO MOPAXKEHUS U T. II.

Brinonnenue pabotel BeseTcst B hopMme 00CYKIACHHS CO CTYIACHTaMHU.

Paodora 7. IHK-auarnocruka.
Lenv pabomot.: 1103HAKOMUTECS ¢ PUHTEPIPUHTHHTOM — MeTotoM JIHK-muaraoctuxy.

a) Ha Puc.1 moka3ansl pe3ynbstaThl ¢punrepnpuntunra npod JIHK ot matepu (M), npeamnonaraemoro
oria (F) u pebenka (C). Y pebenka umeercst 6 Moja0c, aHAIOTUYHBIX MAaTEPUHCKUM U 11 — aHAJIOTMYHBIX
OTIIOBCKUM, a TaKXe 5 00IIUX MOJI0C.
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Puc. 1. Pesynprarsl punrepnpuntunra npod JHK ot matepu (M), npennonaraemoro otia (F) pebenka
©)

0) @unrepnpunat JJHK BTopoii matepu (Mz), pebenka (Cz2) u npeanonaraemoro otia (F) mokasansl Ha
cnenytromeii cxeme (Puc.2). B atom citydae y peGenka 8§ MaTepHMHCKHUX MOJI0C, 15 OTIIOBCKUX, 6 00MUX 115t
MaTepH U MPeJIojiaraeMoro otia u 1 monxoca He 0OHApYKUBAETCS HU y MaTepH, HU y oTHa. Kak 00bsICHUTH
Hajgu4ue 3Toi mosiockl? OOOCHYHTE OTBET, aHAJTU3UPYS IPEICTABIICHHBIE HA PUCYHKE (PUHTEPIIPHUHTHI.

o

F
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Puc. 2. ®unrepnpunt JJHK BTOpoii matepu (M2), pedenka (Cz) u npeamnonaaraemoro otia (F2).
OTBeTHhTE HA BOMPOCHI, AHATU3UPYSI MPEACTABIICHHBIC HA PUCYHKE (PUHTEPIIPUHTHL.
1. MoXHO JT1 Ha OCHOBaHMH 3TUX JAHHBIX C/IEJaTh BBIBOJ 00 OTIIOBCTBE MY)XUMHBI B TICPBOM Cirydae?
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2. Kak 00bsCHUTH HAIMYKME OJTHOW TI0JOCHI, HECOBITAJAIOIIEH C OTIIOBCKUMH U MAaTEPHHCKHUMHU T10JIO-
caMH BO BTOPOM city4dae?
Brinonnenue pabotel Besercs B popMe 00CYKICHUSI BMECTE CO CTYAEHTAMHU.

3. PemmnTh cUTyallMOHHbIE 32124 H.
VY4eOHBIM MJIaHOM HE MPEIYCMOTPEHO.
4. 3ajaHus I TPyNnoBoii padoTsl.
VY4eOHBIM MJIaHOM HE MPEIYCMOTPEHO.
CaMocTosiTeIbHAsI BHEAYANTOPHAsI padoTa 00y4yalolmuxcs Mo Teme:
3aoanus ona camocmosamenvHol 6HeayOUMopHOL pabomsl CMyO0eHmMOo8 No YKA3AHHOU meme.
1) O3HaKOMUTBCS C TEOPETHUECKUM MATEPHAIIOM I10 TEME 3aHITHS C HCIIOJIb30BaHUEM KOHCIIEKTOB JICKITUH
W/WIIM PEKOMEHTyeMOl yueOHOM TUTepaTyphbl.
2) OTBeTUTH HAa BOIPOCHI JIsl CAMOKOHTPOJIS:
e [loHsATHE reHOMA ¥ TCHOMHKH.

e CrpykTypa ¥ QYHKIHU T'€HOB.

e BxereHHbI€ 37€MEHTHI. THUITBI MyTalldil T€HOB.

e Ilporpamma «I'eHOM YenmoBeKa», EIU U 3aJa4H IPOrPAMMBI.
e buorexHosorus.

e Tpanckpunius nadopmaruu ¢ JIHK na nuPHK;

e [loHsTHE TPaHCKPUIITOMA, €T0 CTPYKTYpa U (PYHKIIHS.

e MeTobI HCCIIE1I0BaHUS TPAHCKPUIITOMA.

e CrulaliCuHr — peryJssuusl.

3) IIpoBepuTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume o00un npasunivHblil omeem.

MenuuuHCKasi TeHEeTHKa U3ydaeT: a) KIMHHYECKHEe 0COOCHHOCTH HACIeICTBEHHBIX 00Je3He; 0)
ATHOJIOTHUIO, MIATOT€HEe3 HACJIEJCTBEHHBIX O0Je3Hel 1 Ooe3Hell ¢ HacIeICTBEHHOIO MPEAPACIONOKEHHO-
CThIO; B) IYTU NPOPHIAKTUKU HACIEACTBEHHBIX O0JI€3HEH; I') pOJIb HACJIEICTBEHHBIX (PAKTOPOB B ATOJIO-
I'MU YEJIOBEKA.

2. Bvibepume 00un npasunvhwiii omeem.

HazoBute u3BecTHOE UnciIo HacIeACTBEHHBIX 3a0oneBanuii: a) 1500; 6) 3500; B) 5000; r) 15 000.
3. Bvibepume 00uH npaguibHviii Omeem.

[IpouieccuHr obecrneynBacT: a) TPAHCKPUTIIHIO; 0) TPAHCIAIMIO; B) “BbIpe3aHue’” WHTPOHHBIX 00-
JacTen.

4. Bvibepume 00uH npaguibHulll Omeemn.

[TonsiTne reHa BKIItOYaeT B ce0s: a) TOJBKO MHTPOHBI; 0) TOJHKO SK30HBI, B) YaCTh DK30HHBIX
Y4acTKOB TeHa; ) yuacTok JJHK, oTBeTCTBEHHBIH 3a CHHTE3 MOJMNENTHAA; ) YIaCTKU OesKa, OTBETCTBEH-
HBIE 32 CUHTE3 CJIIOXKHOI0 OelKa.

5. Bvibepume o0un npaguibHulii omeemn.

BriGepute mpaBuiibHOE OMpEAeICHUE MOHATHS “TEHOM’ YeJIOBEKa: a) COBOKYITHOCTH SACPHON
JHK; 6) xpomocomHbIi HA0Op OpraHu3Ma; B) COBOKYITHOCTh TpaHCIupyeMbIx yuacTkoB [IHK; r) coBokym-
HOCTb siiepHOM U ruToruiazmatuyeckoit JTHK.

Omeemst 1- 6);2-0);3-B);4-1); 5-1).
4) IlogroroButk pedepart Mo CAeAyIIIeH TeMe:

1. Pozanuna ®@panxiuH — Bkiaj B uccienosanue moaenu JJHK.

2. MexaHu3Mbl BOSHUKHOBEHHS SKCIIAHCUU TPUHYKJICOTUAHBIX TOBTOPOB. bone3nu, BbI3BaHHbIE TU-
HAMUYECKUMH MYTaIUSMU.
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3. IIpuonnsie 6one3HM.
4. Ocobennoctu PHK-unTepdepeniuu y npokapuoT u 3ykapuoT. 3HaueHUE OTKPBITUS ITOTO MeXa-
HHU3MA JIJI1 MEULUHBI.
5) [oaAroTOBUTH AaHHOTAIIMIO HAYYHON CTaThU MO TEME.
VY4eOHBIM IJITAHOM HE TIPETyCMOTPEHO.
6) BeimoaHUTh qpyrue 3a1anus, IpeIycMOTpeHHbIe pabodeil mporpaMMoi Mo AUCIUTLIIHHE.
B paboueii TeTpaau 3am0JHUTE TEPMUHOIOTUYECKUHN CIIOBAPb.

Tepmun

I'enom —

I'eHOMHBIN UMIIPUHTUHT —

I'enetnyeckuit noauMoppusm —

[TpronHbie 6oNe3HN —

Bomne3un HakomieHus —

DKCHaHCUs TPUHYKJICOTHIHBIX MTOCJIEI0BATEIbHOCTEH—

AgTunenanus —

VYHukanbHbie nocnenosarenbHocTH JJHK —

Cpenne noBTopsromuecs nocnegopatenbnoct JJHK —

Bricoko noBTopsitomuecs nocneaoBarenbnoctu JJHK —

11.

12.

13.

IlceBnoreHs —

TpaHcnOo30HBI —

AJIbTEepHATUBHBIN CIUTAUCUHT —

Pexomenayemas Jiureparypa:
OcHoBHas:
1. boukoB H.I1.Knunnueckas reneruka: yueOHuk amns By3os/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlormomHuTEIbHAS
1) Kossonun B.A., Kocbix A.A., Poquna H.E.  TlpenaTanbHast TuarHoCTUKA HACJICICTBEHHBIX 3a00-
JIEBaHWI U BPOKJICHHBIX TIOPOKOB pa3BHUTH: yueOHoe mocooue  Kupos: 2011.-88 c., nm.
2) Konenaera E.B., Poquna H.E.. O0mas reneTrka 1 reHeTHKa YeioBeka: yueOHoe mocooue/ Kupos,
2016. - 69 c.
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3) Myrosun I.P.. M. Kiiunudeckast renetuka. [ eHOMHKa U IPOTEOMHKA HACIICACTBEHHOMN MaTOJIOTUH
[DnexTpoHHBIH pecypc]: yueOHnoe mocodue/ I'DOTAP-Menua, 2010. - 832 c.: un.
4) TopbyHosa, B.H., KopxxeneBckas M.A.. ['eHeTHKa B KIIMHUYECKOH MPAKTUKE: PYKOBOJCTBO IS Bpa-
yei/CI10.: Cnewur, 2015.-329 c.
5) Mymkam6apos H.H., Ky3uenos C.JI. Monexynspuas 6uonorus: Yue6. [Tocobue st CTyIeHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 mexa.sy3oB; M.: MUA, 2016 - c.85-117.
6) DieKTpOHHBIC PECYPCHI:

1)  http://omim.org/

Pa3nea 3. I'eHHbIC 00J1€3HN.
Tema 3.1. CeMuoTHKA HACIEACTBEHHBIX 3a001eBanmii. KIIMHUKO-reHeaIornuecKuii MeTo.

Heab: M3yunTh KIMHHYECKHE OCOOEHHOCTH TEYEHMS HACIEACTBEHHBIX 3aboneBaHuid. M3yunth
3HAUEHUE KIMHUKO-T€HEAIOTHYECKOT0 METO/1a, €r0 OCHOBHBIE 1IEJIU U 3aJa4ui. HayunThcs npaBUIBHO HC-
M0JIb30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTMUECKUE MTOHITUS METULIMHCKON T€HETUKHU, O0yUUTh
CTYJECHTOB NPUMEHEHHUIO KIMHUKO-T€HEATOTMYECKOI0 METO0/a, U3YyYUTh OCOOEHHOCTH HAcCJI€CTBEHHON
[aTOJIOTUH.

Oo0yyammiics 10J17KeH 3HATb.

OcOo0eHHOCTH KIMHUYECKHUX IMPOSBICHUN HACICACTBEHHON MATOJOIUU, OOIIUE MPUHIUIBI KIMHUYECKOM
JMArHOCTUKU HACJIEICTBEHHBIX OOJIE3HEH, MPUUMHBI MPOUCXOXKICHHS M JTUArHOCTHYECKYIO 3HAYUMOCTh
MOp(OTreHEeTUYECKIX BapUaHTOB, 3HAUCHHE U OCHOBBI KJIIMHUKO-TEHEAJOTHUYECKOT0 METOa JUJIsl TUarHo-
CTHMKH, HACJI€JICTBEHHOH M1aTOJOTUH, TUIIbI HACJI€0BaHUs 3a00JI€BaHUI U IPU3HAKOB YEJIOBEKA.
OOyyarommiicst 10/15KeH YMeTb.

O6cnenoBaTh 0OJLHOIO Ha BBIABICHHE HACJIEACTBEHHOW MATOJIOIMHU, PAaCIO3HABATh OOILME MPOSIBICHUS
HACJIe/ICTBEHHOH MaTOJIOTUH, JUArHOCTHPOBATH BPOKACHHBIE MOP(POreHETUYECKHE BAPUAHTHI, IPABUIIBHO
UCIOJIb30BaTh COOTBETCTBYIOLIYIO TEPMHMHOJIOTUIO IIPU ONMCAHUU KIMHUYECKOM KapTUHBI ((eHOTHIA)
00JIbHOT0; cOOMpPAaTh aHAMHECTUYECKHE JaHHBbIC M T€HEAJIOrHnYeCKyl HMH(OPMAIHMIO, COCTABIATh POJIO-
CJIOBHY!IO, IIPECTABIIATh €€ B rpad)uueckoM BHJIE M aHAIM3UPOBATh HACIIEI0BaHUE 3a00I€BaHUs WIN IIpU-
3HaKa 0OJIE3HU B CEMbE.

OO0yyaommiics 10J17KeH BJIaJeTh.

Mennko-0noJIOrHYeCKUM TOHATHIHBIM armnapaTtoM. MeToiaMu U3ydeHHs HACJIeCTBEHHOCTH YeJIOBEKa.
HaBbikaMu noucka MeIMIMHCKON HH(OpMaluK B yueOHOM, Hay4yHOH JTUTepaType, B TOM UUCIIE C UCIIOJIb-
30BaHuEM ceTu VIHTepHeT; HaBbIKaMM IPEACTABICHUS U O0CYXAEHHSI MEIULIMHCKON nHpopmannu. bazo-
BbIMU TEXHOJOTMSMHU IpeoOpa3oBaHus MH(OPMAIMH: TEKCTOBbIE, TAOINYHbIE PEAKTOPHhI, TIOMCK B CETH
HNurtepner.

CamocTosiTe/ibHAsA AyIMTOPHAsA padoTa 00y4alIUXCcs M0 TeMe:
1. OTBeTUTH HA BONPOCHI IO TEMe 3aHATHS.
Bomnpocs! 111 cobecetoBaHus:
1. KHI/IHI/IKO-FeHeaJIOFI/I‘-IQCKI/Iﬁ METOA, €0 BOSMOXXHOCTH M 3HAYCHUC B MCIUKO-ITCHCTHYCCKOM KOH-
CYJIbTUPOBAHUHU.

[Toka3zaHwus I IPOBEICHUS KIIMHUKO-TCHEATOTMYECKIX HCCIICIOBAHUN.
CocraBneHnue kapThl (EHOTHIIA.
CocraBneHue poJI0CIOBHOM.

OnpeﬂeneHHe HACJICACTBCHHOI'O XapaKTEpa MaToJI0ruu.

o oA W N

OnpeneneHI/Ie THITIA HACJICJOBAaHMU.
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2. IlpakTHyeckasi padora.

PaGora 1. Onpenesienne TN HAC/IEI0BAHUS.

Lenv pabomol: 3yuynTh OCHOBHBIE 3aKOHOMEPHOCTH HACJIEIOBAHUS.

W3yuute npencraBieHHble HIKE Tpadudeckue n300pakeHus poJOCIOBHbBIX, IEPEHECUTE X B pabouyro

TeTpalb.

1. Onpenenure XapakTep HaclIeIOBaHUS AyTOCOMHOTO MPU3HAKA M PACCTABbTE TEHOTHITHI BCEX WICHOB
POAOCIOBHOM:

» m e

"

5) oj%D

[] | % %
2. TlpoBeauTte aHANIHM3 POIOCIOBHON CeMbHU ¢ OMU30pYKOCThIO. OmpeaesuTe THIT HACICOBAHUS TPH-
3HaKa, FTEHOTHUIIBI BCEX YICHOB POJOCIOBHON. BhIunciante BEpoSTHOCT POKICHUS OIM30pYKUX JIeTei

B ceMbe OT Opaka 3 u 6.

1@ M :
6@—*3 | (7

TIEIEI L

|
(o a

11 12 13 14 15 16 17 18 19

3. Tlo xapaktepHbIM (€HOTUITUIECKUM MPU3HAKAM U (PparMEeHTy POJIOCIOBHOM MpoOaHIa OnpeaenTe
3a6OHeBaHI/Ie W TUII HaCJIEAOBaHUA.
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4. TlpoBenwTte aHAINU3 POAOCIOBHON CEMbH C allbOMHU3MOM. OnpeieTuTe T HACIeJOBaHUS TTPU3HAKA,
TE€HOTHUIIBI YWICHOB POJIOCIOBHON. BBIUrcInTe BEPOATHOCTD POXKACHUS OONBHBIX AeTel oT Opaka 1 u 2

().
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5. PogocnoBHas ceMbH ¢ BUTaMHH D-pe3ucTeHTHBIM paxuToM. OnpeesiuTe BepOITHOCTD POKICHUSI
310poBLIX jaereii oT Opaka 3 (1) co 3m0poBOIt KEHITMHOM.
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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. IIpoanamu3upyiiTe poAOCIOBHYIO CeMbH ¢ TeModmueit. OnpeaenuTe TUIT HACICJOBAHUS MTPU3HAKA,
TE€HOTHUIIBI YICHOB POJIOCIOBHON. BRIUMCINTE BEPOSATHOCTD POXKACHUS OOIBHBIX U 3JO0POBBIX JETEH OT
Opaka 1 u 2.

1B 2

3(5 74 {8 5 0 6

10 11 12 13 14 15 16

7. Tlpoananu3upyiTe poAOCIOBHYIO CEMbU C TUNEPTPUX030M. ONpeaennTe TUIl HAacJIeJOBaHMsl, F€HO-
THUIIBI YWICHOB POJIOCIOBHOM. BhuncinTe BeposiTHOCTh pOXKICHUS J€TEeH C TUIEPTPUX030M OT Opaka 1
u 2 (I1). Onpenenure noa 3TUX AETEH.

JOROM

Brinonnenue pabotel Begercs B popme 00CYKIECHUS BMECTE CO CTYI€HTaMU UMEIOIINXCS JaHHBIX 10 TH-
1aM HaclieZJOBaHUsl.

Paoora 2. dTanpl KIMHIYECKOr0 MOUCKA.
Lenv pabomei: VI3yduTh MOCIEA0BATEIIBHOCTD MPUMEHEHHUS METOJOB JTUArHOCTUKHU B TeHETHKE. Mcmoms-
3ysl JaHHBbIe peepaTUBHBIX COOOIICHHA, OXapaKTePU3yHTe ITAbl TUATHOCTUYECKOTO MOUCKA TSl KOH-

KPCTHBIX KIIMHUYECKUX CIIYyYacB.

[lepenecure B pabouyto TeTpadb U 3aMOJHUTE CIEIYIONIYIO TaOIuUILy.
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Otan Ha3panue | Ilpumensiemblie Hcnons3oBanue anek- | Jluarnos, ycranasnupa- | Knnnuge-
JTana METO/Ibl TUAarHO- | TPOHHBIX 0a3 JaHHBIX | €MbIH B pe3yJbTaTe UC- | CKU MpH-
CTUKH (ma/uer) CJIEJOBaHUS Mep
I Kinnanue-
CKHH
I [Tapaku-
HUYECKUU

Brimonnenue paboTsl BeneTcst B popme 00CYKACHUS BMECTE CO CTYJCHTAMHU UMEIOLIMXCS TaHHBIX 110 Me-
TOAAM JAUArHOCTUKH.

3. PemnTh cCUTyallMOHHBIE 321a4H.
1) Anroputm paszbopa 3azxad.
1. Onpenenurte TUI HacAE1OBaHUS [TPU3HAKA.
2. OmnpenenuTe reHOTUIIBI BCEX YJIEHOB POJIOCIOBHOM.
3. Beluncnute BepOsATHOCTh POXKIAEHUS JI€TeH ¢ MaTOJIOrHYeCKUM IPU3HAKOM.
2). [Ipumep 3a1a4m Ha aHATIM3 POIOCIOBHBIX C Pa300pOM IO aJIrOPUTMY
1. Onpenenure TUI HacAE1OBaHUS [TPU3HAKA.
2. OnpenenuTe reHOTUIIBI BCEX YJIEHOB POJIOCIOBHOM.
3. Beruncnute BepOsATHOCTh POXKACHUS €Tl ¢ MaTOJIOrMYECKUM IIPU3HAKOM B ceMbe OT Opaka 8 u 6.

D e
S

1. Tun HacCJI€OOBaHUs ITPU3HAKA — aYTOCOMHO-HOMHHaHTHBIﬁ.

2. I'eHOTHIIBI BCEX YJIEHOB pO,ZLOCJ'IOBHOfI.

Aa Aa
' - o
1 2
aa aa Aa aa  Aa Aa
I
3 4 7 5 8 6
AA/A
i AA/Aa “ - aa
10 11

3. Bpruncnenue BEpOSTHOCTH POXKICHUS JETEH C MAaTOJOTHUECKUM MTPHU3HAKOM.
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P: AaxAa—3A:1la
BeposTHOCTh JTOMUHAHTHOTO MIPH3HAKa B CEMbE OT Opaka 6 u 8 paBHa 3 / 4 (2 3akoH Menaens).

3) 3amaun 1S CaMOCTOSATEIHLHOTO Pa30opa Ha 3aHATHU:

3amada 1. XenmmHa crpagaet pochar-nuaderom (X-CHEMICHHBIN JOMUHAHTHBIA THI HACIIE0-
BaHUs), IBE €€ CECTPHI U OTeI[ TaKXkKe O0JBbHBI. bombHas TeTKa 3aMy>KeM 3a 3J0POBBIM MY>KYHMHON U UMEET
MATEPBIX JETeH; IBE 104YepH, OJUH ChIH - 3JI0POBbI; OAMH ChIH U J104b - 00JIbHBI. COCTaBbTE POJIOCIOBHYIO.
Omnpenenure BEPOSATHOCTH POXKICHUS O0IBHOTO pedeHKa y mpobdana. Eciu ceiH y ipodana Oynet OoJieH,
KaKoW MPOrHO3 JJIsl €ro JAeTei?

3apgaya 2. Ilpobann — GonbHOM Muomarueit [(romenHa Manpunk. [1o JaHHBIM aHaMHE3a — POIH-
TEJNX M JIBE CEeCTphI Mpobanaa 3710poBbl. 1o OTIOBCKOM JIMHMM /1Ba AU, TE€TKA, Aea U 0abka npodaHaa
3710pOBbI. JIBE IBOIOPOJIHBIE CECTPHI OT ASIIU U ABOIOPOJIHBIN Opat oT TeTu npobanaa 310poBsl. [lo muHum
MaTepu podaHAa OJMH U3 IBYX Jsel Oonen Muonatuei. Bropoil nss — 310pOBBIi — UMEN IBYX 3/10pO-
BBIX CBIHOBEH U 3710pOBYIO 104b. TeTs mpobdaHaa nMmena 60asHOTO chiHa. [len u 6abka 3m0poBsl. CocTaBbTe
POJIOCTIOBHYIO U OTIPEJICIIUTE TUIT HACTIEOBAHUSI.

3amada 3. [TocTpoliTe pogOCIOBHYIO, HA KOTOPOW ObUTH OBl MMOKAa3aHbl BaYKHEUIITHE OCOOCHHOCTH
ayTOCOMHO-PEIIECCUBHOTO THIA HACJIEIOBAHUS B TPEX MOKOJEHHUAX BOOOpAXKAEMOI CEMBH.

3anaya 4. K Bpauy - cToMaTosiory oOpaTUIUCh pOAUTENN MalbuuKka 3 JIeT, IMEIOIIET0 BPOXKICH-
HYIO pacIIeInHy TYOBl U Heba, ¢ MPoch00ii 00 ONEepaTUBHOM JICUSHUH 3TOTO MTOPOKa pa3BuTus. Mx takke
MHTEPECOBaJ PUCK MOBTOPHOTO POXKICHUS pedeHKa ¢ oJ00HO0 aHoManueil B 3Toit cembe. [Tociie ocmoTpa
pebeHkKa Bpad OCMOTpeN poauTeneil. Y poauTteneld KIMHUYECKUE MPOsBICHUS 3a00JIEBaHMsI BbISIBJICHBI HE
ObuTH. Manpunk ObUT Ha3HAYEH Ha OTEepaIUIo AJisl yeTpaHeHus JedekToB ryObl u Heba. B cBsi3u ¢ Tem, uTo
y poauTenei He ObUTO OOHAPYKEHO MPOSBIICHUH 3a00JIeBaHUs, Bpayu pacieHMT 3a00IeBaHNe peOeHKA KaK
HEHACJIEJICTBEHHOE, CBSI3aHHOE ¢ KAaKMMU-TO HEOIarompusaTHbIMH (aKTOpaMH BO BpeMs OepeMEHHOCTH.
[IporHo3 B OTHOIIEHUU POKIEHHUS MOCIEAYIOMINX JEeTEeH B 3TON CEMbe, 10 CJI0BaM Bpaya, ObLI OJ1aronpu-
aTHbI. [IpaBuiibHA TM TaKTHKA Bpadya B OTHOILIEHUH peOeHKa U MPOTrHO3a OyAyIIero moToMcTBa’?

3amaua 5. K Bpauy-TepaneBTy oOpatuiach keHinHa 19 ner c xamobamu Ha O0yib B 00JacTH
cepaua. [Ipu obcnenoBanuu y Hee ObLT BBISIBICH MOPOK cepana. bonbHYIO Takke HHTEpecoBal MPOTHO3 B
OTHOILIEHUHU OyJyIIero MOTOMCTBA, T.K. OHA HEJaBHO BBIILIA 3aMYyX U X0oueT UMeTh Aetel. [Ipu obcneno-
BaHUU ee My>Ka 20 J1eT U3MEHEHU CO CTOPOHEBI Cep/ilia He BhIsIBICHO. M3 paccipoca 00IbHOM BBISICHIIOCH,
9TO €€ MaTh CTPAJaeT UIIEMHUYECKON O0JIe3HBIO Cep/Ilia, a OTeIl - THIIEPTOHNYECKON OoJie3Hbr0. Ha ocHo-
BaHWW aHAMHE3a JICYall[iii Bpad JaJl 3aKII0YeHHE O HACJIEICTBEHHOM MPOUCXOXKACHUU TIOPOKa Cepala y
ATOM KEHIIUHBI, T.K. €€ POJUTEIH TAK)KE CTPAAAOT CEPACIYHO-COCYTUCTHIMU 3a00JIEBAHHMSIMU M OTIPE I
BBICOKHI PUCK POXKIICHHUS y Hee OONMbHBIX neTell. Kak paciieHuTh MoTydyeHHOE 3aKII0UeHUE U IoYeMy?

4. 3agaHus 1J1s1 TPyNIOBOii padoThI
Y4eOHBIM IJTAHOM HE TIPETYCMOTPEHO.
CamocTrosiTeIbHAs BHeAYTUTOPHasi padoTa 00y4aromuxcs Mo reme:
3aoanus ona camocmosamenbHoU 8HeayOUMopHoU pabomuvl CMyOeHmMOo8 No YKA3aAHHOU meme:
1) O3HaKOMUTBCS ¢ TEOPETHUECKUM MATEPHAIIOM 10 TEME 3aHATHS C UCIIOJIb30BaHUEM KOHCTIEKTOB JICKIIHA
W/AITA PEKOMEHTyeMOU YIeOHOU JTUTEPATYPHI.
2) OTBETUTH HA BOMPOCHI JIsI CAMOKOHTPOJIS:
e  KiMHMKO-reHeallorn4ecKuil MeTO/l, €ro BO3MOXXHOCTH U 3HAUYE€HUE B MEJMKO-T€HETUYECKOM
KOHCYJIbTUPOBaHHH.

e  [lokazanus /Ui NpOBeIEHUs KIMHUKO-TE€HEATOIMYECKUX HCCIeIOBaHUH.
e  CocraBneHne KapThol (peHOTHIIA.

L4 CocraBnenne pOHOCHOBHOﬁ.
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e  OnpezeneHne HACIEACTBEHHOTO XapaKTepa MaTOJIOT HH.
e  OmpenencHue TUIIA HACICOBAHHS.

3) IIpoBepuTh CBOM 3HAHUS C UCIIOJIb30BAHUEM TECTOBOI'O KOHTPOJIS
1. Bvibepume 00umn npasuivislii omeem.

OuIbTp - 3TO: a) pa3Mep HOCOBOTO X0/1a; 0) pacCTOSTHUE OT OCHOBAHMS HOCA 0 KPACHOW KailMBbI
ryObl; B) OTHOIIICHHE JJIMHBI HOCA K IIUPUHE €r0 HIKHEH YacTu.
2. Buibepume 0sa npasunvbHblx omeema.

[Tonoxxenusamu, xapakTepU3yOLMMU Ay TOCOMHO-PELIECCUBHBIN TUIT HACTIEAOBAHUS, SIBJIAIOTCS: Q)
3a00J€BaHNe OJUHAKOBO YaCTO BCTPEUACTCS Y MY KUMH U JKCHIIWH; 0) KEHITUHBI OOJICIOT Yalle My>KUnH;
B) BBICOKAsl YaCTOTa KPOBHO-POJICTBEHHBIX OPaKoB; ') 3a00JIeBaHKE MPOCIICKUBACTCS TI0 TOPU3OHTAIU
Omeem:1 - 6), 2 — a), 1).

4) I[MoarotoBuTh pedepat Mo CIEeAYIOIMNUM TeMaM:
1. Meron FISH —mipunnmm, ob6macte mpuMeHEHHS.
2. brnortunr — knaccudukanys v NPUHIMIBI Pa3IMIHBIX METOI0B OJIOTTHHTA, 00JIACTH MIPUMeE-
HEHUS.
3. DTHonOrus, KIMHUYECKUE CUMITOMBI, TUATHOCTHKA ¥ OCHOBHBIE MIPUHITUIIBI JIeUeHUs Goc-
dart-guabeTa.
4. DT1UONOrUs, KIMHUYECKHE CUMITOMBI, JUMATHOCTUKA U OCHOBHBIE MPUHIIUIIBI JICUEHUS T€MO-
¢bumus A u B.
5) [ToAroTOBUTH aHHOTAIIMIO HAYYHON CTAThH IO TEME.
VY4eOHbIM IJIAaHOM HE IIPEyCMOTPEHO.
6) BeIMOTHUTE OpyrHe 3a1aHus, IpeIyCMOTpEeHHBIE pabodeil mporpaMMoi o AUCIUTUIHHE.
B paGoueii TeTpaau 3am0JTHUTh TEPMUHOJIOTHIECKUN CIIOBAPb.

Tepmun

bnor-rubpuanzanus no CayzepHy —

CpaBHHTENIbHASI TECHOMHAsA THOOUIU3AIUS —

Hozepu-6oTTHHT —

Maibie aHoMaIuu Pa3sBUTHA—

Butnnuro—

['uneprenopusm —

I'unorenopusm —

I'uneprpuxos—

['unoTpuxos—
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10.

11.

12.

13.

14

15

16

17

18

19

I'mpcytuzm—

Jwnacrema —

Makporus —

MukpoTus—

Mukporenust

Muxkporuarus

«MEBIC BIOBEDY

[Iporenus

IIporuarus

Cunodpus

Pexomenayemas imrepartypa:
OcHoBHas:
1. boukos H.IT.Knuaudeckas reneruka: yueOHuK st By30B/ M.: TDOTAP-Meawna, 2006 -2011, ¢.480
JlononuurenbHast:
1. Koszsonun B.A., Koceix A.A., Poguna H.E. [IpenaranpHas TUArHOCTUKA HACJICCTBEHHBIX 3200-
JIEBaHHWI U BPOKJICHHBIX TIOPOKOB pa3BHUTHA: yueOHoe mocooue  Kupos: 2011.-88 c., nim.
2. Konenaesa E.B., Poguna H.E.. OGmmas rereTrka u TeHeTHKA YeioBeka: yueOHoe mocooue/ Kupos,
2016. - 69 c.
3. MytoBuH I'.P.. M. Knuandeckast reHeTrka. [ eHOMUKA ¥ TPOTEOMHUKA HACIECTBEHHOW ATOJIOTUN
[DnexTpoHHbIi pecypc]: yueOnoe mocodue/ I'90TAP-Menua, 2010. - 832 c.: u.
4. TopOynona, B.H., Kopxeneckass M.A.. ['eHeTHKa B KIIMHUYECKOW MTPAKTUKE: PYKOBOJICTBO JJIS Bpa-
yei/CI10.: Cnewur, 2015.-329 c.
5. Mymkam6apoB H.H., Ky3uenos C.JI. Monekymnsipaas 6uosnorus: Yue6. [Tocobue miis cTyaeHTOB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.sy3oB; M.: MUA, 2016 - c.85-117.
6. DIEeKTpOHHBIE PECypCHI:
1) http://omim.org/

Pa3nen 3. I'ennble 00J1€3HU.
Tema 3.2. I'ennbie 00/1e3HH. DTHOJIOTHS, IATOTeHE3, KJIACCH(PUKALMS, METOAbI JUATHOCTUKH.
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eab: M3yyuTh TUIIBI MOHOTEHHBIX MYyTaIil, MEXaHU3MbI UX BO3HUKHOBEHUS B MIEPUOJ] TaMETOTe-
He3a, STUOJIOTHIO, TIATOTeHEe3 U KIIMHUYECKYI0 KapTUHY HanOoJiee YacTO BCTPEUAIOIIMXCSl TEeHHBIX 001e3-
HEl.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTHUECKHE TTOHATHS MOHOTEHHBIX O0Je3HEl, 00yunTh
CTYJICHTOB MPUMEHEHHUIO KIMHUKO-TEHEATIOTHYECKOTO METOa JJIsl OTPE/IETICHUSI PUCKA TIOSIBICHUS JeTel
C MOHOT'€HHOM IaTOJIOTUEN.
OO0yuarommiicsi 10J15KeH 3HATh.
Jlo nzydyeHnus Tembl (0a3ucHbIC 3HAHUS) — TUITBI TEHHBIX MyTalliii, MEXaHU3Mbl UX BO3SHUKHOBEHUS B Te-
pHOJI raMeTOoreHe3a.
[Tocne n3ydeHus: TeMbl — 3TUOJIOTHUIO U TUITBI MOHOTEHHBIX 00JIe3HEeH, Kilaccu(UKAIMI0O MOHOTEHHOM MaTo-
JIOTUH, TTATOTEHE3 TEHHBIX 00JIe3HEH, KIIMHUIECKUA TTOTUMOP(PU3M U TEHETHIECKYIO T€TePOTeHHOCTb, Te-
HOMHBIM UMIPUHTHHT.
OO0yuarommicst 10J15KeH YMETb.
Hcnonb30BaTh KIMHUKO-T€HEATOTUYECKUA METOJ JIs1 ONpPE/IeTICHUsI PUCKa MOHOT€HHOM naToyioruu. Pe-
maTh 3aJa49M Ha ONPEIeNICHHe BEPOSATHOCTH TMOSBICHUS MTATOJIOTHU B 3aBUCUMOCTH OT THIIa MOHOTEHHOM
MyTauuu. HayunTbcest mpaBUIIBHO UCIIOJIB30BATh COOTBETCTBYIOUIYIO TEPMHUHOJIOTHIO.
O0yyarommiics 10J17KeH BJIaJeTh.
Meanko-0uoIorn4eckuM MOHATUHHBIM anmapaToM. MeTogaMu U3y4eHHsl HACIEeICTBEHHOCTH YEIOBEKA.
Hapikamu noncka MeauIMHCKOW HH(pOpMaIMK B y4eOHOM, HAYYHOU JTUTEPATYPE, B TOM YHCIIE C UCIIONb-
30BaHHEM ceTu VHTepHeT; HaBbIKAaMH NPEACTABICHUS U OOCYKACHHUS MEIUIIMHCKON nHpopmanuu. bazo-
BBIMH TE€XHOJOTHSIMHU MpeoOpazoBaHusi HHPOPMAIMH: TEKCTOBbIE, TAOJUYHbBIE PEJAKTOPHI, TIOUCK B CETU
WNurepner.
CamMocTosiTeJibHAasi ayAUTOPHASA PadoTa 00y4aromuxcs 1Mo reme:
1. OTBeTHTH HA BONPOCHI MO TeMe 3aHATHS.
Bomnpocsr qyist codecenoBanus:

1. Dtmonorwus, maroreHes3, MPUHIHUIILI KJIACCU(UKAIIMA MOHOTCHHON MATOIOTHH. DIHIEMUOIOTHYC-
CKHE XapaKTEPUCTUKH.

Tunel HaclIeOBaHUSI MOHOT'€HHBIX 00JIE3HEN.

Knuaudeckuit monmuMop@usM U reHeTudecKasi reTepOreHHOCTh. | €HOMHBINM UMITPUHTHHT .
brnoxumudeckue METOAbI, NX 3HAUCHHUE.

Metoasl JIHK-auarnocTukm.

MeTo1 TEeHETUKHA COMAaTHYECKUX KIIETOK.

CYIJ_[HOCTL MOJICKYJIAPHO-TCHECTUYCCKOIO MCTOJ14A. Ero 3naueHue B JAUAarHOCTHKE.

© N o g M w N

HpI/IHLII/IHLI JICUYCHMUA.

2. IIpakTyeckas padora.

Pa6ora 1. IlaToreHe3 MOHOreHHBIX 3200/1eBaHUIA.

Lenv pabomol: I3yunTh OCHOBHBIC 3BEHbSI TATOTCHE3a TCHHBIX OOJIE3HEH.

Hcnons3ys nanHbie pedepaTUBHBIX COOOIIEHUH, BBIICTUTE OCHOBHBIE ATAMbl PA3BUTHS TCHHBIX 3a00J1eBa-
HUM.

[Tepenecure B TeTpaab U 3aMOJIHUTE CIASAYIONIYIO TaOIHUITy.

Ta0m. [1aTorenes reHHbIX 3a00JI€BaHUIMA

HasBanue 3a6oeBanus T'en Jlokanu3anus N3menenus W3menenne IIpomexxyTounsie | OCHOBHBbIE
reHa Ha Xpo- B 00pa3oBa- | BBIMOJHICMONH | COOBITHS B Pa3BHU- | CHMITOMBI
MOCOME HHUU OeaKa GhyHKIIH THH 3a00JIeBaHUAS
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AHupuans PAX6

bonesns I'mpmmnpysra RET

Pak MOJIOUHOM Kee3bl BRCA1,
BRCAZ2

CemeiiHas runepxoie- LDLR

CTCpUHEMUS

HacnencrBeHHsIil HemO- MSH2,

JIMIO3HBIH pak TosncToro | MSH6,

KHIIEYHUKA MLH1,
MLH3,
PMS1,
PMS2

MenynisipHasi KapLu- RET

HOMa IIUTOBUJIHOM Ke-

JIe3BI

Buramun [I-pe3ucteHT- PHEX

HBIN paxut

T'emodmnus A, remodu- | HEMA,

s B HEMB

Brimonnenue paboTsl BeneTcs B hopMe 00CYk IeHUSI BMECTE CO CTYI€HTaMH UMEIOIIUXCS JAHHBIX 110 MO-
HOTCHHBIM 3a00JI€BaHHSIM.

PaGora 2. /luarnocTuka MOHOT€HHBIX 3200J1eBAHHIA.

Llenv pabomoi: 13yunTh OCHOBHBIE METO/Ibl JUATHOCTUKU F€HHBIX Oone3Hel. Vcnonb3ys gaHHbIe yueo-

HUKa U pepepaTUBHBIX COOOIICHUH, 3aTIOJTHUTE B pab0vei TeTpaIu CICAYIONIYIO TaOIHILY.
Tabn. JlnarnocTka reHHBIX 3a00JICBaHU.

Hassanmne 3a001eBanus

buoxnmMunueckue mmokasa-
TEJIU U OXKHUJaeMble U3Me-
HCHUIA

CrierupuaHOCTh Me-
Toza (BBICOKAS/HU3-
Kas)

JIHK- nna-
THOCTHKA

CrierupuaHOCTh Me-
ToNa (BBICOKAS/HU3-
Kas)

Anupuaus

Bbonesns ['mpmmpynra

Pax mMoJstouHOM Kene3bl

HacnencTBeHHBIN HEMOIUITO3-
HBIM pakK TOJCTOT'0 KUIIEYHHKA

MenysmispHasi KaplIMHOMa LU~
TOBHIHOMU JKEJIE3BI

Buramun [I-pe3ucTeHTHBIN pa-
XUT

T'emodmmus A, remodwiwst B

Boinonnenue pabotel Besercs B hopMe 00CyKIIeHUsI BMECTE CO CTYI€HTaMH UMEIOLIUXCS JTAHHBIX 10 MO-
HOTEHHBIM 3200JICBaHUSM.

3.PeminTh CUTYalMOHHBIE 32Ja4H.

VY4eOHBIM IJIaHOM HE IIPEYCMOTPEHO.
4. 3apaHus 1Jis1 TPyNNoBoii padoThl.
VY4eOHBIM IJIaHOM HE MPEIYCMOTPEHO.
CamocTrosiTeIbHAs BHeayAUTOPHasi paboTa 00y4alouuxcs no reme:

51




3aoanus ona camocmosamenbHoU 8HeayOUmMopHoU pabomuvl CMyOeHmo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCSI C TEOPETUIECKUM MaTepUaJIOM IO TeMeE 3aHSITHS C UCIIOJIb30BaHUEM KOHCIIEKTOB JIEKIIUH
W/WIIA pEeKOMEHTyeMO# y4eOHOM TUTepaTyphl.
2) OTBETUTH HA BOMPOCHI JIsI CAMOKOHTPOJIS:
e DOTHOJOTHS, TATOTeHE3, MPUHIIUIBI KJIacCU(PHUKAIITN MOHOTEHHOM MaTOMOTUU. DNUIEMHOIOTHYECKUE
XapaKTEPUCTHKH.

o Tumsl HacJaca0oBaHUA MOHOI'CHHBIX 0ome3HEN.

o Kimmnuueckuit monmuMopu3M U reHeTHYecKas reTeporeHHOCTh. | eHOMHBIN UMIIPUHTHHT.

buoxummueckue METOJbI, UX 3HAYCHHUC.

Metoas JIHK-auarnocTuku.

L4 MCTOI[ T€HCTHUKH COMAaTHYCCKUX KIICTOK.

CyurHocTh MOJIEKYJISIPHO-TEHETUYECKOT0 MeTo1a. Ero 3HaueHune B 1MarHOCTHKE.
e [IpuHuUMbBI T€YEHUS.

3) IIpoBepuTh CBOM 3HAHUSA C UCIIOIB30BAHUEM TECTOBOT'O KOHTPOJIS (IIPUBECTH TECTOBBIE 3a]JaHUSL, OTBETHI
pa3MeCTUTh MOCJE TECTOB).
1. Boibepume 00uH npasuibHulli omeen.

VYkaxuTte BepossTHOCTh HOBTOPHOTO POKACHUS OOJIBHOTO peOCHKA y CYNPYToB, HMEIOIINX OOIBHYIO
JEBOUKY C (DEHUIIKETOHYpHEH (ayTOCOMHO-PEIIECCUBHBIN THI HacienoBanus): a) 50%:; 6) 6muzko k 0%; B)
75%; 1) 25%.

2. Bvibepume 06a npagunvbhbix omseema.
BepostHocTh poxieHus: 00bHOTO peOCHKA B CEMbE, B KOTOPO MaTh 00JIbHA (DEHUIIKETOHYpHUEH,

a OTell SABJSIETCS TeTePO3UTOTHBIM HOCUTENIEM IreHa (DeHWIKETOHYpPUH, cocTaBisieT npumepHo: a) 0%:; 0)
25%; B) 50%; r) 75%.
Omeem:1-1),2 —B).
4) IloaroToBUTH pedepar Mo CICTYIOIUM TEMaM:

1. Bonesns 'mpmmpynra (RET-nporoonkoreH).

2. Cunrgpom MEN2 (MenysuisipHasi KapIMHOMA IIUTOBUIHOM JKEJIE3HI).

3. BRCA 1 u BRCA 2 —accouunpoBaHHbII pak MOJIOYHOH JKeJe3bl.

4. HacnencTBeHHBIN HEMOIUIO3HBIN paK TOJICTOTO KUIIEYHUKA.

5. Anupunus (myraruu PAX 6).

6. Cewmeiinas runepxonectepuHemus (LDL-myTanun).
5) IloAroTOBUTH aHHOTALMIO HAYYHOM CTATBhH IO TEME.
Y4eOHBIM IUTAaHOM HE TIPETYCMOTPEHO.
6) BeimomHUT Apyrue 3a1aHus, MpeIyCMOTpEHHbIe paboueil mporpaMMoi 1Mo TUCIUITIHHE.
Y4eOHBIM IJTAaHOM HE TIPETYCMOTPEHO.

Pexomenayemas aureparypa:

OcHoBHas:

1. boukoB H.Il.Knuaundeckas reneruka: yueOHuk 115 By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlomoaHUTEIbHAS:

1. Kossonun B.A., Koceix A.A., Poguna H.E. [IpenaTanpHast AUATHOCTHKA HACIIECTBEHHBIX 3200-

JIeBaHUU M BPOXKACHHBIX IOPOKOB pa3BUTHs: yueOHoe mocoone  Kupos: 2011.-88 c., wi.

2. Konenaesa E.B., Poguna H.E.. O0mmias reHeTrka v TeHETHKA desioBeka: yueOHoe mocooue/ Kupos,
2016. - 69 c.

3. MytoBuH ['.P.. M. Knunndeckas renetuka. [ eHoMUKa 1 MPOTEOMHKA HACJIEICTBEHHON MATOJIOTHU
[DnexTponHBIi pecypc]: yueoHoe nocodoue/ [DOTAP-Menua, 2010. - 832 c.: ni.
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4. TopOynona, B.H., Kopxeneckast M.A.. ['eHeTHKa B KIIMHUYECKOW MTPAKTUKE: PYKOBOJICTBO JJIsI Bpa-
yei/CI10.: Cnewur, 2015.-329 c.
5. Mymkam6apoB H.H., Ky3uenos C.JI. MonekymnsipHas 6uomnorus: Yue6. [Tocodue amst cTyneHToB
Men.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.sy3oB; M.: MUA, 2016 - c.85-117.
6. DIEeKTpOHHBIE PECypCHI:

1) http://omim.org/

Paspnen 3. I'ennblie 0os1e3HU.
Tema 3.3. MoHorennblie 3a00/1eBanus, KJInHn4Yeckne ¢popmbl. Haciaeacreennbie 00/1e3HN 00MeHA Be-
mectB (HBO).

Heab: N3yunTh OCHOBHBIE KJIMHUYECKHE MTPOSBIICHUS HAanOO0JIee YaCTO BCTPEUYAIOLINXCS MOHOTEH-
HBIX CUHAPOMOB U 0OJIe3HEH.

3apaun: ChopmupoBaTh MOHSATHE HACJIEICTBEHHBIX OoOJe3Hel oOMeHa BemiecTB. PaccMoTpeTh
ATHOJIOTHUIO, MATOTeHE3, KIIMHUYECKUE MPOSBICHUS, IPUHIIUITBI JUATHOCTHKY U JICYCHUsT HAanbosee 9acTo
BCTPEYAIONINXCSI MOHOTCHHBIX CHHAPOMOB U OoJie3Hel (cuaapoM Mapdana, peHUIKETORYpHS, MyKOBHC-
L1703, CEMEHas TunepxonecrepuHeMus, cuaapom Maptuna-benn (Fra-X). M3yuutbs ocHOBHBIE NPUH-
MBI TEPANTUY T€HHBIX 00JIe3HEH.
OO0yuyarommiicsi 10J15KeH 3HATh.
DTHUOJIOTHIO U TTATOTeHE3 cuHApoMa Mapdana, peHIIKETOHYpUH, MYKOBHUCITHA03a, CEMEHHON THIIEPXO0JIe-
crepuHemMuu, cuHapoma Maptuna-bemnn (Fra-X).
O0yyamuiica 10/12KeH yMeTh.
Pemrate 3aaun Ha onpeeneHre BEPOATHOCTH MOSIBIICHUS HACIEICTBEHHBIX 00JIe3Hel 0OMeHa BEIIeCTB B
3aBUCHUMOCTH OT THIIa MOHOT€HHON MYTAIlMH, OonpeAessith no ¢oTtorpadusam (HeHOTUrbl 00JIbHBIX C IeH-
HeiMu MyTanusimu: KV, axonaporuiasus, cuaapom Mapdana, cemMeiiHas THIIepX0JIeCTePUHEMUSL.
OO0yyammiics 10J17KeH BJIaJeTh.
Mennko-0noJIOrHuecKUM MOHATHHHBIM anmnapaToM. MeTonaMu U3ydeHHs HACJIECTBEHHOCTH YeIOBEKa.
HaBbikamu novcka MequIMHCKOM nHdopmaiuu B yueOHOM, Hay4yHOU JTUTepaType, B TOM YHCIIE C UCIOb-
30BaHKHEM ceTd MIHTepHeT; HaBbIKaMH MPEJICTaBICHUS U 00CYKACHUS MeAUIMHCKONW nH(popmaru. bazo-
BBIMH TE€XHOJIOTHSIMU MpeoOpazoBaHusi HHPOPMAIMK: TEKCTOBbIE, TAOJUYHbIE PEJAKTOPHI, IOUCK B CETU
HNurtepner.
CaMocTosiTeJIibHAsI AyIUTOPHAS Pa0doTa 00y4Yaromuxcs Mo TemMe:
1. OTBeTHTH HA BONPOCHI 110 TeMe 3aHATHS.
Bompocs! qi1st cobecenoBanust:

1. OOmast xapakTepUCTUKA U KJIACCU(PUKALIHS

Cunnpom Mapdana, Maptuna-bemnn, neripopudbpomaros.

JlnarHoctuka u JieueHrne eHWIKETOHYPHH
JInarHocTHkKa M JIeUeHNE MyKOBUCLIA103a U CEMEUHOM TUIIEPXO0JIECTEPUHEMUHN
HBO u npusHaku, 103BOJIAIOUIME UX 3aTI0A03PUTh.

[TpuHIUnIBI paHHeN AMarHOCTHKH U npodunaktuku HBO.

[lepBuynbIe ¥ BTOpHYHBIC YPPEKTH MyTAHTHBIX aJUICIEH.

L N o akrow N

AnbOMHU3M, TallaKTO3eMUsl, TOMOIIMCTUHYPHUS, aJTKAITOHYPHSI.

2. IllpakTHyeckas padora.
PaGora 1. ®eHoTUNHYeCKHEe U3MEHEHNS MPU IF'eHHBIX 3200/1eBAHUSIX.

53


http://omim.org/

Lenv pabomei: VI3yunTh PEeHOTUTTHYECKIE U3MEHEHUS TIPY HaOOJIee pacipoCTpaHEHHBIX TeHHBIX 3a00J1e-
BaHusx. [lo mpencraBineHHbIM GoTorpadusM OOTBHBIX C MOHOTEHHOMW MATOJIOTHEH onpeaenuTe 3a0oaeBa-

HHA.

OTBeTHTE B pa6oqel71 TETpadr Ha CJICAYIOIUC BOIIPOCHI:

1) HasBanue 3a00seBaHmUsl.

2) deHOTHNUYECKHE MPOSBICHHS (TEPMUH U €T0 ONpeIeICHNUE).
3) IlpumepHbIit BO3pacT, KOT/1a MOSBISIOTCS JaHHBIC TPU3HAKH.
Brimonnenue pabotsl Benercs B hopMe 00CyKIIeHUsI BMECTE CO CTYIEHTaMH UMEIOIIUXCS JAHHBIX 10 MO-
HOTE€HHBLIM 3a00JIEBAaHUSIM.

Pa6oTa 2. DTHOJIOIHA M MATOreHe3 MOHOT€HHBIX 3200/ IeBaHUH.
Lenv pabomwi: U3ydnTh OCHOBHBIC IPUYMHBI BOBHUKHOBEHUS U Pa3BUTHUS TeHHBIX Ooje3Hei. Mcnonb3ys
JaHHbIe yueOHHKa U pedepaTUBHBIX COOOIICHUH, BBIJCIUTE TPUIHHBI 1 MEXaHU3MBbI Pa3BUTHS HEKOTOPBIX
TEeHHBIX 3a00JIEBaHUIA.
[Tepenecure B TeTpaab U 3aMOJIHUTE CIAEAYIONIYIO TaOIHUITY.
Tabn. DTHoJIOrHs U IaTOT€He3 T'eHHBIX 3a00JIEBaHUHN.

HazBanue 3a0oneBanus | ['eH, ero moka- | [Ipomykt Tum Hacmeno- | DTrosorus 3a00JeBaHNs OcHoBHble | OCHOBHEBIE
JU3AIHUS T'CHa, ero BaHUs JTambl pa3- | CUMIITOMBI
QyHKIMS Crpykrypuble | Usmenenue | BUTHS 6O-
H3MCHCHMA B yHKIIH JIC3HU
JIHK IIPOYKTa
reHa

Heiipopubpomaros
Cunnpom Mapdana

Cunppom MaptuHa-
bemn

CemeiiHas runepxoie-
CTepHUHEMUS

DeHnITKeTOHy st

MyxkoBucreno3

AnpOMHI3M

T"amakro3emus

I'omonuctunypus

AnxantoHypus

Brimonaenue paboTel Benetcst B hopMe 00CYKICHHsI BMECTE CO CTYJEHTAMH UMEIOIINUXCS JaHHBIX 110 MO-
HOTEHHBIM 3a00JIEBAHUSM.

Pa6ora 3. /IluarnocTuka reHHbIX 3200/1eBaHMIA.
Lenv pabomoulr: 3ydnTh OCHOBHBIE METObI AUATHOCTUKHM TeHHBIX Oosie3Hel. Mcnonp3ys nanHeie yueo-
HUKa U pepepaTUBHBIX COOOIICHUH, 3aTIOTHUTE B pab0oveil TeTpa Iy CICAYIONIYIO TaOIHILY.

Tabn. JluarHocTka reHHBIX 3a00JICBaHU.

Hazpanwue 3a6oie- Manudecranus | Knuanyeckue | buoxumuueckue | JJHK-mgmarno- | JIpyrue meTosml nua-
BaHUS 3a00JIeBaHUS JTaHHEBIE MTOKa3aTeH u CTHKA THOCTHKH
OXKUTAEMBIE U3-
MEHEeHHUS
Heiipopubdpomaros
Cunnpom Mapdana
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Cunnpom Map-
THHa-bemn

Cemeitnas rumnep-
XOJIeCTePUHEMHUS

DEeHUIKETORYpHUS

MyxkoBucuenos

AnpOuHA3M

T"amakro3zemus

T'omonucTunypust

AJKanToHypus

Brinonuenue paboTel Benercs B hopMe 00CyKIIeHUsI BMECTE CO CTYIEHTAaMH UMEIOIIUXCS JAHHBIX TI0 MO-
HOTE€HHBIM 3a00JIEBAaHUSIM.

Pab6ora 4. I[IpuHuunsi Jie4eHUus1 TeHHbIX 32001eBaHU.
Lenv pabomei: VI3yunTh OCHOBHBIE MTOJAXO/IbI K JICUSHUIO TeHHBIX OoNie3Hel. Mcnonb3ys faHHbIe yueOHUKa
1 pedepaTUBHBIX COOOIIIEHUM, 3aTIOJTHUTE B pabodeii TeTpaay CIeIyIONyI0 TaOIHILy.
Ta6u. [IpuHIIMTIBI JTeUeHHUs] TeHHBIX 3a00JIeBaHUH.

Hazanwue 3a6oneBaHus OtuotpomnHoe ieueHne | Ilarorenernyeckoe nedenne | CuMmromMarndeckoe Xupyprudeckoe
JICUCHHE JIieUeHue
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— E | =& SE3) = = SE= = & T =
Heiipopubpomaros
Cunapom Mapdana

Cunnpom Mapruna-bemn

CewmeiiHas runepxoiie-
CTepUHEMHS

DEeHUNKETOHYPHUS

MyxkoBucuenos

AbOMHU3M

Tamakto3emus

Tl'omonuctunypust

AJKanToHypus

Brimonnenue paboTel BeneTcs B hopMe 00CYk IeHUS BMECTE CO CTYI€HTAMH UMEIOIIUXCS JAHHBIX 110 MO-
HOTCHHBIM 3a00JIEBaHUSIM.

3.PemuTh CHTYallMOHHbIE 321a4H.
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1) Anroput™m pa3dopa cUTyallMOHHBIX 3a4au:
1. TlpenBapuTenbHbII TUarHO3?
2. Dtwmonorus?
3. Kakoii Tumn HacnegoBaHusa?
4. Kaxo#t MeTo/1 TeHETUKU UCTIONB3YETCS JJIs TUarHOCTHKH ?
5. Hampasnenwus neyenus?
2) Ilpumep 3amauu ¢ paz3doOpoOM MO aITOPUTMY
Tskenas yMCTBEHHAsI OTCTAJIOCTh Y JieTel Mpu (EeHUIKETOHYPUN Pa3BUBAETCS TOJIBKO MPU HATUYUU aMU-
HOKUCJIOTHI (peHMIaaHuHa B nuuie. Juera, 6ennas peHnnaniannHoM, oOecrieunBaeT HOpMajabHOE pa3BU-
THe pedbeHka. B poggome BbIsIBIEHO 3 HOBOPOXKACHHBIX peOeHka ¢ peHunkeronypueii. OMH U3 HUX C Tep-
BBIX JHEH )KU3HHU HAXOUJICS Ha AueTe 0e3 PeHmIaniannaa; BTOPOH JISUUIICS JIUITh STTU30IMYECKH, a TPETHI
MUTANICA Kak OOBIYHBIN 3M0pOBBINA pedeHok. Kakoit Tun HacnenoBanus ¢genmnikeronypun? Kakoit meron
TE€HETUKH UCTIONB3YETCS JUIsl NMarHOCTUKU (peHmIKeTonypun? Kakoe neuenne BO3MOKHO TPUMEHUTH?
1. OeHunKeTOHYpHUS.
2.  Myramus B rene PAX, xonupyromem pepMeHT GeHMTaTaHUHTHIPOKCHITA3y
(®AT'), oTBeuatomuii 3a mpeBpalieHue heHnIaIaHuHa B THPO3UH.
3. Tum HacnemoBaHUS ayTOCOMHO-PEIICCCHBHBIN.
4, JIJist TMarHOCTUKY MCTIONB3yeTCs] OMOXUMHUYECKH MeTO T (MacCOBBIN CKPUHUHT,
YTOYHSION[asi OMOXMMHUYECKask JUArHOCTHKA, MOJIEKYJISIPHO-TE€HETUYECKas IMarHOCTUKA).
5. Jleuenue penmnkeronypuu (OKVY) — HazHaueHue nqueTsl (He mo3aHee 2 Mecsia
HU3HHU): OTpaHUYeHHE OEIKOBBIX MPOIYKTOB JUIsl MPEAOTBPAIlEHUs] HAKOIUIEHUs CyOcTpaTa 1
€ro IPOU3BOJAHBIX, BOCIIOJHEHHE O€JIKa C MOMOIIBI0 AaMUHOKHCIIOTHBIX CMECEH.

4) 3anmaum Ui CaMOCTOSTENILHOTO pa30opa Ha 3aHSATHH.

3anmaua 1. J[ByxJeTHUI MaJIbYMK HANpaBJIeH B KIWHUKY JJIs1 OLICHKU MPUYHH 33/IePKKU pocTa. B panHem
JETCTBE Y peOCHKA OTMEYAJIH IIOHOC ¥ KOJIMKH B )KUBOTE, YTO Pa3pELIMIOCh IOCIIE 3aMEHBI IETCKON CMECH.
Korna B paumon 106aBuiy 0ObIYHYIO THIIY, Y peOeHKa MOSBUIICS 3JI0BOHHBIN CTYII, COACPIKALIHIA HeTepe-
BapeHHbIC YaCTHIBI NHIH. Ha BTOpOM roay >KU3HH MalIbuuK IJI0X0 poc. OTMedYeHa MoBBIIIeHHAs 3a001e-
BAaE€MOCTh PECIMPATOPHBIMUA HHPEKIMSIMH. B ceMbe HH y KOT0 HE OBLIIO HU3KOTO POCTa, HAPYLICHUS TUTA-
HUSI WM XPOHMYECKHX JIETOYHBIX 3a0oseBanuii. [Ipn ocMOTpe OTMEUYeHBI CHIDKEHHE MACcChl TeJla U PoCTa,
paccesiHHbIC XPHIIbI ¥ HeOOJIBIIOE pacIMpeHre HOTrTeBbIX (hajanr. B octanbHOM gaHHBIE OCMOTpa 6e3 ma-
tonoruu. Kakoe 3aboneBanne MoxxHo mpeanonoxuts? Kakosa ero stuonorus? Kak Hacnemyercs jaHHOe
3aboneBanue? Kakue cymecTByrOT METO/IbI TuarHocTUKu? Jleuenue?

3anava 2. Manbuuk Jl. 11ecTu JeT, HalpaBlleH B IETCKYIO 00JIACTHYIO KJIMHUYECKYHO OOJIBHUILY B CBSI3H C
YMCTBEHHOM 3aJIep’KKOH U rUnepakTUBHOCTHI0. OH HE CMOT MOcenaTh JeTCKUIA cajl, MOCKOJIbKY Bel ce0s
arpeccuBHO, 110 OTHOILIEHHUIO K CBEPCTHHKAM, HE B COCTOSIHUM ObUI BBIIIOJHUTH 3aJlaHUE, UMEN OeaHbIe
pedeBble U JBUTATEIbHbIE HAaBBIKU. B aHamHe3e — 3anepikka passutus: cuzen k 10-11 mecsnam, Hagan
X0 uTh K 20, Mecsiiam, TOBOPHII 2 WK 3 SICHBIX CJIoBa K 24 MecsnaM. B octaiibHOM pebeHoK 310poB. Ero
MaThb M TETs 110 MATEPUHCKOW JIMHUM UMeJH HeOobIIre MpobieMbl 00y4eHus B 1eTCTBE, A5 IO MaTe-
PUHCKOM JTMHUM YMCTBEHHO 3ajJepskaH. [IpeaBapurensusiii anarno3? [Ipuunza ero passutus? Tun Hacre-
nosanus? [Ipennoxxure MeTOAbI AMATHOCTUKU U HAIIPABICHUE JICUEHMUS.

3anaua 3. [Ipu o0cie10BaHNH 310pOBOTO 16-7I€THEr0 Y4eHHKa IIKOJIbI BBISIBIICHO: aCTEHUYECKOE TEJIOCIIO-
’KeHue, HeOoulblIas neopMaliyst TPYJUHbI [0 TUITY «KYPHHOM» IpyH, apaXHOJAKTUIIN, CTPUH Ha IuIeYax
u Oenpax, ayCKyJIbTaTUBHBIN IIIyM, CBHJIETEICTBYIOUINNA O AUCHYHKIMH a0pTAIBHOTO KiarnaHa. DXoKap-
auorpadusi BeISIBUIIA PACIIMPEHHE KOPHS a0pThl C a0pTalIbHOM perypruranuei. Odraismonorunyeckoe 00-
CJIeJIOBaHUE IOKA3aJI0 JIETKOE JABYCTOPOHHEE CMEIlleHHE XpycTainka kBepxy. Kakoe 3aboieBaHue BbISB-
neHo y noapoctka? Kak ono Hacinenyercs? KakoBa atrosiorust qantoi natosiorun? Kak ycranaBiuBaeTcs
nauarHo3 (kpurepun)? HampaBnenus jgeueHus U npoQUiIakTUKA OCIOKHEHUN?
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3amaua 4. Manpuuk 2 JeT, MPOXOJIUT 00CIeI0BaHKE B CBS3U ¢ OOHAPYKEHHUEM 5-M TSITEH LBeTa «Kode ¢
MOJIOKOMY», TpH M3 HUX Ooisiee 5 MM B auameTtpe. Ilpu ocMoTpe He ObLIN BBISABICHBI BECHYIIKH B MTOJIMBI-
IIEYHBIX WJIM NaXOBbIX 00JacTSIX, MOPOKH pa3BUTHUA KOHEYHOCTEH M Helpodubpomel. KnuHuueckuii
OCMOTp 000MX pOAUTEIEH HEe BBIABWI NMPHU3HAKOB HelipoguOpomaToza. MOXKHO M YCTAaHOBUTH JHArHO3
HelpopubpomaTosza? KakoBsl ero nuarnoctuueckue kpurepun. Kak Haciaenyercst jaHHoe 3abosneBaHue?
Kakoga ero stnonorus. TpeOyercs jiu B 1aHHOM ciiyyae jeueHne? BpauebHoe HabmoaeHue?

3anaua 5. PonuTenu 1eBOUKH OOpAaTHWIINCH K Bpady C jKajo0aMu Ha HaIW4Me y peOeHKa 3yIaIIiX KOKHBIX
BBICBITIAaHUH U JI0X0€ MpubaBneHue B Bece. [lociie Hayana BCkapMIIMBaHUS y HEE MOSIBUIIOCH LIETyLIEHHE
Y TUIIEPEMMSI KOXKH LIEK, KOHEUHOCTEH, COPOBOXKAaroIuxcs 3yaoM. Ilocne Hayana npukopMa 3TH MposiB-
JICHUS YBEJIIUYWINCH, TOSIBUJINCH CPBITMBAHUS, IUNI0X0H coH. PebeHok ctan OecrokoiHbIM. Bpau — nepma-
TOJIOT PACLEHHII 3TH U3MEHEHHS KaK SKCCYAaTUBHBIN AMaTe3 U Ha3HAYWJI BHYTPh AHTUTHCTAMHUHHBIE ITpe-
napaThl ¥ MECTHO — IMH/I0J (ITOICYIITMBAIOIIEe, aHTUCENITHIECKOE CPeACTBO). Jleuenue adpdexra He namo.
Hab6monaercst Mukponedaus, MOBBIIEHUE CYXOXKHIBHBIX pedIeKCOB, TUIIEPKUHESBI, cyaoporu. OTmeua-
€TCsl CHIDKEHUE MUTMEHTAlUU KOXH, Bojoc. PagykHble 000m04ku roayboro mnpera. Bam nmpenmnonoxu-
TeNbHBIA 1uarno3? Dtuonorusa? Tun HaciaenoBaHus AaHHOTO 3aboneBanus? Kakue nccienoBanus HE0O-
xoaumo nposectu? Hanpasnenus neueHus ?

3agaya 6. Ha KOHCyJIbTaIMIO HAMIPaBJICH MaJIbUMK 7 JIET MO MOBOY MPEXKIEBPEMEHHOTO MOJIOBOTO CO3pe-
BaHus. [Ipu oCMOTpe BBISIBICHBI yBEIIMUEHHBIC TeHUTAINH, HAYaBIIeeCs] OBOJIOCEHHE TOOKOBOM 00macTH,
MUTMEHTAlUsI MOIIOHKH. Manpuuk oTctaet B pocte, Hapymenus [{THC kak npudnHa npexxaeBpeMeHHOro
co3peBaHMs UCKIIOUeHBI. Kakoil JruarHo3 MOXKHO MPeanoI0XKUTh? DTHOIOTUS JaHHOTO 3a0oneBanusa? Tun
HacJeA0BaHUs JaHHOW maToyioruu. Kakue momoimHUTENbHBIE UCCIeT0BaHMs HeoOXoaumo nposectu? Jle-
yeHue?

3amaya 7. Ha KOHCYIbTAIMIO 0OpaTUIIACh CEMbsI, B KOTOPOU BTOPOI peOeHOK, IEBOYKA, POJUIACH C TIOPO-
KOM pa3BUTHSI JIEBOU PYKH — JIy4eBOil KocopyKkocThio. [Ipu peHtrenorpaduu odHapyxeHa runoriasus Jy-
4yeBoii KocTh. [Ipu ocMoTpe ObLT 3a10103peH BPOKIACHHBIN MOPOK CEP/la, a IPU MPOBEACHUH JOTOHH-
TEJIbHBIX MCCIEAOBAHUN MOJATBEPXKIEH ACPEKT MEXOKEIyA0uKoBOM neperopoaku. [lomumo storo, y ne-
BOYKH OTMEUAIOTCS KIMHOMAKTWINS 5-TO Majblia, HeOObIas runormiasus kioduil. [Ipu ocmorpe poau-
Tesel y oria pebeHKa BbIsIBJIeHA THITOIUIAa3HsI IEPBOro Maliblia MPaBOil pyKH, BOPOHKOOOpA3HOE B/IaBIICHUE
IpyJIMHBI JETKOH CTENEeHH, IPOJIAIC MUTPAIBHOTO Ki1araHa. MaTh ¥ CTapiinii OpaT AeBOYKH 340pOBBL. Bamn
nuarHo3? K kakoi rpymre natogoruau OTHOCUTCS 3T0 3aboneBanue? Dtuonorus? Tun nacineqoBanus? Me-
TOABI TUATHOCTUKY U JICUCHUs?

3agaua 8. Y BTOpOrO pebeHKa MOJOABIX, 3JOPOBBIX POAUTENICH HAOIIOIAETCs HKENTyXa C MEPBBIX JHEH
KHU3HU, HeTpsiMoil Ounmnpyoun no 30 mr%, yBenudyenue neueHu. [lepBoiii pebeHOK mMOrud B pe3yibTaTe
aHAJIOTUYHOTO 3a00JI€BaHMsI B BO3pacTe 4-X JIeT (IBYCTOPOHHSS KaTapaKkTa, YBEIMUCHUE TEUCHHU, KEIITYIII-
HOCTb KOKHBIX TIOKPOBOB, CYJOpPOXKHBIN cuHapoMm. [Ipennonoxxurenbublii auaruno3? [IpuurHa BO3HUKHO-
BeHwus 3a0o0sieBanms? KakoBa TakTKa Bpaya B OTHOILIIEHUHU 3TOTO peOeHKa?

3agaua 9. YV peOeHka B pOJUILHOM JOME BBISABJICHA MOJOXKUTEIbHAS PEAKIUs MOYM Ha XJIOPUJL Keje3a
(III). Kakoe 3aboneBanue MOXKHO TpeanoiaoxkuTh? Kak ono Hacnemyetcs? KakoBa nanpHeiias TakTHKa
Bpaya B OTHOIIEHUH ATOTO peOeHKa?

4. 3apaHus VI TPyNNoBoii padoThbl.
Y4eOHBIM IIAHOM HE TIPEyCMOTPEHO.
CamMocTosiTe/ibHasi BHeAyAUTOPHAs pa0d0Ta 00yyaroIuXcs M0 TemMe:
3aoanus ona camocmosamenvHol 6HeayOUMoOpHOU pabomvl CIY0eHmMo8 No YKA3AHHOU meme:
1) O3HaKOMUTBCSI C TEOPETUUECKUM MaTEPUAJIOM I10 TeME 3aHSATHS C UCII0JIb30BAHUEM KOHCIIEKTOB JIEKLIUN
W/WIM PEKOMEHTyeMOH y4eOHOM TUTepaTyphbl.
2) OTBeTUTH HAa BOMPOCHI JIsl CAMOKOHTPOJIS:
e O0mmas xapakTepuCTHKa 1 KiaccupuKramus
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e Cunapom Mapdana, Maptuna-benn, Heiipopudpomaros.

e JlnarHocTuka ¥ jeueHue (HeHUIKeTOHYpUn

e /[narHocTHKa M JIEeYUEHHE MyKOBHUCIIMI03a U CEMEMHON TMIIEPX0IECTEPUHEMUHN

e HBO u npusHaky, Mo3BOJISIONINE UX 3aI10103PUTh.

o [Tpuniune! panselt auarsoctuku U npoduinaktiuku HBO.

e [lepBruuHbIe U BTOpUUYHBIE 3(PPEKTH MyTAHTHBIX aJUIENIEH.

¢ ATbOMHU3M, FaIaKTO3EMHUsI, TOMOLUCTHUHYPHSL, aJIKAITOHYPHUS.

3) IIpoBepuTh CBOM 3HAHUS C UCIIOIB30BAHUEM TECTOBOT'O KOHTPOJIS (IIPUBECTH TECTOBBIE 3aJJaHUsI, OTBETHI
pa3MecTUTh MOCJE TECTOB).
1. Bvibepume neckonbKko npasuibHbIX 0mMeemos.

HazoBute 3a0051eBaHNs, STHOIOTHYECKUM (PAaKTOPOM KOTOPBIX SIBISETCS MyTallys TUMA "3KCHaHCHS
TPUHYKJICOTHUHBIX IOBTOPOB'": @) CEpPIIOBUIHO-KIIETOUHAS aHEMHUST; 0) TalacceMust; B) MUOAUCTpodust Jro-
menHa-bekkepa; r) cunnpom Fra-X; n) xopes ['eHMHITOHA; €) MyKOBUCIUIO03.

2. Bvibepume oOur npaguibHbili omeem.

VYKaxuTe BEpOSITHOCTh IOBTOPHOT'O POKIEHHS O0JIBLHOTO peOeHKa B CEMbE, B KOTOPOI POJIUTEINH 3/10-
POBBI M UMEIOT OOJIBHYIO JIEBOUKY C CUHAPOMOM MapdaHa (ayTOCOMHO-IOMHHAHTHBIM THUI Haclea0Ba-
Hus): a) 50%; 6) 6mmsko k 0%; B) 100%; r) 75%.

Omeem:1—r), n), 2 —0).
4) TloaroroButh pedepaT Mo CIASTYIOINIIM TeMaM:
1. T'eppon Apumnbanba 1 €ro KOHLIEMIH «METab0IMYecKoro 6JI0Kay.
2. Anxanronypus (mytaruu HGD -rena okcumgazbl TOMOT€THH3MHOBOM KHUCIIOTHI).
3. AnpOmHH3M. MyTanuy reHa THPO3UHKUHA3HI M TUIIBI aTbOMHU3MA.
4. Huctunypus. Myrtanuu rena SLC3A1 1 TUIIBI TUCTUHYPHH.
5. Tamakto3emus M MyTauus rajgakTo3o-1-gochatypununrpanchepasbl.
6. T'ensl-moxynstopsl. Knaccudukanus u QyHKIHH.
5) IloaAroToBUTH AHHOTALIMIO HAYYHON CTaThU 10 TEME.
VY4eOHBIM IJIAaHOM HE IIPEIYCMOTPEHO.
6) BeinonHuTs 1pyrue 3agaHusi, IpelyCMOTPEHHbIE padodeil mporpaMMoi Mo TUCIUILIAHE.
VY4eOHBIM IJIaHOM HE IIPEIYCMOTPEHO.

Pexomenayemas qureparypa:
OcHoBHas:
1. boukoB H.Il.Knuaundeckas reneruka: yaeOHuK 11 By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JononHurenpHas:
1. Koszeonun B.A., Kocbix A.A., Poquna H.E. [IpenatanpHas JuarHOCTHKA HACIICCTBEHHBIX
3a00JIeBaHUI U BPOKJICHHBIX TIOPOKOB pa3BUTHs: yaeOHOe mocodue Kwupos: 2011.-88 c., ni.
2. Konemaera E.B., Ponuna H.E.. O0mas reHeTnka u reHeTHKA YeoBeKa: yueOHoe mocooue/
Kupos, 2016. — 69 c.
3. MytoBuH I'.P.. M. Knunuueckas renetruka. 'eHoMIKa 1 MPOTEOMUKA HACJIEICTBEHHOU Ma-
TOJIOTHH [ DNEKTPOHHBIN pecypc]: yueoHoe nocooue/ [DOTAP-Menua, 2010. - 832 c.: ui.
4. TopGynosa, B.H., Kop>xeneBckas M.A.. 'eHeTHKa B KIMHUYECKON MPAKTUKE: PYKOBO/I-
ctBo Juist Bpaueit/CII6.: Cnemut, 2015.-329 c.
5. Mymxkamb6apos H.H., Ky3uenos C.JI. Monekynsipaas 6uonorus: Yueb. [locobue mis cty-
JIEHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIeKTpOHHBIE PEeCypCHI:
1) http://omim.org/

Pasnen 3. I'ennble 60/1e3HU.
Tema 3.4. MuTOXOHAPHAJbHAS NIATOJIOTHS.
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Ieab: M3y4uTh TUIIBI MUTOXOHIPUATILHOM MTATOJIOT MU, THOJIOTHIO, IATOIEHE3 U KITMHUYECKYIO Kap-
TUHY HanboJiee YacTO BCTPEUYAIOIIUXCSI CHHJIPOMOB.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMHHOJIOTMYECKHE MOHATHS MUTOXOHIPHUAIBHBIX OOJE3HEH,
c(opMHPOBATH HABBIKH 110 TPUMEHEHHIO KIIMHUKO-T€HEAJIOrMUeCKOro METo/1a AJIsl ONIpe IeIeHUs pUCKa I10-
ABJICHUS JA€Tel C MUTOXOHIPHUAILHOM MaTOJIOTHeEN, pa300paTh OCHOBHBIE CUHAPOMBI IIPY JAHHOM MaTOJ0-
TUH.
OO0yuarommiicsi 10J15KeH 3HATh.
Ctpoenue 1 pyHKIIMU MUTOXOHIPUNA, 0COOEHHOCTH MUTOXOHIPHAJIBHOI'O FT€HOMAa DTHOJIOTHIO M TUITBI MU-
TOXOHJIpHATBHBIX Oosie3Hel. Knaccudukauio MuToXoHApHaIbHON matonoruu. [latorenes MUTOXOHIpU-
aJIbHBIX Oone3Hel. Knmmauyeckue nposBieHust HauboJee 4acTo BCTPEUYAIOIINXCS MUTOXOHIPHATIbHBIX CHH-
JIPOMOB.
Oo0yuyarommicst 10J15KeH yMeTb.
Hcnonps30BaTh KIIMHUKO-TEHEATOTMYECKUM METO JJIsl ONIPEAEIICHHs] pUCKa MUTOXOHAPHUAIBHON MATOJIO-
T'MH, IPU HAJTMYUH OTIPEAEIICHHOTO CUMITOMOKOMILIEKCA 3aII003pUTh 3a00JI€BaHUE, CBSI3aHHOE C MaTOJI0-
TUEH MUTOXOHAPHUHN U Ha3HAYUTH 00CIICTIOBAHHE.
OO0yuyarommiicsi 10J15KeH BJIa/1eTh.
Mennko-01uoIOTHYeCKUM TTOHSATUHHBIM amnmnapaToM. MeToaMu U3y4eHHsT HACJIEeICTBEHHOCTH YEJIOBEKA.
HaBbikamMu noucka MeIUIIMHCKON HH(OpMaluK B yueOHOM, HayYHOU JIUTEpaType, B TOM YHCIIE C UCTIONb-
30BaHHEM ceTd VHTepHeT; HaBbIKaMM MPEJICTaBICHUS U 00CYXIE€HUs MeIUIMHCKON nHpopmanuu. baszo-
BBIMU TEXHOJOTHSIMHU TpeoOpa3oBaHusi HHYOPMAIMH: TEKCTOBbIE, TAOIUYHBIC PEIAKTOPHI, IIOUCK B CETH
HNurtepner.
CamocTrosiTesIbHAs ayAMTOPHAas padoTa o0y4arouuxcs Mo reme:
1. OTBeTHTH HA BONIPOCHI 10 TeMe 3aHATHS.
Bomnpocs! st cobecenoBanus:
['eHoM MUTOXOHIpUI.
Oco0EeHHOCTH MUTOXOHIPUATIBHOTO HACIIEIOBAHUS.
OTHOJIOTHS U NATOr€He3 MUTOXOHIPHUAJIbHBIX 3a001€BaHUI
Knaccudukanus MUTOXOHIPUIBHOM MATOJIOTHH.
OCHOBHBIE KIIMHUYECKHE TPOSIBIICHUS] MUTOXOH/PUAJIbHBIX 3a00J1€BaHui.
OcCHOBHBIE KIIMHUYECKHE TPOSIBIICHUS] MUTOXOHIPUAIBHBIX CHHIPOMOB U OoJne3Hei (aTpodus
JIMCKOB 3pUTEIIbHBIX HEpBOB Jlebepa, cuHpom Jlesi, MUTOXOHApHANIbHBIE LIUTONATHH).

7. Knunnueckuil momumMopu3M U ero NpUYUHbL, THOMHBIH HMIPUHTHHT.

2. IllpakTHyeckas padora.
Padora 1. Ctpoenne MUTOXOHAPHIA.
Llenv pabomul: I3yunTh 0COOCHHOCTH CTPOECHHUSI OPTaHOM/IA.
Hapucyiite u B paboueii TeTpaau MOIMUIINTE CTPYKTYPHBIE SJIEMEHTHl MUTOXOH IPHH.

U~ wd P

Brimonnenne pa6OTBI BCACTCA B (bopMe O6CY)KI[€HI/IH BMCCTC CO CTYACHTAMH UMCIOINXCA TaHHbIX.

Pab6ora 2. CTpyKTYypa MUTOXOHAPHAJIBHOIO FreHOMA.

Lenv pabomwr: U3yduTh CTPYKTYpPY MUTOXOHAPUAIBHOIO FEHOMA, €ro OTINYMS OT siaepHoro. Mcnonb3ys
MPEAJIOKEHHYIO CXEMY, MPOAHAIU3UPYUTE OpraHU3aIUI0 TEHOMAa MUTOXOHIPUH.

[lepepucyiite nanHyio cxemy B pabo4dyto T€Tpaib.
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Beimummre tetpaas GyHKIUU IPOAYKTOB SKCIIPECCUN BCEX YKA3aHHBIX T€HOB U PErYJISTOPHBIX 00JacTeH.
Brimonaenue paboTel BeneTcs B hopMe 00CYKISHHUSI BMECTE CO CTYJCHTaMU HMEIOIIUXCSI TAHHBIX.

PaGora 3. MUTOXOHAPHAJILHBII THII HACTEI0BAHNS.

Lenv pabomol: I3yuynuTh OCHOBHBIEC XapAaKTEPUCTUKH TAHHOTO THUIIA HACJIETOBAHHUS.

[Tpoananu3upyiite pogoCIOBHYIO, ONPEACTUTE XapaKTEPHbIE 0COOCHHOCTH, IEMOHCTPHUPYIOIIHE MUTOXOH-
JpUalibHOE HAcJeI0BaHuE 3a00IeBaHMS.

[lepenecure B pabouyto TETpaab JaHHYIO CXEMY.

CxeMa. MUTOXOHpHAJIBHBIN TUI HACJIEOBAHMUS.
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OTBeTbTE Ha CIEYIOIINE BOIPOCHL:
1) BcrpeuaeMocCTh MpHU3HAKA B MOKOJICHUSX?

2) 3ab011eBaeMOCTb CPEIU MY>KYMH U )KEHIIUH?
3) Hanwmuue npusHaka y aeteit 6071pHOT0?

4) Hanuuue npusHaka y netei 00abHOI MaTepu?
5) BeposITHOCTh HACIEIOBAHUS Y ICBOYCK?

Brimmonnenue pa6OTBI BCACTCA B Q)opMe O6CY)KI[CHI/I$I BMECTC CO CTYACHTAMH UMCIOIIUXCA NAHHBIX 110 MU-
TOXOHAPHUAJIBHOMY TUITY HACJICAOBAaHUAA.

Padora 4. MutoxoHapuaabHasi IATOJIOTHS.

Llenv pabomei: N3yunth Hanboiee pacnpocTpaHeHHbIE 3a00J€BaHNs, CBSI3aHHbIE C MUTOXOHIPUAIbHBIM
TUTIOM HacliegoBaHus. Vcnonb3ys gaHHble pedepaTuBHBIX COOOIIEHUH, pa300paTh reHETHYECKHE MeXa-
HU3MBI 1 OCHOBHBIE KIIMHUYECKNE CUMIITOMBI MUTOXOHIPHUAJIbHOM TATOJIOTUH.

HepeHCCI/ITC B pa60qym TETpadb U 3aIIOJIHUTEC CIICAYIOIIYHO Ta6J'II/II_Iy.

3aboneBaHue KnnHunyeckasn XapaKTePUCTUKa Tun HachepoBaHKUA

ATpodUsA AUCKOB 3pUTESbHBIX
HepBoB Jlebepa
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CuHgpom Jfles

Brinmonnenue pa6OTH BCACTCSA B (bopMe O6CY)KI[GHI/I}I BMCECTC CO CTYACHTAMH UMCIOIIUXCA NAHHBIX 110 MU-
TOXOHI[pHaHLHOﬁ IIaToOJIOTUH.

3.PemiuTh CUTYallMOHHBbIE 32]a4H.
VY4eOHBIM IJIaHOM He TIPEeyCMOTPEHO.

4. 3agaHus 1Jis TPyNNOBOi padoThl.
VY4eOHBIM ITAaHOM HE TIPETYCMOTPEHO.
CamocTrosiTeIbHAs BHeayAUTOPHasi padoTa 00y4aloUuxcs Mo TemMe:
3aoanus ona camocmosamenbHoU 8HeayOUMopHoU pabomovl CMyOeHmMo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS ¢ TEOPETHUECKUM MATEPHAIIOM 10 TEME 3aHATHS C UCIIOJIb30BaHHEM KOHCIIEKTOB JICKIIHHA
W/WIN pEKOMEHAYEMOM yueOHOM JTUTepaTyphl.
2) OTBETUTH HA BOMPOCHI JIsI CAMOKOHTPOJIS:
['eHOM MUTOXOHIPUIA.
Oco0eHHOCTH MUTOXOHIPHAJIBHOTO HACIEI0BAHUSI.
DTHOJIOTHA U ATOr€HE3 MUTOXOHAPUAJIbHBIX 3a001eBaHHM
Krnaccudukamnus MUTOXOHIPUIIEHOM MAaTOJIOTUH.
OcCHOBHBIE KIMHUYECKHE TIPOSBICHUS MUTOXOHAPUATIBHBIX 3a00IeBaHUI.
OcHOBHbIE KIMHUYECKHE TTPOSBICHUS MUTOXOHIPUATIBLHBIX CHHIPOMOB U OoJie3He (aTpodust
JIMCKOB 3pUTENbHBIX HEPBOB JleOepa, cunapom Jles, MUTOXOHIpHUAIbHbIE IUTONATUH).
o Kimnndeckuii monuMoppu3M 1 ero NpUINHbI, THOMHBIA UMIIPUHTHHT.
3) [IpoBepuTh CBOM 3HAHUS C UCTIOJIB30BAHUEM TECTOBOI'O KOHTPOJIS (IPUBECTH TECTOBBIE 3a/1aHUS, OTBETHI
Pa3MECTUTh MOCIIE TECTOB).
1. Bvibepume HecKOILKO NPABUILHBIX OMBEMO8.

VYKakuTe NpU3HAKU, XapaKTEPU3YIOINE MUTOXOHAPUAIbHBIN TUII HACJIEIOBAHUS: a) POJUTENN pe-
OcHKa (DeHOTUTTMYECKH 3/I0POBBI, HO AHAJIOTMYHBIE 3a00JIEBaHUS BCTPEUalOTCs y CHOCOB npobaHa; 0) ChIH
HUKOT/Ia HE HacJleayeT 3a00sieBaHIe OT OTIA; B) OJIMHAKOBO YaCTO 3a00JI€BAHNE BCTPEUACTCS Y MY>KUMH U
y JKEHIINH; POJUTENH 0OJILHOTO pedeHKa 3J0POBbI; T') 3a00JIeBaHNE BCTPEUYACTCS B KAXKIOM IOKOJICHUU.
2. Bvibepume 08a npasuibHuix omeemad.

DTHONIOTHYECKUMHU (DaKTOpaMH MOHOTEHHOW HACJIEICTBEHHOM MATOJIOTMH SIBJISIOTCS: a) MEepPeHOC
y4acTKa OJHOM XpOMOCOMBI Ha JApyryio; 6) msmenenue ctpykrypsl JJHK; B) B3aumoneiicTBue reHernyue-
CKUX ¥ CPEIIOBBIX (haKTOPOB; I') MyTallUX T€HOB; 1) AENelHs, TyTUTUKAIHs, TPAHCIOKAIKs Y4acTKOB XPO-
MOCOM.

Omeem:1—0), B), T); 2 —-0), ).
4) IToaroToBUTH pedepar Mo CIeAYIOINUM TeMaM:
1. Cunnpowm Jles (momocTpas HEKPOTU3HUPYIOIIas SHIE(HATOMUONATHS) U MYTallUU [IUTO-
XpOM C-OKCHJa3bl.
2. Atpodus TMCKOB 3pUTEIBHBIX HEPBOB JleOepa.
3. Cunppom MELAS.
5) [oArOTOBUTH AaHHOTAIIMIO HAYYHON CTaThU MO TEME.
VY4eOHBIM IJTAaHOM HE TIPETyCMOTPEHO.
6) BemmoaHUTh qpyrue 3a1anus, IpelycMOTpeHHbIe pabodell mporpaMMoi Mo AUCIUILIIHHE.
B paboueii TeTpaau 3amo0JHUTh TEPMUHOIOTUYECKUHN CIIOBAPb.

Tepmun

1. MuroxoHIpHaIbHOE HACIEIOBAHUE —
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HacnenoBanue matepuHCcKOe —

T'omoruiasmusg —

I'eTepornazmus —

PemrexkaTnBHas cerperauus —

OddekT OyTHITOYHOTO TOPJIBIIIKA —

Pexomenayemasi Jiutepartypa:
OcHoBHas:
1. bouxkos H.I1.Knunuueckas reneruka: yueoHuk s By3o8/ M.: TDOTAP-Meaua, 2006 -2011, ¢.480
JlonmoaHUTEIbHAS:
1. Koszeonun B.A., Koceix A.A., Pogquna H.E. [IpenatanpHas AMarHOCTHKA HACIIEICTBEHHBIX
3a00JIeBaHUN M BPOXK/ICHHBIX IOPOKOB pa3BUTHA: yueOHoe nocooue Kupos: 2011.-88 c., wi.
2. Konenaera E.B., Ponmuna H.E.. O0Omas reHeTrKa ¥ FreHETHKA YeJIOBeKa: yueOHoe mocobue/
Kupos, 2016. — 69 c.
3. MyroBuH I'.P.. M. Knnanueckas renetuka. [ eHOMHKa W TPOTEOMHUKA HACIIEICTBEHHOM Ta-
TOJIOTUH [ DIEKTPOHHBIN pecypc]: yueoHoe nocodbue/ [DOTAP-Menua, 2010. - 832 c.: ui.
4. TopoOynosa, B.H., Kopxenesckas M.A.. ['eHeTHKa B KITMHUYECKOHN MPAKTHUKE: PYKOBOI-
ctBo A Bpayei/CII6.: Cneumnur, 2015.-329 c.
5. Mymkam6apos H.H., Ky3unenos C.JI. Monekynspaas 6uonorus: Yue6. [Tocodue mst cTy-
JIeHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTpOHHBIE PECYPCHI:
1) http://omim.org/

Paznen 4. XpoMocomMHasi maTos10rus.
Tema 4.1. O0masi XxapakTepuCTHKAa XPOMOCOMHOM NMATOJIOTHH.

Heab: U3yunTh TUIBI XpOMOCOMHBIX MYyTalUil, 3THOJIOTHIO, TATOIEHE3 U KIMHUYECKYIO KapTUHY
Haun0oJiee YaCTO BCTPEUAIOLIUXCSI XPOMOCOMHBIX CUHAPOMOB.

3agaumn: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTMYECKUE TOHITHSI XPOMOCOMHBIX O00JI€3HEH, 00YUUTh
CTYZICHTOB IIPUMEHEHHUIO LIUTOJIOTMUECKUX METOJ0B JJIsl ONpEIeIeHUs] PUCKA MOSBIECHUS JeTel ¢ XpOMO-
COMHOMH naronorueit (maTepda3Hblii ¥ MeTadasHbld METOIbI).
O0yuyarommicsi 10J15KeH 3HATh.
1. o uzyuenus teMbl (0a3uCHbIE 3HAHUS) — CTPOEHUE XPOMOCOM M METOJIbl UX U3yUEHUS; THIBl XPOMO-
COMHBIX MYTalUH.
2. [locne nzy4yeHus TeMbl — MEXaHU3Mbl BOBHUKHOBEHUS! XPOMOCOMHBIX MyTallMil B IEpHOJl FaMETOreHe3a
U UX IMOCJEICTBUS; KIacCU(UKALIUI XPOMOCOMHOM MAaTOJIOTUH; 3TUOJIOTHIO, KIMHUYECKHE TPOSIBICHUS
Han0oJIee YaCcTO BCTPEUAOIIUXCS XPOMOCOMHBIX CHHJIPOMOB.
OOyyarommiicst 10J15KeH YMeTb.
OmnpenensTb TUI XPOMOCOMHOM MyTaluu no ¢otorpaduu ¥ Mo MUKpOIpenapaty KapuoTHIa YEIOBEKa.
OnpenensTh THIBI TaMeT, 00Pa3yIOLUIMXCS MPU Pa3TUUYHBIX XPOMOCOMHBIX MyTalusax. Pemarte 3a1aun Ha
oTpesieNieHUuE BEPOSATHOCTHU IMOSIBICHHS MaTOJIOTUH B 3aBUCUMOCTHU OT TUIIA XpOMOCOMHOM MyTanuu. [1pa-
BUJIbHO MCIIOJIb30BaTh COOTBETCTBYIOLLYIO TEPMUHOJIOTHIO.
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OO0yuarommiicsi 10J15KeH BJIa/1€Th.
Meanko-0uoIorn4eckuM MOHATUHHBIM anmapaToM. MeToJaMu W3y4eHHs HAcleACTBEHHOCTH 4YeJOBEKa.
HaBbIkaMu noncka MeTUITMHCKON HHOpMAaIiK B y9eOHOM, HAyYHOU JTUTEPAType, B TOM YHCIIE C UCIIOb-
30BaHHEeM ceTu VHTepHeT; HaBbIKaMH MPEACTABICHUS U OOCYKACHHUS MeIUIIMHCKON nHpopmanuu. bazo-
BBIMU TEXHOJIOTUSIMH MPeoOpa3zoBaHus WH(OPMAIIMU: TEKCTOBBIC, TAOJIMYHBIE PEAKTOPHI, TIOUCK B CETH
WNurepner.
CamocTrosiTesIbHAS ayMTOPHAs padoTa o0yuyalomuXxcs 1Mo Teme:
1. OTBeTHTH HA BONIPOCHI MO TeMe 3aHATHS.
Bomnpocs! 11t cobeceioBanust:
CtpykTypHO-(pyHKIIMOHATIBHAS OPTaHU3ANUS XPOMOCOM.
XPpOMOCOMHBIE MyTaluU. BUJbl XpOMOCOMHBIX IIEPECTPOEK.
Hepnomﬂ raMeToreHe3a 1 puCK BOSBHUKHOBCHHUS XPOMOCOMHBIX MyTaHHﬁ.
Knaccudukanus XxpoMOCOMHON MATOJIOTHH 110 TUITY MYyTaluH.
Oc00EeHHOCTH IMaToTeHe3a XPOMOCOMHBIX 0OJIC3HEH.
OCHOBHEBIE KIIMHUYECKHUE IMPOABJICHUA.
. DTtansl ¥ BO3MOKHOCTH I/IHTep(ba?aHLIX n MeTa(ba?aHLIX OUTOTICHCTUYCCKHUX MCTOJOB B TCHCTHKEC YCIIOBCKA.
2. [IpakTnyeckas padora.
Pa6ora 1. HapymeHnusi HOpMaJbHOI0 KApUOTHUIIA.
Lenv pabomol: I3yunth n3MEHEHUS KaPUOTHUIIOB IIPU HanOo0JIee pacIpOCTPAHEHHBIX XPOMOCOMHBIX 3a00-
neBanusix. [lo mpencraBiaeHHbM GoTorpadgusm KapruoTUna OOJBHBIX ¢ XPOMOCOMHOW MAaTONOTHEH ompe-
JIETIUTE TUI XPOMOCOMHBIX MYyTallAM.
OTtBeThTE B paboyeil TeTpaau Ha CIEAYIOIINE BOIIPOCH:

1) Tun XpOMOCOMHO¥ MyTaluH.

2) MexaHu3M BOSHHUKHOBEHHS MyTAaIlWH.

3) Ha3spanue 3a00sieBaHus.

4) TIOBTOpPHBIN PUCK POXKICHHS OOIBHOTO peOeHKa B CEMbE.

5) IIpodunakrudyeckre MEPOTPHUSIITHS.
Brimonuenue paboTsl Begetcs B popme 00CykKISHUS BMECTE CO CTyIEHTaMHU UMEIOIIUXCSI JaHHBIX IO XPO-
MOCOMHOM MMAaTOJIOTHH.

NookrwdE

Pabora 2. HacieacTtBeHHblIe 3a00/1eBaHNs, CBSI3aHHbIE ¢ MUKPOCTPYKTYPHBIMHM HAPYILLIEHUSIMHU XPO-
MOCOM.

Lenv pabomul: I3yunTh 0COOEHHOCTH KIMHUYECKHUX MPOSBICHUI HACIEACTBEHHBIX 3a00JI€BaHMM, pa3Bu-
THE KOTOPBIX BBI3BAHO MUKPOCTPYKTYPHBIMU HAPYIIICHUSIMH.

[Tepenecure Tabyiuiry B pabouyro TETPaIb.

TEPU

HacnencrseHurnie O6nacte mukpogene- | Hacrora B momyisiiiuu | OCHOBHBIE CHMIITOMBI
CHUHJIPOMBI UM WK JAYTUTHKAIAA
XPOMOCOMBI
Mukpoenenuu
Cungpom  Ilpanepa- | del(15)(gql1-13) 1:20 000-1:25 000 YMCTBEHHAsI OTCTAIOCTh, OKHU-
By B XPOMOCOME OT OTIIa peHue, MalleHbKUE KHCTH U
CTOIIBI, THIIOTOHUS
Cunapom  Amnrens- | del(15)(gql1-13) 1:20 000 3HauuTENbHAS YMCTBEHHAS OT-
MaHa B XpOMOCOME OT Ma- CTaJIOCTB, 33/ICPIKKA PeUH, aTaK-

cus, IPUCTYIIBI CMeXa

Cunnpom Bunbsimca

del (7)(q11.23)

1:20 000-1:50 000

YMcTBEHHaAsT OTCTaJIOCTh, CIIe-
nuduuecKoe JMIO, BPOXKICH-
HbI€ MIOPOKU CepLa

Cunnpom  Bombda-

XupiixopHa

del(4)(p16)

1:100 000

l'unotpodusa, mukponedanus,
BBICTyHAalOIIMEe  HaJOpOBHBIC
IyTH, BBICOKHH JI00, SMUKaHT,
NTO3, TUIEPTEIOPHU3M, KIFOBO-
BUJIHBII HOC, MUKPOTHATHS, YM-
CTBEHHAsl OTCTAJIOCTh
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Cunzapom  Jlanrepa- | del (8)(g24) 1:30 000 YMCTBEHHasi OTCTalIOCTh, Xps-

I'uaeona IIEBBICAM30CTO3bI, CBOCOOpA3-
HOE JIMIIO, TPYIIEBUIHBINA HOC

MHUKPOAYIUTHKAIIN

Cunapom Kopuenuu | dup(3)(925-929) 1:10 000-1:30 000 Huskuii pocT, TUICBbIE MUKPO-

ne Jlanre aAHOMAJIHH, TIOPOKH CEep/lia, BbI-
paKCHHAs YMCTBEHHAsh OTCTa-
JIOCTh

Cungpom  beksura- | dup(11)(pl5) I'ppika IMyHOYHOTO KaHATHKA,

Bunemanna MAaKpOIJIOCCHS, TUTAHTU3M, TH-
HOTJIMKeMUs, MHUKpoledaus,
BPO’KIEHHBIC TOPOKH BHYTPEH-
HHX OpraHOB

[To npencraBneHHbIM (oTorpadusM OOIBHBIX ¢ MUKPOXPOMOCOMOM MATOJOTUEN OMpeAeNnTe BEPOATHBIH

JTUarHo3.

Brinmonnenue pa6OTLI BCACTCA B (I)OpMe O6CY>KI(€HI/I$[ BMCECTC CO CTYACHTAMU UMCIOIIUXCA JaHHBIX 110 XPO-

MOCOMHOH HaTOJIOTHH.

Pabora 3. AHOMAa/IMHU 110 MOJIOBBIM XPOMOCOMAM.
Lenv pabomur: 3yunTh uHTEpGHA3HBIN METO TUATHOCTUKH XPOMOCOMHBIX 3200JICBaHU.
[Tepenecure cieayromyo TaOIUIy B pabouyIo TeTpaib.

feHoTun ANue- | FTeHotun cnep- | FeHoTun 3uroTsbl | Ha3BaHne cuH- | Yucno rabi-
KNeTKkM no no- | mato3omga no | no NnoaoBbIM | ApOMa 60K nono-
NIOBbIM XPOMO- | MOJIOBbIM XPO- | XPOMOCOMaM BOr0  Xpo-
comam MOCOMaMm MaTUHa

XX X

0 X

XX Yy

0 Yy

3.PemiuTh CUTYallHOHHBIE 321a4H.
Y4eOHBIM IUTAaHOM HE TIPETYCMOTPEHO.

4. 3apaHus 1J1s1 TPYyNNOBOi padoThl.
VY4eOHBIM IJIaHOM HE MPEIYCMOTPEHO.

CamocrosiTeabHas BHEayauTOpHast paﬁoTa 06yqalonmxc51 o TeMeE:

3a0anus ona camocmosamenvHol 6HeayOUMopHOL pabomsl CMyO0eHmMOo8 No YKA3aHHOU meme.

1) O3HaKOMUTHCS C TEOPETHYECKUM MAaTEPHAJIOM 110 TEME 3aHATHS C HCIOIb30BaHHEM KOHCIIEKTOB JICKIIUH
W/WIIM PEKOMEHTyeMO# y4eOHOM TUTepaTyphbl.
2) OTBETUTH Ha BOTPOCHI JIJII CAMOKOHTPOJIS:

CTpyKTypHO-(DYHKIIMOHATBHAS OPTaHU3AIUS XPOMOCOM.
XpoMOCOMHBIE MyTallMU. BUIBI XpOMOCOMHEBIX EPECTPOECK.
[lepronpl rameToreHe3a U pUCK BOSHUKHOBEHHSI XPOMOCOMHBIX MYy TaIlnH.
Kiraccuukamuss XpoMOCOMHO# ITaTOJIOTHH 110 THITY MYTaITHH.
Oc00EeHHOCTH MaTOTeHe3a XPOMOCOMHBIX 0OJIE3HEH.
OCHOBHbBIE KIIMHUYECKHUE IIPOABJICHUA.

OTansl ¥ BO3MOKHOCTH I/IHTep(l)a3HI>IX u MCTa(baSHI;IX OUTOIr€HCTUYCCKHUX METOJOB B ICHCTHUKE YCJIOBCKA.

3) IlpoBepuTh CBOM 3HAHUS C UCTIOJIF30BAHUEM TECTOBOT'O KOHTPOJIS (TIPUBECTH TECTOBBIC 3aaHUS, OTBETHI
pa3MecTUTh MOCJE TECTOB).
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1. Boibepume 06a npasuibHblX 0meemos.

Kakue BUbI XpOMOCOMHBIX aHOMAJIMI HE BCTPEUAIOTCS Y KUBOPOXKJCHHBIX: a) TPUCOMHH T10 ayTO-
coMam; 0) TPECOMHH IO MTOJIOBBIM XPOMOCOMAaM; B) MOHOCOMHH TI0 ayTOCOMAaM; T') MOHOCOMHH TI0 X-XpPO-
MOCOME; 1) HYJUIUCOMHUS IO X-XPOMOCOME.

2. Buvibepume 0sa npasunbHblx omeema.

Kakue MyTanum OTHOCSTCA K T€HOMHBIM: a) MHBEPCHM, TPAHCIIOKAIUHU, TyIUTUKAILUHY, JeIenuu; 0)
TIOJTUTIIONTNH, AaHEYTUTOUTUH; B) TPUILIOW UK, TETPATIONINH; T) BHYTPUXPOMOCOMHBIE H MEKXPOMOCOM-
HBIE NIEPECTPOUNKH.

Omesem:1 —B), n); 2 —0), B).
4) TloaroroButh pedepaT Mo CASTYIONINM TeMaM:
1. MuxkpouunupoBanue. [[pUHIUIIBI TEXHOJIOTHH UCIIOJIB30BaHUS OMOIOTHUYECKUX MUKPO-
YUTIOB.
2. DTHueckue mpoOseMbl MPOPUIAKTUKH, TUATHOCTHKHU U ICYCHHUSI XPOMOCOMHBIX O0J1e3-
HEM.
5) [oaAroTOBUTH AaHHOTAIMIO HAYYHON CTaThH IO TEME.
Y4eOHBIM IJTAHOM HE TIPETYCMOTPEHO.
6) BeIMOTHUTE qpyrHe 3a1aHus, IpeyCMOTpEeHHbIE pabodei mporpaMMoi Mo AUCIUTUIIHHE.
B paGoueii TeTpaau 3am0THATh TEPMUHOJIOTHYECKHUIA CITOBAPb.

Tepmun

1. HHrepcTHnMambHas AU —

2. TepmuHanbHas nenenus —

3. Hxoxpomocoma —

4. TlapaneHTpuyeckas MHBEPCUS —

5.  IlepuneHtpuueckast UHBEpCUS —

6. PobGepTrcoHOBCKas TpaHCIOKAIIMS —

7. Mozaunmsm —

8.  Ameymnouaus —

9. Iomurmiongus —

10. Bpaxunedanus —

11. Dnwukaur —
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12. Makporioccus —

13. Kianxomaxtunus —

14. Mukpouun —

Pexomennyemas qurepartypa:
OcHoBHast:
1. boukoB H.I1.Knuandeckas reneruka: yaeOHuk 11t By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononHuTeIbHAS:
1. Ko3sonun B.A., Kocbix A.A., Poguna H.E. IlpenaranbpHast fuarHocTHKa HACJI€ACTBEHHbBIX
3a00JIeBaHUN M BPOXK/ICHHBIX IOPOKOB pa3BUTHA: yueOHoe nocooue Kupos: 2011.-88 c., wi.
2. Konenaera E.B., Ponmuna H.E.. O0mas reHeTHKa ¥ reHETHKA YeJIOBeKa: yaeOHoe mocoome/
Kupos, 2016. — 69 c.
3. MytoBuH I'.P.. M. Kilmandeckas reHeTrka. ' eHOMIKA ¥ MPOTEOMUKA HACJICICTBCHHOM Ta-
TOJIOTUH [ DIEKTPOHHBIN pecypc]: yueoHoe nocodbue/ [DOTAP-Menua, 2010. - 832 c.: ui.
4. Topoynosa, B.H., Kopxxenesckas M.A.. ['eHeTHKa B KIIMHIYECKOM MPAKTHKE: PYKOBOI-
ctBo A Bpaveit/CII0.: Cneumnur, 2015.-329 c.
5. Mymkamb6apos H.H., Ky3unenos C.JI. Monekynspaas 6uonorus: Yue6. [Tocodue mst cTy-
JIeHTOB MeJ.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIeKTpOHHBIC PECYPCHI:
1) http://omim.org/

Paznen 4. XpoMocomMHasi maTos10rus.
Tema 4.2. Xpomocomuas narojorus. Kiinnuveckue popmbi.

Heuab: M3yunTh TUIIBI XPOMOCOMHBIX MYTallUi, 3THOJIOTHIO, TATOT€HE3 U KIMHUYECKYIO KapTUHY
HanboJiee YacTO BCTPEUAIOLIUXCS XPOMOCOMHBIX CHHIPOMOB.

3agauu: PaccMOTpeTs OCHOBHBIE TEPMUHOJIOTUYECKUE MOHITHSI XPOMOCOMHBIX 00JIe3HEH, 00yUHUTh
CTYJEHTOB IPUMEHEHUIO LMTOJIOIMYECKUX METOJOB JUIsl ONpEAENCHUS] TUIIA XPOMOCOMHBIX MYTAllUH,
pa3zo6paTh OCHOBHBIE CUHAPOMBI MPY JAHHOMN MAaTOJOTHH.
OO0yuarommiicsi 10J15KeH 3HATh.
1. lo uzydenus TeMbl (6a3uCHBbIC 3HAHUS) —CTPOCHHUE XPOMOCOM U METOJbI UX U3YUECHHS; TUIIBI XPOMO-
COMHBIX MYyTallHAM.
2. ITocne u3ydyeHus: TeMbl —MEXaHU3Mbl BO3HUKHOBEHHUSI XPOMOCOMHBIX MYTAallMil B IEPUOJ TaMETOreHE3a
U UX TOCTEICTBUS; KIacCU(UKAIMIO XPOMOCOMHOM MAaTOJIOTUH; TUOJIOTHIO, KIMHUYECKUE TPOSIBICHUS
HanboJIee YaCcTO BCTPEUAIOIIUXCA XPOMOCOMHBIX CHHIPOMOB.
OOyyarommiicst 10/15KeH YMeTb.
OnpenensaTs TUI XPOMOCOMHOW MyTaluu mo ¢otorpaguu U 1Mo MUKpOIIpenapary KapuoTuia 4yesloBeKa.
OmnpenensTe TUIBI TaMET, 00pa3yIOUINXCs MPU Pa3INnYHBIX XPOMOCOMHBIX MyTalusaX. PemaTtes 3a1aun Ha
OIIPECIICHUE BEPOSTHOCTH MOSIBICHMS MTaTOJIOTUU B 3aBUCUMOCTH OT TUIIA XpOMOCOMHOM MyTanuu. I1pa-
BUJIbHO MCIIOJIb30BaTh COOTBETCTBYIOLLYIO TEPMUHOJIOTHIO.
OO0yuyarommicsi 10J15KeH BJIa/1eTh.
Mennko-61oI0rn4eckuM NOHATUHHBIM anmnapaToM. MeToJaMu M3y4eHHs HacJeJICTBEHHOCTH YeJlOBeKa.
HaBbikamMu noucka MeIUIMHCKON HH(OpMaIuK B yueOHOH, Hay4yHOH TUTepaType, B TOM UUCIIE C UCIIOJIb-
30BaHuEeM ceTu VIHTepHeT; HaBbIKaMH IPEACTABICHUS U O0CYXASHHSI MeIULIMHCKON nHpopmanuu. bazo-
BBIMU TEXHOJOTHAMHU IpeoOpa3oBaHusi HHOOPMAIMH: TEKCTOBbIE, TAOIUYHbIE PEaKTOPHI, IOMCK B CETH
HNurtepner.
CamocrosiTe1bHAs ayAMTOPHAs pa0oTa 00y4aroMXCs 110 Teme:
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1. OTBeTHTH Ha BONPOCHI 110 TeMe 3aHATHS.
Bomnpocs! 11t cobecenoBanus:
1. IIpoctbie BapuaHThl ayTOCOMHBIX Tpucomuil. Cunnpomsl: Jlayna, [laray, DnBapaca.
2. Mozaunusm.
3. CuHIOpOMBI, 00YCIIOBICHHBIE CTPYKTYPHBIMHU NiepecTpoiikamu. Cunnpomser: Bonbda-Xupr-
XOpHA, «KOIIAYbETO KPUKa.
4. Hapymenus B cucteMe noJjoBbIX XxpoMocoM. Cunapomsl KnaitHgensrepa, Lllepemesckoro-Tep-
HEpa, TPUILIO-X.
2. [IpakTnyeckas padora.
Patora 1. ®eHoTUNIHYECKHNE U3MEHECHNS NPU IF'eHHBIX 3200JIeBaHUSIX.
Lenv pabomwr: N3yunth peHOTUITMUECKUE U3MEHEHUS MTPU HanboJiee pacpOoCTPaHEHHBIX XPOMOCOMHBIX
3aboneBanusx. [lo nmpeacraBieHHbIM hoTorpadusiM GOJBHBIX ¢ XPOMOCOMHOW MATOJOTHEN OIpeNennTe
3a00JIeBaHuUs.
OtBeTbTe B paboueil TeTpaau Ha CIEAYIOIINE BOTIPOCHL:
1) HasBanue 3a00seBaHmUsl.
2) deHOTHNUYECKUE MPOSBICHUS (TEPMUH U €TO OINPE/ICIICHNUE).
3) MeTomapl THarHOCTHUKH.
4) Mertoapl JIeUCHUS.
Brimonuenue pabotel Benercs B popMe 00CYKAESHUS BMECTE CO CTYAEHTaMH UMEIOIUXCS TaHHBIX 10 XPO-
MOCOMHBIM 3200JICBaHUSIM.

3.PemiuTh CUTYallHOHHBbIE 32/1a4H.

1) Anroput™m pa3zbopa 3amad:

IlocTaBbTe NpeaBapUTENbHBIN JUATHO3.

3anuIInTe KapUOTHIL.

KakoB MexaHU3M BO3HUKHOBEHUS ITOTO 3a00JIeBaHUs?

Kaxkoii 0CcHOBHOM METO AUArHOCTHUKHU ITOr0 3a00jieBaHus?

Hanpasnenus neuenuns?

2) [Ipumep 3agaun ¢ pa3dOpPOM O AJITOPUTMY.

[Tpu BHEITHEM OCMOTpE MaTbuMKa 3-X JIET Bpad OMpeeIHI HaIndre Opaxuredaini, MOHTOJIOUIHTO pa3-
pesa rias, SnuKaHTa, 1eopMalui YIIHBIX PAaKOBUH, MAKPOTJIOCCUH, KITMHOJAKTUINS Ha KUCTSX.

Pewenue:

1. Cungpom Tpucomuu o 21 xpomocome.

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

3. [luToreHeTHYECKHIA METOT

4. HepacxoxieHrne XpOMOCOM B Melio3e

5. CuMITOMaTHYECKOE, XUPYPTrUIECKOE JICUCHHUE.

3) 3amaun ISl CaMOCTOSATEIBLHOTO pa3dopa Ha 3aHIATHH.

3amaua 1. B cembe y 310pOBBIX poauTeNeit poauics 60apHOI pebeHok. Bec mpu poxaeHnn — 2 Kr, OKpyX-
HOCTB Ueperia yMeHbIlIeHa, JJ00 CKOIICHHBI 1 HU3KHA, IByCTOPOHHHE PACLICTUHBI BEpXHEW I'yObl 1 Heba,
HU3KO PaCIOiOKEHHbIE U 1e()OPMUPOBAHHBIC YIIIN, HA 00X pyKax — nmoiauaakTuiaus. [locraBpTe npensa-
PUTEIBbHBIN uarHo3. 3anumure KapuoTuil. Kakoii OCHOBHOM METOJ IMarHOCTUKU 3TOrO 3a0o0JieBaHUA?
KakoB MexaHn3M BO3HUKHOBEHHS ATOT0 3a0osieBanus1? HampasieHus jgeueHus

3anaya 2. Y myxuusbl B 70% KJIETOK 3MUTEIHUS CIM3UCTON LIEKU OOHAPYKEHO 2 IIIBIOKHU MOJIOBOTO XPO-
MaTtuHa. [locTaBpTe NpenBapUTENbHBIN qUarHo3. 3anuimure kapuorun. Kakoil oCHOBHOI MeTox AuarHo-
CTHKU 3TOro 3aboneBanus? KakoB MexaHu3M BOSHUKHOBEHHUsI 3TOro 3a0osieBanus? Hanpasnenus neuenus

4. 3anaHus VI TPyNoBoii padoThbl.
Y4eOHBIM ITAHOM HE TIPEyCMOTPEHO.
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CamocTrosiTesIbHAs BHeayAUTOPHasi paboTa 00y4alouuxcs mo remMe:
3a0anus ona camocmosamenvHoll 6HeayOUmopHol pabomsl CMyO0eHmMo8 no YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETHUECKUM MATEPHAIIOM T10 TEME 3aHITHS C HCIIOJIb30BAaHHEM KOHCTIEKTOB JICKIIHHA
W/WIIN PEKOMEHTyeMOl yueOHOM TUTepaTyphbl.
2) OTBeTUTH Ha BOIPOCHI ISl CAMOKOHTPOJIS:
e [Ipocteie BapuaHThl ayTOCOMHBIX Tpucomuil. Cunnpomsl: Jlayna, [latay, OnBapaca.
e Mo3zaunusm.
e CunzapoMmsl, 00yCIIOBICHHbIE CTPYKTYPHBIMU NepecTpoiikamu. Cunapomsl: Boasda-XupuixopHa,
«KOUIIAYBETO KPUKAY.
e Hapymenus B cucreMe nosioBeIx xpomocoM. Cunnpomsl Knaitndensrepa, Lllepemesckoro-Tep-
Hepa, TPUILIIo-X.
3) IIpoBepuTh CBOM 3HAHUS C UCTIOIB30BAHUEM TECTOBOTO KOHTPOJIS (MIPHUBECTH TECTOBBIC 3aJIaHUS, OTBETHI
Pa3MECTHUTh TIOCIIC TECTOR).
1. Bvibepume 00un npasuiviblii omeem.

VYkaxure 1Ji1 KAKOr0 XpOMOCOMHOI'O CHH/IPOMA XapaKTepeH Ha0Op CUMIITOMOB, BKJIFOUAOLINX YM-
CTBEHHYIO OTCTaJIOCTb, JoJuXxo1edanuio, 1eopMupOBaHHBIE YIIHBIE PAKOBHHBI, (PIIEKCOPHOE TOJI0KEHUE
MaJIbIEB PYK, BpOKICHHBINA TTOPOK CepAIa: a) CHHAPOM DaBapaca; 0) cuaapom [latay; B) cunapom JlayHa;
') CUHAPOM "KoIIaubero Kpuka'.

2. Buibepume 00un npasunvhsiii omeem.

Kakne MyTanum OTHOCSTCS K TEHOMHBIM: ) MHBEPCUH, TPAHCIOKAIMH, AYTUIMKALUH, TSN, 0)
HOJUIUIOUINH, AaHEYTUIOUIUH; B) TPUIIJIOUUH, TETPAIIIOUANH; T) BHYTPUXPOMOCOMHBIE U MEKXPOMOCOM-
HBIE IEPECTPOMKHU.

Yro ABnseTCS BEIYLUM B KIMHUYECKOM ITPOSIBJICHUN XPOMOCOMHBIX 0OJIE3HEH: a) 3a/1epiKKa B MCH-
XMYECKOM Pa3BUTHHU y JIETEH MIIJIIIEro BO3pacTa U yMCTBEHHAsI OTCTAIOCTh Y JIETeH CTapIIero BO3pacTa;
0) HapymieHue GU3NYECKOTO Pa3BUTHUS; B) CHCTEMHOCTb ITOPAXEHHUS; I') HApYLIEHUE YMCTBEHHOI'O pa3BU-
THUS B COUYCTAHHUHU C TIOPOKAMH Pa3BUTHSI 1 MEKPOAHOMAITUSIMH Pa3BUTHSL.

Omeem:1 —a); 2 —r).
4) [ToarotoBuTh pedepat Mo CIeaYIOIMUM TeMaM:
Cunnpowm JlayHna. DTHoI0THS, TATOTEHE3, KIIMHHUKA, THATHOCTUKA, IPUHIIUIIBI JICUCHUSI.
Cunapom DaBapca. DTHOJOTHUS, TATOT€HE3, KITMHUKA, TUarHOCTUKA, IPUHIIUIIBI JICUCHUS.
Cunnpowm IlaTay. DTHoNOTHS, MATOTeHE3, KIMHUKA, TUATHOCTUKA, TPUHITUIIBI JICUCHHUS.
CHHIPOM «KOIIAYbero KpUKa». ITHOJOTHUS, MATOTeHEe3, KITMHUKA, TUarHOCTUKA, IPUHITUIIBI JIeue-
HUSL.
5. Cunapom Bonbda-Xupurxopra. DTHONOTHS, TATOTEHE3, KIMHUKA, TUATHOCTHUKA, IIPUHIIHIIHI JIede-
HUSL.
6. Cunapom KnaitndensTepa. ITHONOTHSA, TATOTCHE3, KIIMHUKA, TUATHOCTHKA, IPUHITUIIBI JICUYCHUS.
7. Cunnpom llepemeBckoro-TepHepa. DTHOIOTHSI, MATOTeHE3, KIIMHUKA, TUATHOCTHKA, TIPUHIIAIIHI
JICYEHUSI.
5) [loaAroToBUTH AHHOTALMIO HAYYHON CTaThU IO TEME.
Y4eOHBIM IIAHOM HE TIPEyCMOTPEHO.
6) BeimoHUTh Ipyrue 3agaHus, IpeIycCMOTpEeHHbIE pabodeit mporpaMMOoi 10 UCIUIUIAHE.
Y4eOHBIM IIAHOM HE TIPEyCMOTPEHO.
Pexomenayemas aureparypa:
OcHoBHas:
1. boukoB H.II.Knuaundeckas reneruka: yaeOHuk i By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlomoaHUTEIbHAS:
1. Koszeonun B.A., Koceix A.A., Pogquna H.E. [IpenaTanpHast AuarHoCTHKA HACJIEICTBEHHBIX
3a00JIeBaHUN M BPOXK/ICHHBIX IOPOKOB pa3BUTHA: yueObHoe nocooue Kupos: 2011.-88 c., wni.
2. Konemaera E.B., Ponuna H.E.. O0mas reneTnka u reHeTHKA YeoBeKka: yueOHoe mocooue/
Kupos, 2016. — 69 c.
3. MyroBuH I'.P.. M. Kninanueckas renetuka. [ eHOMHKaA 1 TPOTEOMHUKA HACIICCTBEHHOH Ta-
TOJIOTHH [ DJEKTPOHHBIN pecypc]: yueoHoe nocooue/ [DOTAP-Menua, 2010. - 832 c.: ui.
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4. TopOynosa, B.H., KopxeneBckast M.A.. 'eHeTHKa B KITMHUYECKON MPAKTHKE: PyKOBO/I-
ctBo Juist Bpaueit/CII6.: Cnemut, 2015.-329 c.
5. Mymkamb6apos H.H., Ky3uenos C.JI. MonekynspHas ouosiorus: Yue6. [Tocodbue mis cry-
JIeHTOB MeJ.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6. DNeKTpOHHBIE PECYpPCHI:

1) http://omim.org/

Paznen 4: XpoMocomHasi maTosiorus.
Tema 4.3. Bpo:kneHHbIe TOPOKH PA3BUTHS.

Henawb: M3yunuts 3THONIOTNIO, MEXaHU3MBI (POPMUPOBAHUS 1 OCOOEHHOCTH KIMHUYECKUX MPOsIBIIE-
HUM BPOXKIECHHBIX IOPOKOB Pa3BUTHS, UX KJIACCU(PUKALIMIO U METO/AbI AMarHocTUKK. HayunTbcs npaBuibHO
HCII0JIb30BaTh COOTBETCTBYIOIYI0 TEPMUHOJIOTHIO.

3agaumn: PaccMOTpeTh OCHOBHbBIE TEPMUHOJIOTUYECKUE MOHSATHS TEPAaTOJOTHUH, BPOKACHHBIE TO-
poku pazsutus (BIIP), mansle anomanuu pasButus (MAP), Tepatorennsie (axropsl, chpopMupoBaTH
HABBIKY 110 MPUMEHEHHUIO T€HETUYECKUX METO0B JUATHOCTHKHU BPOXKIEHHBIX IIOPOKOB PAa3BUTHS, U3YUHUTh
METOBI MPO(PUIAKTHKH BPOKACHHBIX TIOPOKOB Pa3BUTHSL.
OO0yyammiics 10J17KeH 3HATD:
1. 1o uzydeHust Tembl (6a3UCHbIC 3HAHHS ) — TEOPETUYECKIE OCHOBBI MyTareHes3a u CTaJuy YMOpHUOHAIb-
HOTO pa3BUTHS YEJIOBEKa;
2. Ilocne u3y4yeHus: TeMbl — OCOOCHHOCTH KIMHUYECKHUX MPOSBICHUN BPOXKICHHOW MMAaTOJOTHH, 00IIue
MIPUHIIMIIBI KITMHUYeCcKo! nuarHoctuku BIIP, mprunHbl IpouCcX0XKIeHUs U AMArHOCTUYECKYI0 3HAUUMOCTD
MOp(OTreHEeTUYECKUX BapUaHTOB, 3HAUEHUE U OCHOBBI KJIMHUKO-T€HEAIOTHYECKOT0 M IUTOTCHETUYECKOTO
MeTonoB Ui quargoctuxku BITP.
OOyuarommiicst 10J7KeH yMeTh:
Breiseiste BIIP, pacnioznaBath oTiimuutenbHbie ocooeHHOcTH BITP 1 MAP, nuarHocTupoBath BpOKIeH-
HbIe MOP(OTreHETUYECKUE BAPUAHTHI, TIPABMIIBHO UCIOJIB30BAaTh COOTBETCTBYIOIIYIO TEPMHHOJIOTHIO TIPU
OMHMCAaHUU KJIMHUYECKON KapTuHBI ((peHoTHra) 60JIbHOTO.
OO0yuarommiicsi 10J17KeH BJIa/1eTh:
bazoBbiMu TexHONOTHSIMH MpeoOpazoBaHusl HHGOPMALIMU: TEKCTOBbIC, TAOJIUYHBIE PEIAKTOPHI, IOUCK B
cetu MHTepHeT. HaBbikamMu noucka MEIUIIMHCKON MHOpMAIMK B yueOHOW, HAyUYHOU JIMTEPAType, B TOM
YHClie C UCIIOJIb30BaHUEeM ceTH VHTepHeT; HaBbIKaMU MPEJCTAaBICHUS U OOCYXKACHUS METUIIMHCKON WH-
dbopmanmu, MeIUKO-OMOJIOTHYECKUM TOHATUHHBIM anmapaToM, METOJaMHU M3y4YeHHUs] HACJIEACTBEHHOCTH
YelloBeKa, HaBBIKaMH MUKPOCKOIHPOBAHUS.

CamocTrosiTesIbHAs ayIMTOPHAs pa0oTa 00y4yalomuXxcs Mo Teme:

1. OTBeTHTH HA BONPOCHI IO TEMe 3aHATHSA.

Bomnpocs! 111 cobecetoBaHus:

[ToHsITHE BPOXKIEHHOTO, CEMEHHOTO U HACIIEJICTBEHHOTO 3a00JIeBaHUSI.

['eHeTnyeckue 1 BHEIIHUE CPEAOBBIE MPUUMUHBI TepaToreHes3a. TepaToreHHble (akTOphl CPebl.
[onsartue BpoxxaeHHoro nopoka pa3sutus (BIIP) u maneix anomanuii pazsutust (MAP).

Pounb TpaHCKpUNIIMOHHBIX (PAKTOPOB B MpoIleccax pa3BUTHS, ceMENHCTBAa IMOPHUOHAIbHBIX [€HOB.
Knaccuduxauus BIIP.

Kputnueckue nepuopl pa3BUTHSL.

[TonsiTHe TepaTOreHHOTr0 TEPMUHALIMOHHOTO MEPUO/a.

Jnarnoctuka BIIP. Mcnoap30BaHne KIMHUKO-TEHEATOrHYECKOr0 MeTo1a B quarnoctuke BITP.
2. lIpakTyeckas padora

Pa6ora 1. [Ipuznaku nu3mopdgorenesa.

Lenv pabomul: I3yuuTh 4aCcTO BCTPEUAOIINECS B KIIMHUYECKOU pakTrke MAP.

NGO~ wWNE
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Onpenenuth npu3Haku qu3Mopdorenesa nmpu Haubosee yacto Berpedaromuxcst BIIP, mo dotorpadusm
OOJIBHBIX.

3aroHUTh B TETPAAN TEPMUHOIOTHYECKUHA CIIOBAPb.

Brimonnenue pabotsl BBeAeTcsa B (opMe 00CYKAEHUS BMECTE CO CTYIEHTAMM MMEIOIIMXCS JTaHHBIX IO
BPOXKIEHHBIM TTOPOKaM.

Padora 2. Onpenesienne KpUTHYECKUX TEPMHUHALMOHHBIX IIEPHO/IOB.

Llenv pabomsi: 3ydnTh BO3MOXKHOCTH OTIPEIEIICHUS] KPUTHYECKHUX MTEPHOIOB TIPU BO3ACHCTBUU HEKOTO-
PBIX JIEKapCTBEHHBIX CPEJCTB Ha pa3IMYHbIX CTaIUAX SMOpHOreHes3a.

OmnpenenuTtsd npeneabHbIe CPOKU ACHCTBUS MATOTCHHBIX (DAKTOPOB, CIIOCOOHBIX MPUBECTH K (HOPMUpPOBa-
HUIO TIOPOKA Pa3BUTHSL, UCIIONB3Ysl TA0IMIly TepAaTOr€HHBIX TEPMUHALMOHHBIX nepruonoB 1 BIIP ¢ yka3a-
HUEM TIPEICTHHBIX CPOKOB ACUCTBUS MATOT€HHBIX (PAKTOPOB U TAOIHIly TEPATOT€HHOCTH JIEKAPCTBEHHBIX
Ipernaparos.

Ta6J'I.TepaTOFeHHBIeTepMI/IHaI_[I/IOHHBIe IICPUOABbI.

SMOPHOHANEHEL MEPHOR (Hap) = DAL HEI MIEPHOR (H2D) —_—]
1 2 3 4 5 6 7 8 9 16 32 38
Izprog nenstua ‘:
SHIOTH M s
a @&
J © |
&
o
HetexTet HepEROK TPYOKK
JedbekTat n2paropogox
L.A-‘-m@ouaw l BepXxsus KOHSYHOCTH I
: [ A-/Mepomenua ] Hickrie KOHZYHOCTH ] .
I Pr I Bepxuaz rvba I |
ﬁ:';ll_ : [ Jetcrwsums vamo oarosms i rrvmors [ Voe |
[ Muroo®hTanEMHR. KaTZDAKT2. IIAVKOM2 l Tnasza
Bractoumcera o
e \ | < Il'nnorumsux 3IManH l 3vou
a‘dﬂ N R o TouEH meftcTEMA [ I
5250147 TepaToreHa | I Pacmenuua neba I Hebo I
. M . e
3ubp. mHex m o e [I\hcx},mmsazmz PSHHTANHIL ] Teranuu
He uyzereurenzs D Bricoko uyEcT. nepuon
K T2PaTOrsHaM
Tubene 2uGpronz u Kpymszte mopoxut paseuri SYHKUHOHATEHES T2b2KTE H MINEl: 2HOMATHH
_cnoHTaEHEafooT
Tabn. TepaTOreHHOCTh JIGKAPCTBEHHBIX MPETapaToB.
IIpenapar Iddext
TeTpaI_II/IKJ'II/IH I'unonnasus U N3MEHEHUE IIBE€Ta SMaJinu
CTpeHTOMI/ILII/IH HOTCpH ClIyXa IIpu JJIMTCIBHOM BOSHCﬁCTBHH
OeHUTONH 3anep:KKa BHYTPUYTPOOHOTO pa3BUTHUS, YMCTBEHHAs! OTCTAJIOCTh, MUKpPOLIE-
(anusi, BpOKJIEHHBIE TOPOKH CEepAlla
Kapb6amazenun Hedexrt nepBHoi Tpyoku (1%), Mukponedanus, runoriasus Horrei
Banbnpoesas k-ta Jedekt HepBHOU TpyOKH
Tpumeraanon 3anepkKa BHYTPHYTPOOHOTO Pa3BUTHS, pacliesinHa IyObl H/Win Heba, MUK-
poue(banml, YMCTBCHHAA OTCTAJIOCTD, JIMICBBLIC U AP.
Z[aHaSOJ'I BI/IpI/IJ'II/I3aI_II/I$I JKCHCKUX IIJIOJ0B
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IIcuxoTponHsie

JIntnit Bpoxnennsie nopoku cepana, [ITHC anomanuu
[Tpoune
Tanuopomun [Topokn KOHEYHOCTEH, yXa, BPOKIACHHBIE IOPOKH CEpALA

Butamun A (petu-
HOJI)

MukpoTusi, MUKpodTaaIbMus, paciieinia ryobl u/uinm Heba

cepana

N3oTpeTnHONH MHuKkpoTHs, MUKpO(QTAIbMHUSL, paciiennHa ryosl H/umu Heba, BpOXKIeHHbIE
HOPOKH Cepla
Mmu3zonpocTon PenykimoHHBIE TOPOKH KOHEYHOCTEH, apTPOTPUIIO3, BPOXKICHHBIE TOPOKU

HepeHeCTI/I B TCTpaab U 3aIlIOJIHUTb Ta6J'II/II_[y2

JlekapcTBeHHBIN Ipe-
napar

Cuctema opra-
HOB, LI}/BCTBI/I-
TEJILHAS K JeH-
CTBHUIO JAHHOI'O
npenapara

Kputnueckwii tep-
MHHAIIMOHHBIN IIe-
puon (Hen.)

Teparorennoe
JICUCTBUE

QYyHKIIMOHAJIbHBIE
U3MEHEHUs

Brinonnenue paboTel BeneTcs B (popMe 0OCYKIEHUS BMECTE CO CTYJEHTAMH MMEIOLIMXCA JAaHHBIX MO

BPOXKICHHBIM IMTOPOKaM.

Padora 3. 3aBucuMoOCTb pe3y/ibTaTa JeHCTBUS TEPATOrCHOB OT 3Tana IMOpHOreHesa.

Lenv pabomul: I3y4nTh OCHOBHBIE TIOCJICICTBHS JICUCTBHUS TEPATOTEHOB B YMOPHOTCHE3E.

Hcnonb3ys TaOauiIbl, ONMPeaeuTh OCHOBHBIE COOBITHS AMOPHOTeHe3a U UX BPEMEHHbIE PaMKH, OLIEHUTD
BO3/ICHCTBUE TEPATOTeHHBIX (DAKTOPOB HA HUX.
[lepenecTu B T€Tpaib U 3a0JIHUTH TAOIHUILY:

Oransl OcHosuble co- | ['me mpoucxo- | Hauano co- | [locnenctBus aeiictBus te-
ObITUS dTana | AsT ObITUS (OT- | paTOreHHBIX (PaKTOPOB
CYeT OT
OBYJISALIMH)
[Ipeaymbpuorenes
1)
2)
DOMOpHoreHes
1)
2)
3)
4)

Brimonnenue pabotsiBenercss B Gopme 0OCYXKIEHHS BMECTE CO CTYACHTAMH HMMEIOIIMXCS JAHHBIX IO

BPO>KJACHHBIM IIOPOKaM.

Padora 4. CemeiicTBa 3MOPHOHAJILHBIX T€HOB.
Lenv pabomul: I3y4nTh OCHOBHBIE CEMENCTBA SIMOPHOHATHHBIX TEHOB.
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3aciymats pedepaTUBHBIC COOOIICHHUS IO MPEI0KEHHBIM TEMaM.
Hcnonb3ys naHHble pedepaTuBHBIX COOOIICHUI ONpPEeTUTh OCHOBHBIC CEMEHUCTBA YMOPUOHAIBHBIX TI'e-
HOB, OIICHUTH UX POJIb B MOp(OTCHE3E.
1. Onpegenute 1Mo prUCyHKY coObITHE SMOpHOTreHe3a. [lepepucyiite B pabouyto TeTpajb. Y KaxkuTe
aHATOMHYECKUE CTPYKTYPHI, 00pa30BaBIIHECS HA 3TOM dTarle.

2. Ompegenure IO PUCYHKY OCHOBHbIE KOMIIOHEHTBI, y4aCTBYIOIIME B (POPMHUPOBAHUH TPAHCKPHII-
UOHHOTO KomIuiekca. [lepepucyiite B pabouyro TeTpaab U MOAMHUIINTE.

3. IlepenecTu B TeTpajib U 3aMOJIHUTH CICIYIOIUE TAOIUIBL:
Tabu1. ['eHbI IPOCTPAHCTBEHHOM OpraHu3aIliy.
I'pymma renos Brimonasemast GpyHKuus

Iennr CCTMCHTalNH

TI'ennt KOMITAapTMCHTAJIU3 AU

I'eHBI roMeoO3uCHbBIE

Ta6m. [IpoayKThl TeHOB, OTBETCTBEHHBIE 32 KOpPKECTp» MopdoreHesa, 3aMuIlIuTe UX B pabOUYI0 TETPab:
HasBanue [Ipumeps! reHoB

El A e
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Taba. Ocu sMOpuorexesa.

Ne | Ha3Banue ocu amMOpuorenesa [Tpumepsl reHOB, Y4acTBYIOIIUX B (POPMUPOBAHUH
ocu

1. | Kpanno-kaynanpHas

2. | Hopco-BeHTpabHAs

3. | buarepanpHas

Tab6s.CeMelicTBa TPaHCKPUTIITMOHHBIX ()aKTOPOB IMOpHOreHe3a:

CewmeiicTBa T€HOB HasBanue cemeit- | OcoOEHHOCTH CTPOCHHUS OyHKIMS B SMOpHOTEHE3e
CTBa TEHOB TPAHCKPUIILIUOHHOTO
(haxTopa
HOX
PAX

Pa3nuynblie Tpan-
CKPUITLIUOHHBIC
(bakTopsl, copepxa-
e Zinic Fingers
SOX

Brimonnenue paboTsiBeeTcs B popMe 00CyKICHUS BMECTE CO CTYACHTAMU UMEIOIIUXCS JaHHBIX IO Ce-
MeWCcTBaM TE€HOB SMOPHOTEHE3a.

Pabora 5. Biansinne HapylmieHusl TeHHBIX M KJIETOYHBIX MEXaHM3MOB 3MOpHOreHe3a Ha pa3BHTHe
BIIP.

Llenv pabomul: I3yunTh OCHOBHBIE MEXAHU3MbI Pa3BUTHS IOPOKOB B AMOPUOTEHE3E.

OmnpenenuTh MEXaHU3MBI TEPATOT€HE3a P Hanbomee yacTo Berpedarommuxcst BITP.

[lepenectu B TeTpaab U 3alOIHUTH TAOJIUILY:

CoObITue 3MOproreHesa I'ennble Mexa- Kinerounsie Mexa- | [lopoku pa3Butus
HU3MBI HU3MBI

1. | ApobGuenue

2. | Iactpynsnus 1)

3. | Heipymsmus 1)

4. | I'ucro- u opraHoreHes 1)

Brimonnenue paboteiBeeTcs B hopme 00CYKACHUS BMECTE CO CTYIEHTAMU MMEIOIIMXCS JaHHBIX IO Ce-
MeicTBaM TeHOB SMOpHOreHesa.
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3. PeluuTh CUTYyallMOHHBIE 3a/1a4H.
Y4eOHBIM IJITAaHOM HE TIPETYCMOTPEHO.
4. 3ajaHusd I TPyNNOBOH padoThI.
VY4eOHBIM IJITAHOM HE TIPETyCMOTPEHO.
CamocrosiTesibHas BHeaAyAUTOPHasi pa0doTa 00y4aromuxcs 1o reMe:
3aoanus ona camocmosamenbHoU 8HeayOUmMopHoU pabomuvl CMyOeHmMo8 No YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETHUECKUM MaTepUAIOM 110 TEME 3aHITHSI C UCIIOIF30BAHNEM KOHCIIEKTOB JICKIIUH
U/WIN pEKOMEHAYEMOM yueOHOM TUTepaTyphl.
2) OTBETUTH HA BOMPOCHI JJIsl CAMOKOHTPOJIS:
e [loHATHE BPOXKAEHHOTO, CEMEHHOT0 ¥ HACIEACTBEHHOTO 3a00ICBaHUSI.
e ['eHeTHYecKHe U BHEUIHHE CPEIOBbIE IPUUMHBI TEpaTOreHe3a. TepaToreHHble (PakTopbl CPEIbl.
[TonsiTue BpoxxkaeHHoro nopoka pa3sutus (BIIP) u mansix anomanuii pazsutusi (MAP).
Pousb TpaHCKpUIIIMOHHBIX (PAKTOPOB B MpoOIleccax pa3BUTHS, CeMEHCTBAa YMOPHUOHATILHBIX TEHOB.
Knaccuduxauus BITP.
Kputnueckue nepuosl pa3BUTHSL.
e [loHsATHE TEpaTOreHHOT0 TEPMUHAIIMOHHOTO MEPHO/IA.
e Jlnarnoctuka BIIP. Mcnonp3oBannue KIMHUKO-TEHEATOTHYECKOro MeToAa B juaraoctuke BITP.
3) [IpoBepuTh CBOM 3HAHUS C UCIIOJIH30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00uH npasuibHbulli omeem.
[IporuaTust — 3T0: a) HEAOpPA3BUTHE HIDKHEHN YentocTy; 0) JaTepaibHOE U MEAHAIFHOE UCKPHB-
JIeHWE TaJIbIIa; B) YpE3MEPHOE Pa3BUTHE BEPXHEH YEIIIOCTH; T') BRICTYTAIOIIAs BIIEPE BEPXHSIS YEIIOCTh 110
OTHOUIEHUIO K HIXKHEH.
2.Bvibepume 00un npasunivuslii omeem.
Adnomnenus - 3T0: a) U30BITOYHOE OBOJIOCEHHE MO MY>KCKOMY THITY y JKEHIIHMH; 0) pelKue Cyxue
JIOMKHE BOJIOCHI; B) MOJIHOE WJIM YaCTUYHOE OTCYTCTBHE BOJIOC.
Omeemut 1-1; 2 - B).
4) TToaroToBUTH pedepaT Mo CIEAYIOIIUM TEMaM:
1. 'ensl oceit sMOpHrOTreHe3a, TeHbI, OTBETCTBEHHBIE 32 (POPMUPOBAHUE IEPBUUHOM MOIOCKH U TPE3X
3apOIBIIIEBHIX JIUCTKOB, MOHSATHE O TOMEO3UCHBIX TeHaX.
2. JIaitoHn3anusa X-XpoOMOCOMBI.
5) I[loaAroToBUTH AHHOTAIMIO HAYYHON CTaThU MO TEME.
Y4eOHBIM IIaHOM HE TIPEyCMOTPEHO.
6) BeimomHUTH IpyrHe 3agaHus, MpeyCMOTPEHHBIE pabovei mporpaMMOi 1O TUCIUTIIINHE.
Y4eOHBIM IIAHOM HE TIPEyCMOTPEHO.
Pexomenayemas ureparypa:
OcHoBHas:
1. boukoB H.I1.Knuandeckas reneruka: yaeOHuk 11 By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JononHuTenpHas:
1. Koszeonun B.A., Koceix A.A., Pogquna H.E. [IpenatanpHas AuarHoCTHKA HACIEICTBEHHBIX
3a00JIeBaHUI U BPOKIICHHBIX TIOPOKOB pa3BUTHUs: yaeOHOe mocodue Kwupos: 2011.-88 c., ni.
2. Konemaera E.B., Ponuna H.E.. O0mas reneTnka u reHeTHKa YeoBeka: yudeOHoe mocooune/
Kupos, 2016. — 69 c.
3. MyroBuH I'.P.. M. Kiimanueckas reHeTuka. ' eHOMHKa ¥ IPOTEOMUKA HACEACTBEHHOM Ma-
TOJIOTHH [ DJEKTPOHHBIN pecypc]: yueoHoe nocodbue/ [DOTAP-Menua, 2010. - 832 c.: ui.
4. TopoOynosa, B.H., Kopxxenesckas M.A.. ['eHeTHKa B KITMHUYECKOMN MPAKTHUKE: PYKOBOJI-
ctBo s Bpavei/CII6.: Cneumur, 2015.-329 c.
5. Mymkamb6apos H.H., Ky3unenos C.JI. Monekynspaas ouonorus: Yue6. [Tocodue mst cTy-
JIeHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTpOHHBIE PECYpCHI:
1) http://omim.org/

Pa3zpnen 5: MyabTudakropuajibHble 3a0071eBaHNS.
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Tema 5.1. ban3HenoBbIii MeTO U3yUeHHs TeHETUKH YejioBeka. [lonynsinnonHasi reHeTUKA.

Henb: M3yunTs OJM3HELOBBIA M MOMYJSIIMOHHO-CTATUCTUUECKHE METO/bl T'€HETHKH 4YEeJIOBEKa,
3HA4YEeHHE ITUX METOMAOB Il JUArHOCTHKH, IPOTHO3UPOBAHUS U MPOPUIAKTUKN HACIEICTBEHHBIX 00Je3-
HEH.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMHUHOJIOTHYECKHUE TOHATHS MYJIbTH()AKTOPHUAIBHON MaTo0-
MU, U3yYUTh MEXaHU3MbI 00pa30BaHUSI MOHO3UTOTHBIX U JU3UTOTHBIX OJau3HEeoB. [lo3HakoMUTHCS ¢ 31u-
J€MHOJIOTHYECKUMHU OCOOEHHOCTSIMH YacThIX (hOpM MyIbTU()AKTOPUAIBHOW MATOJIOIMH, COBPEMEHHBIMU
BO3MOKHOCTSIMHA yCTaHOBJICHUS 3THOJIOTHH, IIATOTE€HE3a, MapaKJIMHUYECKON JUArHOCTUKH, & TAKKe IOJ-
XOIOB K JIeueHHIO U peabunuranuy. OLEeHUTb TeHETHUECKYIO CTPYKTYPY YeJIOBEUECKUX MOMYJISIHA 110 He-
KOTOPBIM YacCTHBIM HO30JIOTMYECKUM (hOpMaM Ha OCHOBE JAHHBIX MOMYJISIIMOHHO-CTATUCTUYECKOTO Me-
tona. ChopMupoBaTh HABBIKU IO MPUMEHEHUIO OJIM3HELOBOIO METO/[a ¥ OMYJISIIMOHHO-CTATUCTUYECKOTO
MeTona. OBNaieTh HaBbIKAMH PELIECHUS] CUTYallMOHHBIX T€HETUYECKUX 3ajlad C MCMOIb30BaHUEM JaHHbBIX
OJIU3HEII0BOr0 U MOMYJISIIMOHHO-CTATUCTUYECKOT'O METOI0B.

OO0yyarmmiics T0JI7KeH 3HATD:

1. J1o n3ydeHust TeMbl — OCOOCHHOCTH YeJIOBEKa Kak 00bEKTa FTeHETUYECKUX UCCIIET0BAaHHUM, TPUHLIUIIBI U
BO3MO>KHOCTH MCTIOJIb30BAHMSI OJIM3HEI[OBOIO U MOMYJISAIIMOHHO-CTATUCTUYECKOTO METOIOB.

2. Ilocne u3y4yeHus: TeMbl: — OCOOCHHOCTH 0OJIe3HEH ¢ HACIeICTBEHHOH MPeApacooKEHHOCThIO; Kiac-
CU(QUKALNIO MYJIbTH()AKTOPUATIBHBIX 3a00JI€BaHUI, IPUUMHBI Pa3IMYHON IEHETPAHTHOCTH U SKCIIPECCHUB-
HOCTH I'€HOB; 0COOCHHOCTH YEJIOBEUYECKUX MOMYJISALUI, UX TeHETUUYECKYIO CTPYKTYPY; MEXaHU3MbI paBHO-
BECHs T'€HOB B IOIYJILMAX; MEXaHU3MBbI, HAPYIIAIOINE PABHOBECHE TEHOB B NOIYJISILUH; POJIb MYyTAllH-
OHHOTO TIpolecca U OIM3KOPOACTBEHHBIX OPAaKOB; ATAIbl MOMYJISALIMOHHO-CTATUCTUYECKOIO METO/1a; €ro
BO3MOYKHOCTH M 3HAYCHHE B '€HETHKE YEIOBEKa; FeHETUYECKUE acleKThl Haubosee pacipoCTpaHEHHBIX
MYJIbTH(AKTEPHATBHBIX 3200JICBAaHHA.

Oo0y4yammiics 10J17KeH yMeTh:

PaccunTsiBaTh K03(pPHULIMEHT HACTEyEeMOCTH; peIIaTh 3aa4ll Ha ONpeesIeHUEe BEPOITHOCTHU MOSIBIICHUS
IIATOJIOTUU B 3aBUCHMOCTH OT HAJIMYMs KOMIUIEKCOB IT'€HOB IPEAPACIION0KEHHOCTH; OIPEAENIATh T'€HETH-
YECKYIO CTPYKTYPY YeJIOBEUECKHX MOIMYJISIINI Ha OCHOBE 3akoHa Xapau-BaitHOepra u kod¢dduiueHT uu-
OpuAMHIa AJIs1 MajbIX NOMYJIALMM; pelaTh 3a1a4y Ha ONpe/ieJIeHUe YaCTOThl HOCUTEJIEH PEeLleCCUBHBIX Ma-
TOJIOTUYECKUX TeHHBIX MyTallUi C UCIIOJIB30BAHNEM ypaBHeHH Xapanu-BaitnOepra; Hay4uThCs TPaBUIBHO
HCII0JIb30BaTh COOTBETCTBYIOILLY) TEPMUHOJIOTHIO.

OO0yuarommiicsi 10J15KeH BJIa/1eTh:

ba3oBeIMH TEXHOJOTUAMM NpeoOpa3oBaHUs MH(GOPMALMU: TEKCTOBbIE, TAOJUYHbIE PENAaKTOPbI, TOMCK B
cetu MHTepHeT. HaBbikamMu noucka MEIUIIMHCKON MHPOpMAIMK B yueOHOW, HAyUYHOU JIMTEPAType, B TOM
qucIe ¢ MCIIOJb30BaHUEM ceTu VIHTepHeT; HaBbIKaMM MPEJCTAaBICHUS U 00CYKICHHUS MEIUIUHCKON MH-
bopmanmu, MeIUKO-OMOJIOTHYECKUM TOHATHHHBIM anapaToM, METOaMHU U3yUeHHs HACJIEICTBEHHOCTH
YeJI0BEKA, HaBbIKAMU MUKPOCKOIIMPOBaHUS.

CamMocTosiTeJibHAsI AyIUTOPHAS Pa0doTa 00y4aromuxcs Mo TemMe:
1. OTBeTUTH HA BOMPOCHI 10 TEMe 3aHATHSI.
Bomnpocs! st cobeceioBaHus:
1. Bxiaxa B 3THOJOTHIO 3a00JIEBaHUI YeTIOBEKA T€HETUIECKUX U CPEIOBBIX (DAKTOPOB.

Bin3HenoBe MeTOA. DTallbl 1 BO3MOKHOCTH OJIM3HEIIOBOI'O METO/A.
OmnpenesieHre 3UTOTHOCTH OJIM3HETIOBBIX Tap.

Pacuet koa¢dunirenta Hacne0BaHUS.

OcOoOeHHOCTH YeJI0BEYECKUX MOMYIISIIUMI.

I'eneTnueckuii rpy3 4eln0BEYECKUX MMOIYJIALMM.

N oo g M N

HOHy.TISIIII/IOHHO-CTaTI/ICTI/I‘—IeCKI/Iﬁ METO/J M €10 3HAYCHUEC B T'CHCTHUKC YCJIOBEKA.
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8. OmnpeneneHue reHETUIECKON CTPYKTYPHI YEITOBEYECKUX MOMYIISINN.

2. [lpakTHYeckas padora.

Padora 1. Mexann3m o0pa3oBaHusi MOHO3UIOT.

Lenv pabomul: I3yunTh pa3nuyuHble BapHaHTHI 00pPa30BaHUS MOHO3HUIOT.

Hcnonb3ys npeasiosKeHHYIO CXeMY, OIPEAEINTe OCHOBHbBIE IPUYMHBI BOSHUKHOBEHHS BADHAHTOB MOHO3U-
TOT.

[Tepepucyiite B pabodyio TeTpaib U MOAMUIIUTE YKa3aHHBIC CTPYKTYPHI.

[lepenectu B TeTpab U 3aMOJIHUTH TAOJIUILY:
Tab6n. CpaBHHUTEIbHAS XapAKTEPUCTUKA BUIOB MOHO3HUTOT.

Ha3Banue KomnyecTBo XOproHOB KonnyecTBO aMHMOHOB

A
B
C

Brimonnenue paboTsl BeneTcs B popme 00CYKACHUSI BMECTE CO CTYZCHTaMU UMEIOIIMXCS TaHHBIX 10 OM-
OpHOTreHe3y MOHO3UTOT.

Pab6ora 2. CpaBHUTe/IbHASI XaPAKTEPUCTHUKA MOHO- M JIU3UTOT.
Llenv pabomul: 3yunTh pa3inuyHble BApUAHTHI 00pa30BaHMs OJU3HEIOB.

[lepenectu B TeTpapb U 3aMOJHUTH TAOJIHUILY:

Tabm. CpaBHI/ITeJ'IBHaH XAPAKTCPUCTUKA MOHO- 1 AU3UI'OT.

XapaKTepUCTHUKA MOHO3UTOTHI Jn3urorel

KonnuectBo siinekineTox

KosmuecTBo cnepMato3ouioB

CX0XeCTb TEHOTUIIOB

CX03ecCTb YCI0BUM pa3BUTHUS

Mexanu3m 00pazoBaHUA

BeimonHenue pabotsl BeneTcst B hopme 00CYKICHUS BMECTE CO CTYACHTAMH UMEIONIMXCS TAaHHBIX 110 M-
OproTeHe3y MOHO3HUTOT.
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3. PemiuTh CUTYallHOHHBIE 3a1a4H.

1) Anroputm pazbopa 3anay (0IM3HEIIOBBII METO/):

[ToxcraBbTe N3BECTHBIC 3HAYCHHUS U B MATEMATUICCKYIO (POPMYITY OIIPEICTICHHS HACIICTyeMOCTH.
BrinmonHuTe MaTeMaTH4eCcKue pacueThl, UCXOs U3 3TOH (GOPMYIIBI.

Omnpenenute OTHOCUTEIBHYIO POJIb HACIEICTBEHHOCTH U CPEIbl B (POPMHUPOBAHUH MPU3HAKOB.

2) Ilpumep 3amauu ¢ pa3doOpoOM MO aITOPUTMY.
Onpenenute OTHOCUTENBHYIO POJIb HACIEICTBEHHOCTH M Cpe/ibl B (POPMUPOBAHUU PA3BUTHUS HapaLCHUS
BEpXHEH I'yObl, €CJIM U3BECTHBI KOHKOPJAAHTHOCTH MOHO3UTOT. (95%) u nusurot (67%).

Pemenne:
1. Maremaruueckas ¢popmyia pacueta KodpduuueHT HacaeayeMocTH (X0oabIHH-
repa).
H=(Kwm3 — Kn3)/(100-K13) * 100%,
rae KmM3 — KOHKOpIaHTHOCTh MOHO3UTOT, K13 — KOHKOPJJaHTHOCTBIU3UTOT.
2. MareMaTHuecKkue pacueThl:
H=(95 — 67)/(100-67) * 100% = 28/33* 100% = 84%
3. OrmpenensieM OTHOCUTENBHYIO POJIb HACIEICTBEHHOCTH U CPeIbl B (POPMHUPOBAHUU
IPU3HAKOB.
Tax xak 3nauenue H 6onbiie 70%, pemraroiyto poib B pa3BUTUN PU3HAKA UTPAIOT
reHeTHYeCKHue (PaKTOpHI.

3) 3agauu I CaMOCTOATENBHOTO pa3dopa Ha 3aHATHU:

Omnpenenute OTHOCUTEIBHYIO POJIb HACIECTBEHHOCTH U CPEbl B POPMUPOBAHUH CIESTYIOIINX COCTOSHUIMA:

3a0oJieBaHus IToka3aTer KOHKOPJAAHTHOCTH y OJM3HEIOB
MZ DZ
CaxapHblii 1uadeT 65 18
Onuiencus 67 3
BpoxienHblii CTEHO3 IpH- 67 3
BpaTHHKA JKEJTyJIKa
Pacmenuna Heba 33 5
BpoxaeHHast KocoJiarocThb 32 3
PeMarusm 47 17
Kops 98 9
Koxror 97 93
OnuaeMUYecKUil MapoTUuT 82 74
TyGepkyies 67 23
Nmemudgeckast 00Je3Hb 67 43
cepaua
PeBmarnsm 37 7
SI3BeHHast 00JIE3HB JKETyIKa U 50 14
JIBEHAIIATUIICPCTHON KUIIIKU
uzodpenus 67 18
PopMa rpyIHOM KIETKU 96 60
DHJaeMUuYecKHii 300 71 70
Jlo6pokauecTBeHHAs OIyX0JIb 20 12,7
CaxapHnblii 1uader 84 37
Paxut 88 22
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Chnenaiite 3aKiat04eHre 00 OTHOCUTENIBHOM POJIM HACJIEACTBEHHOCTH U (PAKTOPOB Cpelbl B Pa3BUTUHU yKa-
3aHHBIX B TaOJIUIIE HOPMAJIBHBIX MIPU3HAKOB YeJIOBeKa (yKa3aH MPOLEHT AUCKOPIAHTHOCTU OJIM3HEIOB).

JuckopaanTtHocTh (%) 10 CIIeTYIONUM ITPU3HAKAM
bimzHens Hauano [IBeT dopma [Manunnspasie
XOXKICHUSA I'maz | Bonoc | Koxu Bonoc | Hoca | imHuu
(Bo3pacT)
MZ 33 0,5 3 0 0 2 8
DZ 70 72 77 55 21 80 60

1) Anroputm™m pa3bopa 3a1ay (MOMyJISUOHHO-CTATUCTUUECKUI METON):
1. TloacraBbTe M3BECTHBIC 3HAUEHHS B MaTeMaTHUECKyIO (hopMyity 3akoHa Xapau-BaiinOepra.
2. BrImonHATE MaTEMATHYECKHUE PACUETHI, UCXO/SI U3 3TOU (POPMYIIBL.
3. Ompenenure reHETHYECKYIO CTPYKTYPY MOIMYIISALINH.
4. Omnpenenure KOJIMYECTBO F€TEPO3UTOTHBIX HOCUTENIEH B IOMYJISLIHH.

2) IIpumep 3amauu ¢ paz3doOpoOM MO aITOPUTMY.

AnbOMHM3M HaclelyeTcsl Kak ayTOCOMHBIHN npu3Hak. 3abosneBanue Becrpedaetcs ¢ yactoroi 1:20000. Co-
CTaBbTE€ T€HETUUYECKYIO CTPYKTYpPY MOMYJISALUU U ONpPEIETUTE KOJIUYECTBO I'€TEPO3UTOTHBIX HOCHUTENEH B
HOITYJISILIUH.

Hano: Pemenue:
A — HOpMa 4. Maremarudeckas popmyna 3akoHa Xapau-BaiinOepra
A —ansbuHm3M | p+Q=p>+2pq+ Q2=
g?=1: 20000 S. MaTeMaTI/I‘{eCKI/Ie pacuerTsl:
q2:1 £ 20000; g =1 :20000 = —;p=1-—=2% 2= (22 - 1%
' ’ T141 141 141 200’
opg =2 *M0x 1 _1
PA= 271 "Ta1 70
6. T'enermueckas CTpyKTypa HOIYJISALUH
2_140 1 _196 1 1
p+a=p°+2pq+ = 141 121 200 70 " 20000
7. Omnpenensiem KOJ'H/I‘ICCTBO reTEPO3UTOTHBIX HOCUTEIIEH
2Aa = 2pq * 20000 = =225 * 20000 = 280 wm 1.4%

3) 3amaun 7151 CaMOCTOATEIHLHOTO pa3dopa Ha 3aHATUU:

1. B paiione ¢ nacenenuem 10000 genoBek Habm0gaeTcs S yenoBek ¢ peHmnKkeToHypuei (ayTo-
COMHO-PELIECCUBHBIN TUM HacleAoBaHus). OnpeaennuTe Yuciao TeTepo3UTroT B MOMYISIIUH.

2. 'amakro3emust (00JIE3Hb C OTCYTCTBUEM (DepMEHTA, PACHICTUISIONIETO0 MOJIOUHBIH caxap) BCTPe-
gaetcs ¢ yactotoit 7 : 1 000 000 u Hacnemgyercs Mo ayTOCOMHO-peLieCCUBHOMY Tuy. OnpeaenuTe 4ucio
reTePO3UTOT B MOMYJISIIHH.

4. 3apaHus 1J1s1 TPYNIOBOii padoThI
VY4eOHBIM MJIaHOM HE MPEIYCMOTPEHO.
CamocTosiTeIbHAsl BHeAy/IMTOPHAsi padoTa 00y4yaloluxcst o Teme:
3a0anus ona camocmosmenvHol 6HeayOUmopHoL pabomsl CMyO0eHmMo8 No YKA3aHHOU meme.
1) O3HaKOMUTBCS ¢ TEOPETHYECKUM MATEPHAIIOM T10 TEME 3aHITHS C HCIIOJIb30BaHHEM KOHCTIEKTOB JICKITHA
W/WIIN PEKOMEHTyeMOl yueOHOM TUTepaTyphbl.
2) OTBeTUTH Ha BOMPOCHI /ISl CAMOKOHTPOJIS:
e Bxiaz B 3THOIOTHIO 3a00JIEBaHUI YEIIOBEKA TEHETUYECKUX U CPEAOBBIX (PaKTOPOB.
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e bBam3HenoBbId METON. DTAIlbl 1 BO3MOKHOCTH OJIM3HEI[OBOI'O METO/A.

e OnpezneneHne 3UrOTHOCTH OJM3HELOBHIX Hap.

e Pacuer ko3¢ unenTa Hacae10BaHUs.

e OCOOEHHOCTH YeJIOBEYECKHX MOMYJISAIHMA.

e ['‘eHEeTHYECKUI Ipy3 YEIOBEUECKUX MOMYJIALIHAN.

e [lonynsMOHHO-CTAaTUCTUYECKUI METO/I U €70 3HAUEHHUE B TEHETHUKE YEJIOBEKA.
e OrmpeneneHue reHeTHYECKON CTPYKTYPhI YEIOBEUECKUX MOIYJISIIHIA.

3) IIpoBepuTh CBOM 3HAHUS C HCTIOIB30BAHHUEM TECTOBOT'O KOHTPOJIS
1. Bvibepume 00umn npasuivibiii omeem.

['eHoTHNMUECKUIA COCTAB MOMYJISIIUMA U (aKTOPOB, BIAMSIIONINX HAa H3MEHEHHE 3TOI'0 COCTaBa B MPO-
CTpaHCTBE ¥ BpEMEHH M3YyYaeT: a) MOMyJISIIIMOHHAS TeHETHKA; 0) 9KOJIOTHYecKasi TeHETHKA; B) BOJIIOI[MOH-
Hasl TeHEeTHUKa.

2. Buibepume 0sa npasunbHblx omeema.

K mexaHu3zmam, o iepKUBaOIMM PaBHOBECHE T€HOB B MOIMYJISIIIUH, OTHOCSITCS: a) MyTallMOHHBIN
nporiecc; 0) npeiid reHoB; B) OECKOHEYHO OOJNBIIAsT YUCICHHOCTh MOIMYJSIUN; T) TAaHMUKCHUS; 1) ecTe-
CTBEHHBII 0TOOD; €) MUTpAITHSI.

Omeem:1 - a),2 —B), T).
4) I[MonarotoBuTh pedepart Mo CleayIIUM TeMaM:
1. CpaBHEHHE PO CPEJOBBIX M F€HETHUECKUX (PAaKTOPOB B PA3BUTHH HMHCYJIMHO3aBHCHMOTO U
WHCYJIMHHE3aBUCUMOT'O caxapHoro auabera.
2. OTHOCHTENBHAS POJIb HACJICICTBEHHOCTH U (JAaKTOPOB CPEJIbI B PA3BUTUH MU30()PCHUH.
3.B03MOXKHOCTh MPOPHUIAKTUYECKOTO BIMSIHUSA Ha Pa3BUTUE MYJIbTU(AKTOPHATBEHON MAaTOJIOTUU
Ha TIpUMepe MPEAYIPESIKICHUS BOSHUKHOBCHHSI YHICMHYECKOT0 300a.
5) [oaAroTOBUTH AaHHOTAIIMIO HAYYHON CTaThU MO TEME.
VY4eOHBIM IJITAHOM HE TIPETYCMOTPEHO.
6) BeimoaHUTh Opyrue 3a1anus, IpelycMOTpeHHbIe pabodeil mporpaMMoin o JUCIHUILTHHE.
Y4yeOHBIM IJITAHOM HE TIPETYCMOTPEHO.

PexoMenayemas Juteparypa:
OcHoBHAaA:

1. boukoB H.II.Knuaundeckas reneruka: yaeOHuK 11 By30B/ M.: [DOTAP-Menua, 2006 -2011, ¢.480

JlomomHuTepHAas:
1. Koszsonun B.A., Kocbix A.A., Poquna H.E. [IpenatanbpHast AuarHocTHKa HACJIEICTBEHHBIX
3a00JIeBaHUN M BPOXK/ICHHBIX IOPOKOB pa3BUTHA: yueOHoe nocooue Kupos: 2011.-88 c., w.
2. Konenaesa E.B., Ponuna H.E.. O01as reHeTrka ¥ reHeTHKA YeTloBeKa: yueOHoe mocodue/
Kwupos, 2016. — 69 c.
3. MytoBuH I'.P.. M. Kilmandeckas reHeTrnka. ' eHOMUKa 1 IPOTCOMHUKA HACJICICTBEHHOM T1a-
TOJIOTUHU [DNeKTpoHHBIN pecypc]: yuedHoe nocodbue/ [DOTAP-Menua, 2010. - 832 c.: uin.
4. TopOynoBa, B.H., KopxeneBckast M.A.. ['eHeTHKa B KIMHUYECKON MPAKTHKE: PyKOBO/I-
ctBo Juist Bpaueit/CII6.: Cnemut, 2015.-329 c.
5. Mymkamb6apos H.H., Ky3uenos C.JI. Monexynspras ouonorus: Yue6. [Tocodue mst cTy-
JIEHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6. DNeKTpOHHBIE PECYpPCHI:

1) http://omim.org/
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Pa3znen 5: MyabTudakropuajibHbie 3a0071eBaHNS.
Tema 5.2. MyabTH(aKkTOpHAJIBLHBbIC 3200/ICBAaHNSA.

Heab: [To3HAaKOMUTHCS C SMUAEMHOIOTHYECKUMH U KIIMHUKO-TEHETUYECKUMHU OCOOEHHOCTAMU
4acThIX (GOpM MYJIbTH(PAKTOPHAIBHONU TATOJIOTHH, COBPEMEHHBIX BO3MOXXHOCTEH YCTAaHOBJICHUS 3THOJIO-
T'HH, TATOTEHEe3a, MapaKIIMHUYECKON JUArHOCTUKHU, a TAK)KE MOAXO0/I0B K JICUCHUIO U peaOMIIUTAI[UH.

3apaum: PaccMoTpeTh OCHOBHBIE TEPMUHOJIOTHUECKUE TIOHITHS MYyJIbTU(DAKTOPHAILHOMN MaTOJI0-
ru", chOpMUPOBATH HABBIKU 10 MPUMEHEHHIO KIIMHUKO-T€HEaI0rH4eCKOro, OIM3HEII0BOTO METO/Ia U TO-
MYJISSIIAOHHO-CTATUCTUIECKOTO METOJIOB VISl ONIPEICIICHUS PUCKA MOSBIICHHS ACTEH C MyIbTH(AKTOpHATTB-
HOM IaTOJIOTUEN.

OO0yyarmmiics T0JI7KeH 3HATD:

3HaueHue KIMHUKO-TeHEaTI0rH4ecKOro MeTo/1a M aHallu3 POAOCIOBHBIX pu M®3; obacTu MpUMEHEHUS
MOMYJIAIIMOHHO-CTATUCTUYECKOTO W OJIM3HEIOBOTO METOJI0OB HMCCIICIOBAHUS; OCOOCHHOCTH OOJIe3HEH ¢
HACJIEICTBEHHOM MPEAPACTIONOKEHHOCTHIO; KITacCU(DUKAIINIO MYTbTH(PAKTOPUATHHBIX 3a00IeBaHUN, TIPH-
YUHBI PA3JIMYHON TIEHETPAHTHOCTH U SKCTIPECCUBHOCTH TeHOB; MpoduinakTuky MdD3; rpymiibl pucka u re-
HETHYeCcKHe Mapkepsl npeapacnoioxeHnoctu (HLA) k pa3Butuio 601e3HH.

Oo0yyammiics 10J17KeH yMeTh:

PaccunteiBaTh K03 (OUIIMEHT HACIEYyEMOCTH; PEIIATh 33/1a4i HA ONPEEIICHUE BEPOSTHOCTH TOSIBIICHUS
MATOJIOTUHU B 3aBUCHMOCTH OT HAJIM4US KOMILJIEKCOB T€HOB MPEIPacOI0KEHHOCTH; TI0JIb30BaThCs Tabu-
LaMH pacyeTa SMIHPUYECKOr0 PUCKA JIJIsl ONPEACIICHUs] BEPOATHOCTH BO3ZHUKHOBeHUSI MD3; HayuuThCs
MPABWJIBHO MCIIOJI30BAaTh COOTBETCTBYIOUIYIO TEPMUHOJIOTHIO.

OO0yuamomuiicst 10/13KeH BJIaeTh: MeanKko-OMOoI0rHYecKiM MOHITHIHBIM anmnapatoM. MeronaMu u3y-
YEHUS HACJICICTBEHHOCTH YesioBeKa. HaBbikaMu moucka MeTMIIMHCKOW nH(pOopManuy B yueOHOM, HAyYHOU
JTUTEepaType, B TOM YUCIE C UCMOJIB30BaHUEM ceTH VIHTepHET; HaBbIKaMU MPEACTABICHUS U O0CYKICHUS
MeIuIMHCKOM nHbopManuu. bazoBeiMu TeXHOIOTUAMHU IpeoOpazoBaHusl MH(POpPMALIMU: TEKCTOBBIE, Ta0-
JUYHBIE PEAAKTOPbI, TOUCK B ceTh HTepHeT.

CaMocTosiTeIbHAsI ayIMTOPHAsi padoTa o0y4yalomuxcs Mo TeMe:

1. OTBeTUTH HA BONIPOCHI 10 TeMe 3aHATHS.

Bomnpocs! st cobeceoBanms:

Posnb reHeTMUECKUX M BHELIHE - CPEIOBBIX (DAKTOPOB B Pa3BUTHU AAHHOM I'PYMIIbI ATOJIOIHH.
Onuaemuonaornyeckue xapakrepuctuku MO3.

Monenu HacnenoBanus. KoagpuimeHt HacaeyeMoCTH.

3HaueHNUE KIMHUKO-TE€HEAIOrHYeCKOro MCTOJa U aHalin3a pOAOCIIOBHBIX IIPU M®3.

o &~ Wbk

Oobmactu MMPUMCHCHUA NOMYJIIHUOHHO-CTATUCTUICCKOTO U 6JII/13H6LIOBOFO METOJ0B UCCIICO0OBA-
HUA.

6. IIpodumnaktuka M®3. ['pynmsl pucka U reHeTUYECKUE MapKephl MPEapacloNOKEHHOCTH K pPa3BH-
THIO OOJIE3HU.

7. cDapM?ElKOl"eHeTI/IKa 1 3KOJIOrM4eCKas Ir¢HETHUKa.

2. [IpakTHyeckas padora

Pa6ora 1. I'eneTnueckne noaumMopgu3Msbl.

Lenv pabomul: VI3yunTh BUABI TEHETUYECKUX MTOJUMOP(PHU3MOB.
IlepenecTu B TeTpaib M 3aOJHUTH CIETYIONIYIO TaOIUILY:

[Momumopduzm Bapwupyromuii me- N3MeHenus B reHome [TaToreHHOCTH N3MEHE-
MEHT 305071
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OIHOHYKJICOTUIHBIM
[omumopdusm IMH-
HBIX U KOPOTKHX ITOCIIe-
JI0BaTEJIbHOCTEH
NHcepunonHo-nenenu-
OHHBIHNOIMMOP(U3M
[Tomumopdusm uncna
KOIUI

Brimonnenue paboTel BeeTcs B popMe 00CYKASHUS UMEIOLINXCS JAHHBIX 110 MYJIbTH()AKTOpUATBHBIM 3a-
OoJIeBaHMSAM BMECTE CO CTYJCHTaMH.

Pab6ora 2. Accounauuu myJibTH(HAKTOPUATIBLHBIX 3200J1eBAHUIA.
Llenv pabomol: I3yunTh BO3MOKHOCTh COYETAHHBIX MATOJIOTHA.
[Tepenecute B amb00M ¥ 3aIIOJIHATE CIEAYIONIYIO TaOIUILY:

Onpenenenue [Tpumepsr

Cunrponus

Juctponus

Boinonnenue pabotel Besercst B hopMe 00CYKISHUS UMEIOIIUXCS TaHHBIX BMECTE CO CTYJCHTAMH.

Pa6ora 3. CunTponusi apreprajbHO rHMNEePTEH3NH.
Llenv pabomei: I3y4uTh aJAUTUBHYIO MOJENb BOSHUKHOBEHHS MYJIbTU()AKTOPHAIBHBIX 3a00JI€BaHUNA Ha
npuMepe Pa3BUTHUS apTEPUAILHON TUIIEPTECH3HUH.
1. Hcnonp3ys Tabauibl ¥ JaHHBIE 5IeKTpoHHOH 62361 OMUM, pa3obpaTh reHeTHYeCKre Me-
XaHU3MBI BIMSIHAS OT/IEIBHBIX T€HOB CHHTPOIIMY Ha Pa3BUTHE apTePHaIbHON THIEPTEH3UH.
[lepenecTu B T€Tpaib U 3a0JIHUTH TAOIHILY:

I'en Xpomocoma, | Okcrpeccupyemblii | Knetku skcnpeccu- | @ynkius 6enka | Mecto BbI-
mieyvo, cer- | 0emox pytomue 6eoK TTOJTHCHHUS

MEHT ¢byHKIMU B
OopraHusme

ACE
ADRB2
AGT
AGTR1
APOA1
APOE
IL-6
TNF
PAI1

Ta6n. ['ensl cCMHTPOTIMY apTEepUATTLHON TUIIEPTEH3HH.

2. CocTtaBbTe B TETpaaH CXeMy pa3BUTHs 3a00J1€BaHMS.
Brimonnenue pabotel Beaercss B (hopMe 00CYKICHHS BMECTE CO CTYJACHTAMU MMEIOLIMXCS JaHHBIX I10
MYJIbTU()AKTOPHBIM NATOJOTUSAM.

Patora 4. 'eneTuka ayTOMMMYHHOM NMATOJIOTHH.
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L]env pabomul: I3yunTh MEXaHU3MbI BOSHUKHOBEHHSI Ay TOUMMYHHBIX 3a00J1€BaHUI.
[lepenecTu B T€Tpaib M 3a0JIHUTH TAOIUILY:

Tabs. Xapakrepuctuka reHoB HLA-cuctemsl.
Kunacc | JIokycsl Kakumu kiietkamu skcrpeccu- | Pojab B MUMMyHHOM OTBETE
pyroTcs

3acaymats pedepaTuBHbIE COOOIIEHNUS IO MPEATOKEHHBIM TEMaM.

Hcnons3ys naHHble peepaTUBHBIX COOOIIEHUI COCTaBUTh U 3apHCOBATh B paboveil TeTpaau cxemMy Kiie-
TOYHOTO U T'yMOPaJIbHOTO UMMYHHOI'O OTBETa. BhInKcaTh BO3MOKHBIE IPUYHUHBI ayTOUMMYHHBIX Hapylle-
HU.

[Tepenectu B anmp00M TabIUILY:

ACCOUMALMA HEROTOPLIE HEMH B eELMOHHE BOnEsHeA © CHETEMOM SHTMrEHoE HLA

Bomezam L ETHre R Bemrnme o THOCHTE TREOTO DPHCER,
A OO0 S Bp VRO U CTICEGTEOTECT B27 20
Bomezzm Pafrrepa B27 37
[leopas DE? 43
FOmanwecy it peEMATORITIET A0 TDHT DiDES 5
M poey TG AF FOTPOVIELEL C AXAPEEDT mEabeT DE3A 33
Azpermmri vomr xbonezem Fpoma DE2 1020
[Memtayze DES 17

Brimonnenue pabotel Beaercs B (hopMe 0OCYKIEHHS BMECTE CO CTYJACHTAMU MMEIOIIMXCS JaHHBIX I10
MYJIbTHU()AKTOPHBIM ATOJOTUSAM.

3. PelmnTh CUTYallMOHHBbIE 321a4U
He npengycmorpeno.
4. 3anaHus VI TPYNNoOBoOii padoThl
He npengycmorpeno.
CamMocTosiTe/ibHAsi BHEAYAUTOPHAS Pad0Ta 00yYaKOIIMXCs 110 TemMe:
3adanus ona camocmosmenvHolU 6HeayOUMoOpHOU pabomsl CIYO0eHmMOo8 No YKA3AHHOU meme:
1) O3HaKOMUTBCSI C TEOPETHUECKUM MaTepUaIOM 110 TEME 3aHITHSI C UCIIOJIb30BAHNEM KOHCIIEKTOB JICKIIUH
W/WIIM PEKOMEHTyeMOH y4eOHOM TUTepaTyphbl.
2) OTBETUTH Ha BOMPOCHI JIsI CAMOKOHTPOJIS:
e Ponb reHeTHUECKHUX U BHEIIHE - CPEAOBBIX ()aKTOPOB B Pa3BUTHH JTAHHOM IPYIIIbI HATOJIOTHH.

e DNMAEMUOJIOTHYECKUE XapaKTepucTuku Md3.
e Monenu HacnenoBanus. KoaddunneHt HacaeyeMoCTH.
e 3HaveHHE KIMHUKO-TEHEATIOrHYECKOro METO/Ia U aHAJIU3 POJIOCIOBHBIX pu MD3.

e (OOnactu IMPUMCHCHUA MOIMYJIATNOHHO-CTATUCTUYCCKOTO U 6J'II/13HCHOBOFO METOJO0B UCCIIEA0BA-
HUs.

e IIpodunaktrka M®3. ['py1iibl pucka ¥ TeHETUYECKUE MapKEPhI MPEAPACIION0KEHHOCTH K Pa3BH-
THIO OOJIE3HHU.

L4 cDapM?ElKOl"eHeTI/IKa 1 3KOJIOrM4eCKas Ir¢HETHUKa.

3) IIpoBepuTh CBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOI'O KOHTPOJIS
He npenycmotpeno.
4) IloaroToBUTH pedepar Mo CaeIyIIUM TeMaM:
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1. 'eneTka MMMYHHOT'O OTBETA.
2. Acconmanus cucremsl HLA ¢ pa3BuTHEM ayTOMMMYHHBIX 3a00JI€BaHUH.
5) IloaAroToBUTH AHHOTALMIO HAYYHON CTaThU MO TEME.
He npenycmotpeno.
6) BeimoaHuTh qpyrue 3ajanus, IpeIycMOTpEeHHbIe pabodell mporpaMMoi Mo AUCHUIUIMHE.
He npenycmotpeno.

Pexomenayemas jureparypa:
OcHoBHas:
1. boukoB H.I1.Knuunueckas reneruka: yueOnuk ans By3os/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JononHuTenpHas:
1. KosBonun B.A., Kocbix A.A., Poguna H.E. IlpenaranpHast TMarHOCTHKA HACIIEACTBEHHBIX
3a00J€BaHN U BPOKJICHHBIX MIOPOKOB pa3BUTHUsA: yueOHoe nmocodbue Kupon: 2011.-88 c., mm.
2. Konenaesa E.B., Ponuna H.E.. O0mias reHeTrKa ¥ reHEeTHKA YeTloBeKa: yueOHoe mocobue/
Kupos, 2016. — 69 c.
3. MyrosuH I'.P.. M. Kiinnnueckas renetika. ' eHoOMMKa U IPOTEOMMKA HACJIEACTBEHHOH Ma-
TOJIOTUU [DNEeKTpOoHHBIN pecypc]: yuedHoe nocodbue/ [ DOTAP-Meaua, 2010. - 832 c.: ui.
4. TopOynoBa, B.H., KopxeneBckast M.A.. ['eHeTHKa B KITMHUYECKON MPAKTHKE: PyKOBO/I-
ctBo mis Bpaueit/CII16.: Crergut, 2015.-329 c.
5. Mymxkamb6apos H.H., Ky3uenos C.JI. Monekynsipaas 6uonorusi: Yue6. [locobue mis cty-
JeHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8B men.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTpOHHBIE PEeCypCHI:
1) http://omim.org/

Paznen 5: MyabtudakropuajibHblie 3200/1eBaHUs.
Tema 5.3. Oppannbie 3a001eBaHusA.

eJsb: [I03HaAKOMUTBCS € AMUIEMHOIOTNYECKUMHU U KIIMHUKO-TEHETHYECKUMH OCOOEHHOCTSIMU Op-
(baHHO ATOIOT MU, COBPEMEHHBIMU BO3MOKHOCTSIMU yCTaHOBIICHHSI 3THOJIOTHH, TTATOTeHE3a, ITapaKIMHU-
YEeCKOM TMarHOCTUKH, a TAKXKe I10IX0JI0B K JICYEHHIO U peaOUIUTaLUH.

3agaun: ChopmMynupoBaTh OCHOBHBIE TEPMUHOJIOTHUECKUE MOHATUS OpPAHHON MATOJIIOTHH, pac-
CMOTPETh MEIUKO-COLIMAIbHbIE BOIPOCHI, CBA3aHHBIE C JIeUeHUEM Op(aHHbIX OOIE3HEH.
OO0yuarommiicsi 10J17KeH 3HATh:
OcobenHoctu opdaHHbIX 3a00J1€BaHUH, NTepeueHb op(aHHbIX 3a00JIeBaHUM, TEHETUUECKUE ACIIEKThI Op-
(aHHBIX 3200J€BaHNH, IPUHIUIIBI JICYCHUST OPPAHHOM MATOJIOTHH.
Oo0yyarommiicst 10J17KeH yMeTh:
[TpaBUIIBHO UCTIONB30BATh COOTBETCTBYIOINIYIO TEPMHUHOJIOTHIO TIPH OMTMCAHUHN KITMHUYECKON KapTHHHI ((e-
HOTHUNA) O0JIBHOT0, ONPEEATh HEKOTOphIe OpdaHHbIe 3a00JI€BaHuUs 10 CIEUU(UIHBIM ISl HUX CUMITO-
MaMm, IPUMEHSATh METO/IbI AUATHOCTHKH Op(haHHOMN MaTOIOTHH.
Oo0yuyarommiicsi 10J17KeH BJIa/IeTh:
Mennko-61oI0rn4eckuM NOHATUHHBIM annapaToM. MeToJaMu U3y4eHHsl HacJeICTBEHHOCTH YEJIOBEKA.
HaBbikamMu noucka MeIMIMHCKON HH(OopMaluy B yueOHOM, HayyHOH JIUTepaType, B TOM YHCIIE C UCTIOJIb-
30BaHuEeM ceTu VIHTepHeT; HaBbIKaMH IPEACTABICHUS U O0CYXASHHSI MeIULIMHCKON nHpopmanuu. bazo-
BBIMU TEXHOJIOTHSIMU IpeoOpa3oBaHus MH(YOPMAIMH: TEKCTOBbIE, TAOIUYHbIE PEAKTOPHI, IIOUCK B CETH
HNurtepner.

CaMocTosiTe/IbHAsI ayIMTOPHAsI padoTa 00y4yalomuxcs Mo TeMe:
1. OTBeTHTH HA BONPOCHI 110 TeMe 3aHATHS.
Bomnpocsr qyist codecenoBanus:
1. Onpenenenuie u ob1as XapakTepUCTUKa Op(aHHBIX 3a00JI€BaHHA.
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2. 3aKoHONATENIbHBIC aKThl, BKIIFOYAIOIINE BOIIPOCHI, Kacaromuecs: op(paHHOMi MaTOJIOTHH.

3. T'pymmsl 3a001eBaHMiA, BXOAIIMX B TIEpEYCHb OPPAHHBIX OOJIC3HEH.
4. Meauko-coralibHbIe BOIIPOCHI, CBSI3aHHBIC C JICUCHHEM Op(paHHbIX 00JIe3HEH

2. [IpakTuyeckasi pabora.

Padora 1. DTHO/IOTHSA, KIMHAYECKAS KAPTUHA, IPUHIUINBI JIeYeHUus] Op(aHHbIX 32001eBaHHUI .
Llenv pabomoi: I3y4uTh 3THOJIOTHIO, KIMHUYECKYIO KAPTHHY, IPUHIIMITBI JIeYeHUs: OppaHHbIX 3a00JeBa-

HHU.

I/ICHOJ'IL3YSI JaHHBIC pe(bepaTI/IBHLIX COO6LI.[€HI/II>'I, pa306paTL ITCHECTHUYCCKUC MCXaHHU3Mbl, OCHOBHBLIC KJIIMHH-

YCCKHUE CUMIITOMBI, IPUHIMUIILI ICYCHUA Op(l)aHHI)IX npemnaparTos.
HepeHCCTI/I B TCTpadb U 3alI0OJIHUTH Ta6J'II/II_Iy2

Tabn. Opdannbie 3a0601eBaHUs.

Ha3zBanue 3a0oneBanus I'en, ero no- | Tum Hacneno- | dedextrbiii | OcHOBHBIE Jleuenue c
Kalau3anus BaHUS 0enox KJIMHUYECKHE | yKa3aHUEM
CHUMIITOMBI ophanHOTO
npernapara
Myxkonommcaxapuao3sil, 11
THUIIOB

bonesns ®adpu

bone3nr Humana-Iluka, Tam
C

[TponmnonoBas auuaemMus

MeTtuiaManoHOBas aluie-
MU

TuposuHemMust

Bosnezns Bunscona-Kono-
BaJIOBa

Hecoepmennslii octeore-
HE3

Brmonnenue pa6OTBI BCIACTCA B (bopMe 06CY)KI[CHI/IH BMCCTC CO CTYACHTAMU MMCIOIUXCA NaHHBIX 110 Op-

(daHHBIM 3200JICBAHUSM.

3.PeminTh CUTYalMOHHBIE 321a4H.
VY4eOHBIM IJIaHOM He TIPEeyCMOTPEHO.
4. 3ajaHus I rPyNnoBoi padoTsbl.
ITpocmotp yuebHoro punbma: «Penkue HacaeICTBEHHbIE ATOIOTHM».
[Tocne mpocMoTpa OTBETUTH HA CIIEAYIOLINE BOIPOCHI:
1.Kakue opdannble 3a0051eBaHuUs ObLIH MIPECTAaBICHBI B puibme?
2. Kak npoucxoauia TUarHoCTHKa JaHHBIX 3a001eBaHUN?
3. Kakoe nedeHue noiayyaroT NalueHThbl?
4. Kakoii a3 pext nmeno mpoBoANMOE JIeUeHHE?
CamocrosiTeIbHAs BHeayAUTOPHasi padoTa 00y4aloUuXcs Mo TemMe:

3aoanus ona camocmosamenbHoU 8HeayOUmMopHoU pabomuvl CMyOeHmo8 o YKA3aHHOU meme:

1) O3HAKOMHTBCS C TCOPCTUUCCKUM MATCPUAJIOM I10 TEMC 3aHATHUS C UCITIOJIB30BAHUCM KOHCIICKTOB JIEKITUM

W/AITA PEKOMEHTyeMOU Y4eOHOU JTUTEPATYPHI.
2) OTBETUTH HA BOMPOCHI JIsI CAMOKOHTPOJIS:
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e OmnpeneneHue u o0IIas XapaKTEPUCTHKA Op(HaHHBIX 3a00JICBaHUI.

e 3akoHOATEIbHbIEC aKThI, BKJIIOYAIOIIIE BOMPOCHI, Kacalouuecs: opGpaHHOM MaToIOTUH.
e ['pynmbl 3a001€BaHUH, BXOSIINX B IEPEYCHb OpPaHHBIX OOJIC3HEH.

e Meanko-conuaabHbIe BOMPOCHL, CBSI3aHHbBIE C IeUeHHeM op(daHHbIX OoJe3Hel

3) IIpoBepuTh CBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOI'O KOHTPOJIS (IPUBECTH TECTOBBIE 3a/1aHUSI, OTBETHI
pa3MecTUTh MOCJE TECTOB).

VY4eOHBIM IJTAaHOM HE TIPETYCMOTPEHO.

4) [onrotoBuTh pedepar Mo CleayIIUM TeMaM:

. Myxononucaxapunossil, |l Tunos.

. boneznp ®adpw.

. bonesnr Humana-Iluka, Tun C.

. [IponmonoBas anuaemusi.

. MetunmanoHoBas anuuaeMusl.

. Tupozunemus.

. bone3ns Bunscona-Konosanosa

. HecoBepieHHBI 0cTEOreHes.

5) [loaAroToBUTH AHHOTALIMIO HAYYHON CTaThU IO TEME.

Y4eOHBIM IJIaHOM HE MPEIYCMOTPEHO.

6) BeimoaHuTh qpyrue 3ajanus, IpeycMOTpEeHHbIe pabodell mporpaMMoi Mo AUCHUILIMHE.
VY4eOHBIM MJIaHOM HE MPEIYCMOTPEHO.

0 3O\ LN KW~

Pexomenayemas iureparypa:
OcHoBHas:
1. boukoB H.II. Knnnuueckas renetuka: yueOHUK 111 By30B/ M.: TD0OTAP-Menaua, 2006 -2011, ¢.480
JononHuTenpHas:
1. Kozsonun B.A., Koceix A.A., Poguna H.E. [IpenaTtanpHas 1MAarHOCTHKA HACIIEICTBEHHBIX
3a00JI€BaHUI U BPOXKJICHHBIX IIOPOKOB PA3BUTHA: YUeOHOE TOCOOHe Kwupos: 2011.-88 c., nmn.
2. Konenaesa E.B., Ponuna H.E.. O0mas reHeTHka u reHeTHKa YenoBeka: yueoHoe nocobue/ Ku-
pos, 2016. — 69 c.
3. MyrosuH I'.P.. M. Kiiunnueckas renetuka. ['eHoMHMKa U IPOTEOMHKA HACIIEACTBEHHOH MMaTo-
noruu [ DIeKTpoHHBIN pecypc]: yuedbnoe mocooue/ [DOTAP-Menna, 2010. - 832 c.: ni.
4. TopOynosa, B.H., KopxeneBckas M.A.. ['eHeTHKa B KITMHUYECKOW PAKTUKE: PyKOBOACTBO
nst Bpaueit /CII6.: Cneryut, 2015.- 329 c.
5. Mymxkamb6apos H.H., Ky3uenos C.JI. Monekynsipnas 6uonorusi: Yue6. [locobue mist cTyaeH-
TOB Me/.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTPOHHBIE PECYPCHI:
5. http://journal.rare-diseases.ru/
6. http://omim.org/

Pa3znen 5: MyabTudakropuajibHbie 3a0071eBaHNUS.
Tema 5.4. Onxoreneruka.

Heab: N3yuynTh NpUYUHBI 1 MEXaHU3MBI OITYXOJIEBOM TpaHC(hOpMAIUH KIETOK (KaHIIEpOTeHe3a).

33)13‘11/11 I/I3y‘-H/ITB MNPUYIWHBI BOBHUKHOBCHUSA U OCO6CHHOCTI/I 3JIOKaUYCCTBCHHBIX onyxoneﬁ, T'CHCTHUYC-
CKHE€ OCHOBBI U CTaJMH OIYXOJIEBOI TpaHCPOpMAaIH KIETOK, U3yUUTh POJIb BUPYCOB B KaHILIEPOTEHE3E.
OO0yuarommiicsi 10J17KeH 3HATh:
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['umoTe3bl BO3HUKHOBEHUS 37I0KAUYECTBEHHBIX OMYXOJIeH, UX MOp(oIorndeckre 0COOCHHOCTH, TCHETUIECKUE
OCHOBBI OITyX0JIEBOH TpaHCc(OpMAIINH KIETOK, CTaUHU OIyX0JIeBOW TpaHCHOpMAIUK KIETOK, PO BUPYCOB
B KaHLIEPOreHe3e.

O0yuyarommicsi 10J1KeH yMeThb:

[TnanupoBaTh MPOPUIAKTUUECKUE MEPOTPUITHS IO TPEAYIPEKICHUIO OHKOJOTHUECKUX 3a00JICBaHUH,
MPaBUIIbHO UCIIOJIB30BATh METO/IbI JUATHOCTUKHU.

OO0yuarommiicsi 10J15KeH BJIa/1eTh:

Meanko-6uonorn4eckuM MOHATUHHBIM anmapaToM. MeToJaMu U3y4eHHs HacJeICTBEHHOCTH YEIOBEKa.
Hapikamu noncka MeIUIIMHCKOW HHPOPMAIIMH B YU4EOHOM, HAYYHOU JTUTEpAType, B TOM YUCIIE C UCTIOJNb-
30BaHHEM ceTu VHTepHeT; HaBbIKaMH MPEACTABICHUS B OOCYKICHUS MeAUIIMHCKON nHpopmanmu. bazo-
BBIMU TEXHOJIOTUSMH MPeoOpa3zoBaHus UH(DOPMAIIMU: TEKCTOBBIE, TAOJIUYHBIE PEIAKTOPHI, TIOUCK B CETH
HNurepner.

CamocTosiTe/ibHAsA ayIMTOPHAsA padoTa 00yYaIIUXCS 10 TeMe:
1. OTBeTUTH HA BONPOCHI N0 TeMe 3aHATHS.
Bomnpocs! 11t cobecenoBanms:

1. OnkoreHsl ¥ UX OMOTOTHYECKAS POJIb.

I'eHeTHuecKue acleKThl KaHI[EpOreHesa.

OOu1re nmpeacTaBaeHHs O 3HAYSCHUU HACJIeICTBEHHbBIX ()aKTOPOB B BOSHUKHOBEHUH pakKa.
@DaxTOpbl BHEUIHEN CPEAbI, ACCOLMUPYIOUINECS C PAaKOM (KaHLIEPOTEHBI).

BupycHble 1 KJIETOUHBIE OHKOT€HBI.

®dusnosornyeckas pojib KIETOUHbIX IPOTOOHKOT€HOB.

MexaHu3MBbI MMpEBpalICHUA IIPOTOOHKOI'CHOB B OHKOI'CHBI.

L N o g > w N

I'eHBI-CcynIpeccopbl OIyX0JIEBOTO POCTA.

2. IlpakTHyeckasi padora.

Pabora 1. 'eneTn4eckne NpUYMHBI ONYX0JI€BOH TPaHC(OpPMALMH.

Lenv pabomol: 3yunTh OCHOBHBIE XapaKTEPUCTUKU T'€HOB U T€HETUYECKHE MEXaHW3MBbI, BIMSIONINE Ha
pa3BUTHE OITyX0JIEBOH TpaHC(HOpPMAIMH KIETOK.

[lepenente B pabouyro TETPab CXeMbl MEXaHH3MOB IIPEBPAICHHSI IPOTOOHKOT€HA B OHKOT'€H M3 Ta0JIULIBI.

MexaHu3zm Cxema Onucanue
IIpucoennnenue k BJIHK kneTku BcTpauBaeTcsi akTUBHBIN y4a-
IIPOTOOHKOI'CHY / CTOK, C KOTOpbIM cBs3bIBaeTcss PHK-nonnme-
MIpoOMOTOpa HK pa3za. OH HHULIMUPYET TPAHCKPUIILIUIO F€HETH-
"""""" TpoTo- yeckoi nH(popMaium Bupyca (B cirydae BUPYC-
l HOM MHBa3UM) U MPOTOOHKOTEHA, PACTIONOXKEH-
HOT'O HETIOCPEICTBEHHO 3a HUM.
R
LTR [IpomoTopsr:
o 00JIbIIMEe TEPMUHAIBHBIE TIO-
~_ BTOpHI (LTR), comepkammumecs B mpoBu-
~ pyce (reHome BUpyca, 00bEAMHECHHOM C
~ T€HOMOM KJIETKH-XO0351MHA);
MPHKnpoto- . TPaHCIO3UPYIOLIUE 3JIEMEHTHI

THOMa — MOOMJIBHBIC TCHETUUCCKHE
OJICMCHTHI, CIIOCOOHBIE NnepeMeaTbeCA
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I10 TCHOMY U BCTPAWBATBHCA B pa3JIni-
HBIC €T0 YUaCTKH.

Bcraska B reHom
KJIETKH DHXaHcepa

IIpOTO-

KIICTKH

LTR
LTR

/\/\
/\/\

/\/\

MPHKmnpoTo-

B reHoM KJIeTKM BCTpauBaeTCsl aKTUBHBINA y4a-
ctok JIHK, cnocoOHBbIi akTHBU3MPOBATH pa-
00Ty CTPYKTYPHOI'O I'€Ha, KOTOPBI MOXKET
HaxXOJIUTHCS PAIOM WIHM Ha PACCTOSTHUU MHOTUX
TBICSIY IIAp HYKJIEOTUAOB OT HEr0. JHXaHCep
MOXET aKTUBU3UPOBATH IPOTOOHKOIEH, AAXKE
€CJIM OKa3bIBAETCs PACIIOJIOKEHHBIM B XpOMO-
COME 3a HUM.

OHXaHCEPBI:
e mnoxaswxkHbie resl(LTR) JIHK-komnuii.

XpOMOCOMHBIE
abb6epanuu ¢ sB-
JICHUSIMU TPaAHC-
JIOKaIUu

MPHK
MPOTOOHKO-

HK axrus-
HOT'O TeHa

1 — ak-
TUBHBIA I'eH

n ——

[Ipu penunpokHOl TpaHCIOKALUU EPBUYHO
HEAaKTUBHBIN MPOTOOHKOTEH BCTPAUBACTCS
BCJIE]I 32 aKTUBHBIMH I'eHaMU (KOJIUPYIOIIUMH,
HarpuMep, TsHKEIbIE IIEMU MOJIEKYJT UMMY-
HOTJIO0YJIMHOB). DTOT MPOTOOHKOT€H MOMaAaeT
MO/ KOHTPOJIb UX YHXAHCEPA U aKTUBU3HUPY-
eTcsl.

[Tpumepsi:

e 1pu quMdome bepkurra KoHel JIMHHOTO
Iieya XpoMOCOMBI 8, cozieprKalleil MPOTOOHKO-
reH MYC, TPaHCIOLUPYETCs Ha XpoMocoMmy 14
MOJT ICUCTBHE YHXAaHCEpa UMMYHOTJIO0YJIMHOB.
e TpaHCJIOKalMs Mexay 9-i u 22-i xpoMoco-
MaMH NIPUBOAUT K (POPMHUPOBAHUIO XUMEPHOTO
resa BCR-ABL ¢ Tupo3uHknHa3HOM aKTUBHO-
CTbIO, YTO MOXKET CTaTh IPUUUHON pPa3BUTHUS
XPOHHUYECKOI0 MUEJIOUHOTO JIEUKO3a.




Toueunsle MyTa-
LMY IIPOTOOHKO-

HpO,[[yKT AKTUBHOI'O MPOTOOHKOT'CHA U3MCHS-
eTcs Bcero Ha 1 AMHUHOKHUCIIOTY.

/\/\
/\/\

/\/\

MPHKmporo-

reHa
- [Tpumep:
4 e [Ipy BOBHMKHOBEHNH TOYEYHON MYTALIMU
reHa, 6emok Ras He criocodeH aedochopuu-
A poBaThcs. [10aTOMY OH MOCTOSIHHO HAXOUTCS
< - - B aKTUBUPOBAHHOM COCTOSIHUU, YTO IPUBOJUT
K YCUJICHHOM mponudepanun KIeTok.
1
MyrTauust npo-
TOOHKOI'CHa
AMrIuduKanus YMHOKEHHE TPOTOOHKOTEHOB, 00JIaJAOIIIX B
MIPOTOOHKOT€HOB ) HOpMe HEeOOJIBINOH Cle0BOI aKTUBHOCTHIO,

00yCJIaBIMBaeT YBEIMYCHHUE UX OOIIEH aKTHB-
HOCTH JIO YPOBHSI, TOCTATOYHOTO TSI MHUIIHAA-
LU OTYXO0JIEBOM TpaHCchopmaIuu.

HepeHeche B TCTpallb U 3aIIOJIHUTC CICAYIOUIYIO Ta6n1/1uy:

Ta0n. CpaBHEHHE IPOTOOHKOTEHOB U CYIIPECCOPOB OMYXO0JIEBOTO POCTA.

XapaKTepUCTHUKA

IIpoTooHKOTrEHBI

I'enbI-cynipeccopsl

OyHKIMA Oenka

AKTHUBHOCTH B I€T€pO3H-
T'OTHOM COCTOAHUHN

AKTHUBHOCTH B TOMO3H-
TOTHOM COCTOSIHUH

[Tpumep Genka

BrinonHenue pabotel Beercs B popme 00CYKIASHHSI BMECTE CO CTYAEHTAMU UMEIOLINXCS TaHHBIX 110 OH-
KOJIOTHYECKUM 3200JIEBAHUSM.

Padora 2. Dx30reHHble M YJHAOTCHHBbI IPUYMHBI BOSHUKHOBCHHS HEOILIA3HIA.
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Llenv pabomul: I3ydanTh TEOPUU BOSHUKHOBEHHS U PAa3BUTHUS OITyXOJIEBOU TPAHCHOPMALIUHU KIIETOK.
3anoyiHuTe TabJIUILY:

[Ipyu4nHBI BOSHUKHOBEHHUsI HEOILIA3UM [Tpumepsl

XPOMOCOMHBIE AHOMAJINH

Hedextn penapanuu JTHK
HemocTtaTo4HOCTP MMMYHHOI'O Ha130pa
Anomannu MeTadoJIu3Ma KaHIIEPOr€HOB
MyTanuu B COMaTHYECKUX KJIETKAX
WHTerpanus OHKOr€HHBIX BUPYCOB

Brimonnenue paboTsl BegeTcs B hopMe 00CYKICHHS BMECTE CO CTYICHTAMU UMEIOIIMXCS JAHHBIX 110 OH-
KOJIOTHYECKUM 3200JIEBAHUSAM.

Pa6ora 3. Ctaguu onyxoJsieBoii TpaHchopManum KJIETOK.

Lenv pabomul: I3yunTh OCHOBHBIE CTaIMM KaHIIEPOTEHE3A.

Hcnonb3ys Tabnuiiel, pazdepute cXeMsl mpolecca (cTaauil) omyxoeBoil TpanchopMau KIeToK.
[lepenecure B T€Tpaab CXEMBI CTANI KaHIIEPOTE€HE3a U 3aIIOJIHUTE TAOIHUILY:

Ta6n. Craguu KaHIIEpOTeHe3a.

Ha3ssanue craguu CoObITHSI, MPOUCXOIAIINE B KIIETKaX OO6paTUMOCTh CTaIUH
Nuannmanus
[Tpomonust
[Iporpeccust

Brinmonuenue paboThl BeaeTcs B popme 0OCYKACHHSI BMECTE CO CTYACHTAMU UMEIOIINXCS JaHHBIX 110 OH-
KOJIOTUYECKUM 3a00JIEBAHUAM.

Pabora 4. AHTHOJIACTOMHASL PE3UCTEHTHOCTD.
Lenv pabomur: I3yuynuTh OCHOBHBIE MEXaHU3MbI aHTHOJIACTOMHOM PE3UCTEHTHOCTH.
[lepenecure B TeTpaab U 3aMOJIHUTE CIAEAYIOUIYIO TaOIHILY:

MexaHu3Mbl 3HayeHue ITpumep
AHTHKaHIEPOT€HHBIE
AnTuTpanchopmanu-
OHHBbIE
AHTULEITIONSPHBIE

Breimonnenue padoteiBeieTcs B (hopMe 0O0CYKACHHSI BMECTE CO CTYACHTaAMU UMEIOIIUXCSI JAHHBIX 10 OH-
KOJIOTUYECKUM 3a00JIEBAHUIM.

3. Pelinth CUTYallMOHHBbIE 321a4U
Y4eOHBIM IIAHOM HE TIPEyCMOTPEHO.
4. 3apaHus VI TPYNNOBoOii padoThbl.
Y4eOHBIM IIAHOM HE TIPEyCMOTPEHO.
CamMocTosiTe/ibHAsi BHeAYAUTOPHAS Pa0d0Ta 00yyarOuXcsi M0 TemMe:
3aoanus ona camocmosmenvHoU 6HeayOUmMoOpHOU pabomsl CHYO0eHmOo8 No YKA3aHHOU meme.
1) O3HaKOMUTBCSI C TEOPETUUECKUM MaTepUajIoM 110 TeMeE 3aHTHsI C UCIIOJIb30BaHNEM KOHCIIEKTOB JIEKLUI
W/WIIM PEKOMEHTyeMOl y4eOHOM TUTepaTyphbl.
2) OTBeTUTH HAa BOIPOCHI JIsl CAMOKOHTPOJIS:
e OHKOTeHBI U UX OMOJIOTHYECKAS POJIb.

e |'eHeTHYECKHE aCEKTHI KaHICPOTrcHE3a.
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e OOmue npeacTaBIeHUs O 3HAYEHUH HACJIEICTBEHHBIX ()aKTOPOB B BOSHUKHOBEHUH paKa.
e  ®akTOpbl BHEIIHEHN CPE/Ibl, ACCOLMUPYIOLIMECS C PAKOM (KaHIIEPOTEHBI).

e BupycHble U KI€TOUYHbIE OHKOT€HBI.

o dusunosoruueckas poJib KICTOYHBIX TPOTOOHKOTEHOB.

e MexaHHU3MBI IPEBPALLEHUS IPOTOOHKOT€HOB B OHKOT'€HBI.

e ['eHbI-cynpeccopsl OIyX0J€BOr0 pocTa.

3) IIpoBepuTh CBOM 3HAHUS C UCTIOIB30BAHUEM TECTOBOT'O KOHTPOJIA (IIPUBECTH TECTOBBIE 3aJaHHSI, OTBETHI
Pa3MECTHUTh TIOCIIC TECTOR).
1. Bvibepume 00un npasuiviblii omeem.

3HaueHue NMPOTOOHKOTE€HOB B HOPMAJIbHBIX KJIETKaX: a) B HOPMaJIbHBIX KJIETKaX MPOTOOHKOTEHOB
HeT; 0) UMEIOT OJIM3K0e POACTBO C (PaKTOPAMHU POCTA KIETOK M MX PELENTOpPaMH; B) y4acTBYIOT B IPOJIU-
depanuu n guddepeHnranum KIeTok.

2. Buibepume 0sa npasunbHblx omeema.

K ¢akropam, MOBBIIAIONIMM PUCK MYJIbTH(PAKTOPUAIBHON OO0JIE3HH, OTHOCATCS: a) HAJIMYKUE aHa-
JIOTUYHON OOJIE3HH Y KPOBHBIX POJICTBEHHUKOB; 0) T€TEPO3UTOTHOCTH MO ayTOCOMHO-PEIIECCHBHON 00-
JIe3HU; B) BpeIHbIE (PaKTOPBI OKpYXKaroIleil cpeibl; I') 60JIbIIOe YUCIIO JAETEH B CeMbe.

Omeem:1 - B), 2 — a), B).

4) IloaroToBuTH pedepar Mo CaeayroIIuM TeMaM:

Y4eOHBIM ITAaHOM HE TIPETYCMOTPEHO.

5) [loaAroTOBUTH AaHHOTAIIMIO HAYYHON CTaThU MO TEME.

VY4eOHBIM IJTAaHOM HE TIPETYCMOTPEHO.

6) BEIMOTHUTE qpyrHe 3a1aHus, IpeIyCMOTpEeHHbIe pabodei mporpaMMoi Mo AUCIUTUIIHHE.
Y4eOHBIM ITAaHOM HE TIPETYCMOTPEHO.

Pexomenayemasi iureparypa:
OcHoBHas:
1. boukoB H.I1.Knuandeckas reneruka: yaeOHuK 11t By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononHuTebHAS:
1. Koszeonun B.A., Koceix A.A., Poguna H.E. [IpenatanpHas AuarHoCTHKA HACIEICTBEHHBIX
3a00JIeBaHUI U BPOKIICHHBIX TIOPOKOB pa3BUTHUs: yaeOHoe mocodue Kwupos: 2011.-88 c., n.
2. Konenaera E.B., Ponuna H.E.. O0mas reseTnka u reHeTHKA yeaoBeka: yueOHoe mocooue/
Kupos, 2016. — 69 c.
3. MyroBuH I'.P.. M. Kiinanueckas renetuka. [ eHOMHKa U TPOTEOMHUKA HACIICJCTBEHHOH Ta-
TOJIOTHH [ DIEKTPOHHBIN pecypc]: yueoHoe nocodbue/ [ DOTAP-Menua, 2010. - 832 c.: u.
4. TopOynosa, B.H., Kopxenesckas M.A.. ['eHeTHKa B KTMHUYECKOHN MPAKTHKE: PYKOBOJI-
ctBo A Bpaveit/CII0.: Cneumnur, 2015.-329 c.
5. Mymkamb6apos H.H., Ky3unenos C.JI. Monekynspaas 6uonorus: Yue6. [Tocodue mst cTy-
JIeHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6. DIEeKTpOHHBIE PECypCHI:
1) http://omim.org/

Paznen 6: IlpodpuinakTuka Hac/ieICTBEHHbIX 32001eBaHUIA.
Tema 6.1. IIpodunakTuka Hac/aeICTBEHHbIX 3200/1€BaHNIA.
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Heab: M3yuynTh OCHOBHBIE MOX0/IbI K MPO(UIAKTHKE HACIEICTBEHHBIX 3a00JIEBaHUM, 11€TU U 331241
MEJUKO-TEHETUUECKOT 0 KOHCYJIbTUPOBAHMS, ITAIbl KOHCYJIbTUPOBAHMSI CEMEN C HACJIECTBEHHOM MaToJIO-
TUEH.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMHUHOJIOTMUECKHE TOHATHS, IPUMEHAEMBIE IIPU MEIUKO-TEHETH-
YECKOM KOHCYJIbTUPOBAaHUM ceMel, 00yUUTh CTYAEHTOB ONpPEIECICHUI0 FT€HETUUECKOTO PUCKA B CEMbE Ha
OCHOBAaHUH TEOPETUUYECKUX PACUETOB U IMIIUPUUECKUX JAHHBIX.

OO0yuaromuiicsi 10J15KeH 3HATh:

OcHOBHBIE YPOBHHM U ITyTH NMPO(PUIAKTUKHI HACIEACTBEHHBIX 3a00JI€BaHUM; TOHATHE TEPUKOHIETIIMOHHOM
npodunaktuky; nenu u 3anaun MI'K; nokazanust K MEAMKO-TEHETUUECKOMY KOHCYJIbTHPOBAHHIO; 3TaIIbI
MEJUKO-TEHETUUECKOTO0 KOHCYJIbTUPOBAHUS; IPO- U PETPOCIEKTUBHOE KOHCYJIFTUPOBAHUE; ITUUECKHE ac-
nektel MI'K.

OOyuarommiicst 10J7KeH yMeThb:

Hcnonp30BaTh KIMHUKO-TEHEATOTUYECKUI METOJ /ISl ONpEeIeHHs pUCKa HACJIEICTBEHHBIX 3a00seBa-
HUI; HA OCHOBAHMU IIPOBEICHHBIX UCCIIEIOBAaHUI BBIACIATH NALMEHTOB I'PYMIbl PUCKA; HAYUYUTHCS Mpa-
BHJIBHO MCIIOJIB30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

OO0yuyarommiicsi 10J17KeH BJIa/IeTh:

Meanko-61oI0rn4eckuM NOHATUHHBIM anmapaToM. MeToJaMu M3y4eHHsl HacJeICTBEHHOCTH YEJIOBEKa.
HaBbikamMu noucka MeIUIIMHCKON HH(OpMaLuK B yueOHOM, HayYyHOH JIUTEpaType, B TOM YHCIIE C UCTIONb-
30BaHHEM ceTd VHTepHeT; HaBbIKaMM MPEJICTaBICHUS U 00CYXIE€HUs MeIUIMHCKON nHpopmanuu. baszo-
BBIMU TEXHOJOTHSIMHU TpeoOpa3oBaHusi HHYOPMAIMH: TEKCTOBbIE, TAOIUYHBIC PEIAKTOPHI, IIOUCK B CETH
HNurtepner.

CamMocTosiTeJibHAsi ayIUTOPHASA PadoTa 00y4aloUUXCs 10 TeMe:
1. OTBeTUTH HA BONPOCHI MO TeMe 3aHATHSA
Bomnpocsr qyist codecenoBanus:
1. OcHoBHBIE YPOBHU U IYTH MPO(PUIAKTHKH HACIECICTBEHHBIX 3200I€BaHU.

2. e u 3amaun MI'K.
3. Tlokazanwms st Hanpasienus: Ha MIK.
4.

[IpyHIMIIBI OLIEHKH T€HETUYECKOTO PUCKA B PA3IMYHBIX TPYMIAX HACIEACTBEHHON MAaTOJIOTHH.
Mertonbl ero pacuera.
2. IllpakTHyeckas padora
Padora 1. Oopmiienne kapThl peHOTHIIA.
Lenv pabomul: I3yuuTh BONPOCH! MPABUILHOTO cOOpa aHAMHE3a U MOUCKA KITMHUYECKUX CHMIITOMOB.
Odopmure kapTy peHOTHIIA IO IPEATIOKESHHBIM 3aJaHUSIM U UMEIOIIUMCs (poTorpadusiM MarueHToB.
Brinonnenue paboTsl Begercs B popme 00CyKIESHUS BMECTE CO CTYA€HTaMU UMEIOIUXCSI JAHHBIX HACJIeI-
CTBEHHOM NATOJIOTHH.
Pab6ora 2. Onenka prucka npu MOHOT€HHBIX 3200J1eBAHUSAX.
Llenv pabomul: I3yunTh pa3auuHble BApUaHThl OLIEHKU PUCKA IPX MOHOTE€HHOM MaTOJIOTUH.
OneHnte BO3MOKHBIN PUCK Pa3BUTHUS 3a00JIEBaHUMN IO MPEATIOKEHHBIM POJIOCIOBHBIM.
Brinonnenue paboTsl Beaercs B popme 00CyKIEHUS BMECTE CO CTYI€HTaMU UMEIOIMXCSl JAaHHBIX HacJe-
CTBEHHOM NATOJIOTHH.
Padora 3. Onenka 3MNMpUYeCKOro pUcKa.
Lenv pabomul: OLIEHUTH BEPOSATHOCTh BOZHUKHOBEeHUsT MD3.
[lepenecure B TeTpaab rpapuueckoe H300pakxeHue poJOCIOBHON CEMbH:
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Atonuueckuii nepma-

BpOHXI/IaJ'IBHaH acTMa

C moMo1Ibko TaOIUIIBI SMIUPUYECKOTO PUCKA PA3BUTHS MYJIbTU(AKTOPHATBEHBIX 3a00JI€BaHUN U IPECTAB-

JIEHHOW POJOCIOBHOM ONpENENIUTE :PUCK KAKOro 3a00seBaHusl (aTONMMYECKUI JepMaTUT Ui OpOHXHAIb-
Has acTMa) MOKET Pa3BUThCA Y JieTel mpobaHaa ¢ O0JIblIel BEPOSITHOCThIO?

Mn/n Jabonenanus, MOPOKH Puck nas cubcon
{¥ B OTAEIbHBIX CAYHARX AR HOTOMCTEA)

L. AnzHUEDAIHS 2-5%
2 Bposgennse nopokn cepaua 2 = 4% (B 3aBMCHMOCTT OT opMBl)
3 KoconatocTs 2%
4- Ouyxons BuabMea 3%
a3 Pak MonouHOI Xeteak 6-7%
L) nunencun 3-12%
7 I sodpperna:

£CnH Gonet OAHH M3 posHTENCH; 10%

ccan DonbHel 06a pOJHTENS; 40%

118 cHlCOR B CMOPRIHYECKHY CYMAAX 12,5 - 20%
B HeocnomHeNHAR MHONKA BUMCOKOH CTEMENH 10 - 15 % (ana neTeit u cubicon)
9 Pepvaronanuii aprpur 5%
10. MeopHas 16% (1ns cuboon)

20 % (mna geredi npofania)

11. HapeHnas Goneanb xenyaKa 15%
12 ATONHYECKHA NepMaTiT 16%
13 lpoirsuaikHan acTMa 8-9%

Brinonnenue paboTsl BeeTcs B popme 00CykKICHNU UMEIOIINXCS TaHHBIX 110 MyJIbTH()AKTOPUAIBHBIM 3a-
00JIeBaHUSAM BMECTE CO CTYJIEHTaMH.

Padora 4. IlpoBenenne NMUCbMEHHOM KOHTPOJIbHON PadoThl 1O Teme: «/lMarHocTHMKa, OCHOBHBIE
HaIpPaBJICHUS JIEUEHUS ¥ TPOPHUIIAKTHKA HACIEICTBEHHBIX 3a00JIeBaHUI.
Hanummmre MeToab! TMarHOCTUKU (C 0KUAaeMbIMU U3MEHEHUSIMH), HAIIPaBJICHUS JICUECHUs U MpoQuiIak-
TUKH JJIs CIEAYIOMHX 3a00I€BaHUMN:

1. BuramuH J[-pe3UCTEHTHBII paxuT.

2. T'emodpwmmms A u B.
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10
11
12
13
14
15
16

17.
18.
19.
20.
21.
22.
23.
24,
25.
26.

27
28

bosnesnp ['mpmmpynra.
BRCA 1 u BRCA 2 —accoumnpoBaHHBII pak MOJIOYHOH JKeJe3bl.
HacnencTBeHHbIN HEMOJUMO3HBIN PaK TOJICTOTO KUIIEYHUKA.
Anupunus (myrtarnuu PAX 6).
CemeitHas runepxoiecTepuHEMUsl.
Cunznpom Mapdana.
Mapruna-bemn.
. Heiipodubpomaros.
. DEHWIKETOHYPHSI.
. MykoBHCLIH103.
. AbOVHU3M.
. I'amakro3zemus.
. F'oMouucTunypus.
. AnKantoHypwus.
Cunnpowm Jles.
ATpodust TUCKOB 3pUTENbHBIX HEPBOB Jlebepa.
Cungpom MELAS.
Cungpom: JlayHa.
Cungpowm Ilatay.
Cunnpom DaBapzca.
Cunnpom Bonbda-XupuxopHa.
CHHIpPOM «KOLIAYbEro KpUKay.
Cunnpom Knaitndensrepa.
Cungpom llepemesckoro-TepHepa.
. Cungpom tpurio-X.
. Muogucrpodus ymenna-bekkepa.

3. PemiuTh CUTyallHOHHBIE 3a1a4H
1) Anroput™m pa3zbopa 3aaau

1

2.
3.
4.

OHpGI[CHI/ITe IMPUYINHY BO3HUKHOBCHUA IIATOJIOTHU.

B ci1y4dac HaCHeHCTBeHHOﬁ I[IaTOJIOIUH, OIIPEACIIUTE TUII HACIICAOBAHUA.

Omnpenenurte MPOrHo3 JUIsl JTAHHOW CEMbH.
JlaliTe peKkoOMeH1alkH.

2) [Ipumep 3agaun ¢ paz3doOpPoM MO aIrOPUTMY

3amaua 1. B MenuKo-reHeTHYeCKy0 KOHCYIbTAalMI0 00paTuiIack CyrmpyKeckas mapa, y KOTOpoil 4eTbipe
OepeMEeHHOCTH 3aKOHYMIINCH POXKICHUEM MEPTBBIX MJI/ICHIIEB C MHOTOUHCICHHBIMU AaHOMATHSIMHU Pa3BH-
tre. 3BecTHO, UTO OTEIl ATOM CEMBH SIBISIETCA TUKBUAATOPOM aBapuu Ha YepHoObuibcKoit ADC.
[TprunHa BO3HUKHOBEHHS MATOJIOTMH — JK30TE€HHBIE TEPATOTEHHBIE (DAKTOPBHI.

el NS

[TaTonorus He yHacien0BaHa.
HeOGnaronpusTHbIM.

[Tocne netanbHOTO 0OCIETOBAaHMS 000MX POIUTENEH, CKOpee BCero, OyayT JaHbl pEeKOMEHIAINN

MO0 OI'PAHUYCHUIO 3aYaTHA.

3) 3agauu 11 CaMOCTOATENBHOTO pa3dopa Ha 3aHATHUH.

3amaua 1. B MeIuKO-TeHETUYECKYIO0 KOHCYIBTALUI0 00paTHiIach CeMeiHas mapa 1mo MOBOAY OECIUIONHUS.
OO6cnenoBanue y CEHMAIUCTOB HE OOHAPYKUIIO KAaKUX-IHO0O0 OTKJIOHEHUH B 310poBke. JIuIb npu AeTasb-
HOM OIIPOCE OBUIO BBISBIEHO, YTO KCHIUHA JUTUTEIBHO MPUICPKUBACTCS MPEUMYIIICCTBEHHO MOJIOYHON
JUETHI C IPAKTUYECKH MOJTHBIM OTCYTCTBUEM OBOILEH B parrione. KakoBa BeposiTHas puurHa Oecrioaus?
KakoB mporuo3 jyist 3To¥ ceMbU B OTHOILLIGHUU JeTOpoxaeHus? J[aiiTe peKOMEH 1alluu.
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3anmaua 2. [IpobGanya - 3M0poBast )KEHIIMHA UMEET YEThIpEeX OpaTheB, BA U3 KOTOPHIX OOJBHBI alIKaNTOHY-
pueil (oTcyTCTBUE (pepMEHTa, OKHUCISIOIIEr0 TOMOI€HTM3MHOBYIO KUCIOTY). MaTh nmpobaHja 3710poBa U
UMeeT JBYX 3A0poBBIX OpatheB. Oter mpobanaa 6omnen ankantoHypueid. OH MPUXOIUTCS ABOIOPOTHBIM
OpaToM cBoeil skeHe. Y Hero ecTb 3710pOBbIi OpaT 1 310poBas cecTpa. babka no nuHMM oTHA ObliIa 60JIBHOMN
U cocTosIa B Opake Co CBOMM JBOIOPOIHBIM 310pOBbIM OpaTtoM. baOka u gen npobania o JTMHAN MaTepH
310poBbl. OnpeaenuTe TUIT HAcIEeI0OBaHUA M BEPOSTHOCTb POXKICHHS OOJBHBIX JeTel B ceMbe MpobaHIa
NIPY YCJIOBUH, €CJTM OHA BBIMJIET 3aMY’K 3a 37J0POBOTO MY>KYHHY, MaTh KOTOPOTO CTpaja alKanTOHypHUEH.

3amaua 3. lleBouka, 15 mer. Pogunace oT mepBbIX CPOUYHBIX POJOB ¢ Maccoi Tema 2700r, jimuHou Tena -
47cm. Ponpl mporekanu 6e3 ocobenHocTe. [Ipu mepBoM ocMOTpe BBISBICHO: KOPOTKasl 1esi, HU3KOe pac-
MOJIO’KEHUE YIIHBIX PaKkoBUH, TuMpaTtudeckuil orek kucieil u crtomn. K rpyau Obuia mpuiiokeHa Ha 2-e
cyTku. Ha rpy1HOM BCckapMiIMBaHMHM 10 roja. B mcuxoMoTopHOM pa3BUTHM HE oTcTaBaia. [Ipu HacTosmeM
OCMOTpE BBISIBJIEHO: HU3KOPOCIOCTh (Macca Tena 46 kr, anuHa tena 130 cM). AHTUMOHTOJIOMIHBIN pa3pes
IJIa3HBIX IEJIEN, HU3KOE PAcIOI0KEHUE YIIHBIX pakoBUH. KopoTKas 1mest ¢ KppbUIOBUIHOM CKIaKON KOXKH,
HU3KHUM pOCT BOJIOC Ha 1Iee, KIMHOAaKTHINA. KoHTakTHas1, Ha HECTIOKHBIE BOIIPOCH! OTBEYaeT KOPOTKO (A4,
HET) U aJieKBaTHO. JlaHHbIe Ta00paTOPHBIX HCCIeN0BaHUN O6€3 OTKIIOHEHUH OT HOpMBIL. IIpeamnonoxurens-
HbI auarno3? JlanpHeHmmii nporuo3 (pu3n4eckoro u HEpBHO-TICUXUYECKOro pa3Butusi pedenka? Bapu-
aHTBI JICUEHUS.

3anaua 4.K Bpauy nenuatpy obpaTuiach xKeHIHA ¢ peOeHKoM 10 et 3a KOHCYJIbTalue Mo moBOLy OT-
CTaBaHUS B (PU3MUECKOM Pa3BUTUHM OT CBEPCTHUKOB. KpoMme TOro, Manbumk MJIOXO YCBauBall MIKOJIbHYIO
IporpamMMy M OTCTaBajl B MHTEJJICKTYaJIbHOM Pa3BUTHU. POUTENH 310pOBEL, HO BO BpeMsi OEpEMEHHOCTH
KEHIMHA NepeHecsa ocTpoe BUpycHoe 3a0oneBanue.Ilpu ocMoTpe y peGeHka onpenenstoTess THIOTPO-
¢us1, Mukporedanus, BHICTYNAOMKE HaAOPOBHBIE TYT'H, BRICOKUH 700, SMMKAHT, MITO3, TUIIEPTEIOPU3M,
KJIFOBOBH/IHBIN HOC, MUKPOTHAaTHsA, YMCTBEHHAs OTCTaI0CTh. Bpay 3a110703pui1 HacneCTBEHHOE 3a001eBa-
Hue u HanpaBwi pedernka B MI'K, rie ObuT yeTaHOBIICH AUarHo3: cuapoM Bonbda-Xupunxopaa. Onpene-
JIMTE BEPOSITHYIO NpUUYMHY 3a0oneBanus. Kakue uccieioBanus HEOOXOAMMO IIPOBECTH ISl yTOUHEHUS AU-
araosa? Onpenenure puckK IS poKICHUS APYTUX JIETEH ¢ MOA00HBIM 3a00JICBAHUEM.

4. 3apaHus 1Jis1 TPyNNoOBoii padoThl.
HesioBasi (poJieBasi) urpa: Menuko-reHeTHYeCKOe KOHCYJIbTUPOBAHKME OOJIbHBIX C MOHOT€HHOW TATOJIO-
TUEH.
L]eny. N3yunth paboTy MeIUKO-TeHETHYeCKOU KOHCYIbTanuu. CTyIeHTaM Ipejiaraetcs NpeACcTaBUTh Ha
3aHSTUU MOJIOJYIO CYNPYKECKYIO apy, y KOTOpbIX 1 Mecsll Ha3aa poauiics pedeHok. [Ipu aToMm cocTosHue
pebeHKa HaYMHAeT YXY/IIAaThCsl, YTO MPOSIBIIETCS B HApACTAHUU MBIIIEYHOTO TOHYCA, HACTOsIIee 0Opa-
I[IEHUE K MEJANATPY B CBSI3U C MPUCTYIIOM KIIOHUYECKHX CyJ0por. ¥ peGeHKa oTMedaeTcss HeOObIYHBIN 3a-
nax, 0JIeTHOCTh KOXKHBIX MOKPOBOB. 3-Uii CTYI€HT UTPAET POJIb Bpada-MeauaTpa, Hanpasisioiero cymnpy-
KECKYIO Mmapy ¢ peOEHKOM K Bpauy-reHeTUKY (4-biit cTyaent) B MI'K jj1st HCKITIOUCHHUST HACIIEICTBEHHBIX
Oose3neit u emie 1 rpymnma CTyAEHTOB UTPaeT Poiu JTaOOpaHTOB-TEHETHKOB. «Bpau-neauatp» oKeH
000CHOBAThH HampaBieHue peOeHKa Ha MPUEM K Bpady-T€HETHKY. «Bpau-reHeTHk» T0KEeH IPOBECTH KOH-
CYJIBTUPOBAHUE U TIOCTABUTH MIPEIBAPUTENbHBINA quarto3. C 3Toi 1eb0 OH JOJIKEH MPEA0KUTh OMOXH-
Mudeckoe oocneoBanne. «JIabopaHT-IIUTOTEHETHKY TOJDKEH MPOBECTH UCCIICTOBAHUE W UICHTHUPHUIHPO-
BaTh HACJIEICTBEHHBIN CHHIPOM (€CJIH OH eCTh). Ha ocHOBaHMM OMOXUMUYECKOTO aHAIHN3a «BPAUY-TEHETHK)
YTOYHSIET IUarHo3 y pe0eHKa, 1aeT 3aKJII0YeHHe U O0OBACHAET TAKTUKY JICUCHUS POTUTEIISM.
CamocTrosiTe1bHAs BHeayAUTOPHasi paboTa 00y4aloUuxcs mo TemMe:
3aoanus ons camocmosamenbHoU 8HeayOUmMopHoU pabomovl CMyOeHmMo8 o YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUESCKUM MATEPUATIOM 110 TEME 3aHSTHS C UCIIOJIb30BAaHNEM KOHCIIEKTOB JIEKIIUI
W/AITA PEKOMEHTyeMOU Y4eOHOU JTUTEPATyPHI.
2) OTBETUTH HA BOMPOCHI JIsl CAMOKOHTPOJIS:

e OCHOBHBIE YPOBHHU U MYTU NPOGUITAKTUKN HACIEICTBEHHBIX 3a00ICBaHHI.

o Ilenau m 3amaun MI'K.

e [lokazanus nia Hanpaiaenus Ha MI'K.
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e [IpuHIMITBI OLIEHKU T€HETUYECKOr0 PUCKa B PA3JIMYHBIX IPYIIAX HACIEACTBEHHOMN MATOJIOTUN.
Mertonbl ero pacuera.

3) IIpoBepuTh CBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOI'O KOHTPOJIS

VY4eOHBIM MJIaHOM HE MPEIYCMOTPEHO.

4) I[lonroroBuTh pedepat Mo cleayINUM TeMaMm:

VY4eOHBIM IJIaHOM HE MPEIYCMOTPEHO.

5) IloaAroToBUTH AHHOTALMIO HAYYHON CTaThU IO TEME.

Y4eOHBIM MJIaHOM HE MPEIYCMOTPEHO.

6) BeImoaHuTh qpyrue 3ajanus, IpeIycMOTpEeHHbIe pabodell mporpaMMoi Mo AUCHUIUIHHE.
Y4eOHBIM IJIaHOM HE MPEIYCMOTPEHO.

Pexomenayemasi iureparypa:
OcHoBHas:
1. boukoB H.I1.Knuunueckas reneruka: yueOHuk ains By3os/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JononHuTenpHas:
1) Kossonun B.A., Kocbix A.A., Poguna H.E. [IpenaTanbHast TuarHoCcTUKa HACICICTBEHHBIX
3a00J1€BaHN U BPOXKJICHHBIX MIOPOKOB pa3BUTHUsA: yueOHoe nmocodbue Kupon: 2011.-88 c., mm.
2) Konenaepa E.B., Ponuna H.E.. OO1ias reneTrka v TeHETHKA YeJIOBeKa: yueOHOoe ocooue/
Kwupos, 2016. — 69 c.
3) MyrosuH I'.P.. M. Kitnnnueckas renetrka. ['eHOMHUKA U POTEOMUKA HACIIEICTBEHHOM Ia-
TOJIOTUH [ DIEKTPOHHBIN pecypc]: yueoHoe nocooue/ 'DOTAP-Menua, 2010. - 832 c.: ni.
4) TopoOynosa, B.H., KopxeneBckast M.A.. ['eHeTHKA B KITMHUYECKOW MPAKTHKE: PYKOBO/I-
ctBo mis Bpaueit/CI16.: Crergmut, 2015.-329 c.
5) MymkambapoB H.H., Ky3uenos C.JI. Monekynsipras 6uonorust: Yue6. [locodue mis cry-
JEeHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6) DIeKTpOHHBIC PECYPCHI:
1) http://omim.org/

Paznen 6: IllpodunakTuka Hac/aeICTBEHHBIX 3200/1eBaHUIA.
Tema 6.2. [IpenarajibHasi JUATHOCTHUKA.

Hean: M3yunTh OCHOBHBIE METOJIBI M 33J1a4UH, TAIlbl JUArHOCTUYECKOTO TIONCKA MPeHaTaIbHOU THa-
THOCTHUKHU.

3amaun: PaccMoTpeTh OCHOBHBIC TEPMHHOJIOTMUECKHUE TTOHATHS, TPEHATAIBHOM TMarHoCTHKHU. [lo3Ha-
KOMUTBECA C OCO66HHOCT$IMI/I CKpI/IHI/IHFOBI)IX METOOAOB NUArHOCTHUKU, COBpeMeHHI)IMI/I METOAaMHn HpeHa-
TaJBLHOM THMATHOCTHKH, a TAKXKe MOAX0JaMH B JICUEHUH IUIOA.
OO0yuarommiicsi 10J15KeH 3HATh:
OCHOBHBIE ATaIlbl JUATHOCTHYECKOTO IMOMCKA B IIPEHATAILHON IMarHOCTHKE; TTOKA3aHMs K HE HHBa3UBHBIM
1 MHBAa3HWBHBIM ME€TOJaM AUATI'HOCTUKMU, CpOKI/I, MCTO}II/IKy nux HpOBeI[eHI/IH 1 BO3MOXHBIC OCJIIOXKHCHMUSA.
OOy4arommiicst 10J5KeH YMeThb:
Hayuuthcsi mpaBHIIBHO MCTIOJB30BaTh COOTBETCTBYIOIIYIO TEPMUHONOTHIO. Ha OCHOBaHWMHU pe3ylbTaToOB
MIPOBEJAECHHBIX CKPUHUHTOBBIX UCCIIEAOBAHUM BBIEATh NAIMEHTOB C TOKA3aHUSAMU JJIsl YTOUHSIFOLIEH TH-
ATrHOCTHUKU. OHGHI/IBaTB COOTHOILLICHUEC pI/ICKa HpOBGI[eHI/ISI MHBA3UBHBIX MCTOJ0B JUATHOCTHUKH C pI/ICKOM C
HACIIEICTBEHHBIX 3a00JICBaHUI.
Oo0yuaromuiicsi 10/KeH BJIageTh: Meauko-01MoorMuecKuM MOHATHIHBIM anmapaTtoM. MeTtonamMu usy-
YEeHHsI HACJIeICTBEHHOCTH YeloBeKka. HaBblkaMu orcka METUIIMHCKON nH(popMaluu B y4eOHOM, HayqHOM
J'II/ITepaType, B TOM YHCJIC C UCIIOJIBb30BAHHUCM CCTU I/IHTepHeT; HaBbIKAMH Hpe)ICTaBJ'IeHI/Iﬂ 158 O6CY)K)IGHI/I$I
MeIUIMHCKON nHpopManuu. bazoBeIMU TEXHOIOTUAMHU TpeoOpazoBaHusl MHPOpPMAIIMK: TEKCTOBBIE, Ta0-
JINYHBIC penaKTopH, IIOHUCK B CC€TH I/IHTepHeT.
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CamocTosiTe/ibHAsA ayIMTOPHAsA padoTa 00yYaOIIUXCS 10 TeMe:
1. OTBeTUTH HA BONPOCHI 110 TeMe 3aHATHS
Bompocsr qi1st cobecenoBanust:
1. HpeHaTaﬂLHafl " NPpCUMIINIaHTAIUOHHAA JUArHOCTHKA: ITIOKa3aHHd, BO3MOKHOCTH.

Metobl TpeHaTaIbHOW TUATHOCTHKH.
DTHYECKHE BOMPOCHI MPEHATATLHON TMarHOCTHKH.

OKO kak MeToJ NpoUIaKTUKH HACIEACTBEHHBIX 00JIe3HEH.

o A~ WD

[TpuHIMITEI IeYeHHUS HACTIEICTBEHHBIX 00JIe3HEH.

2. lIpakTyeckas padora

Pa6ora 1. CKpuHHHIOBbBIE METOAbI IPEHATAIBLHOUIMAHOCTUKH.

Lenv pabomul: I3yunTh XapakTepHbIC TMATHOCTUYECKUE YEPTHl HEKOTOPHIX YACTHBIX MATOJIOTHH.
Hcnonb3yst TabIuIbl ¢ OMOXUMUYECKUMU MTOKa3aTensiMu U CHUMKH Y 31, 00CYTUTh XapakTepHbIe TUarHo-
cTU4ecKue 4epThl cuuapomMa [layna, DnBapsca, [lartay.

[lepenectu B TeTpaapb U 3aNOTHUTH CIACAYIONIYIO TaOJIHUILY:

Hasanue cunmpoma | OTKIIOHEHHE OMOXUMHUYECKHUX MTOKa3aTeseH VY3U-kapTuHa

Cungpom Jlayna
Cungpoma Ilaray

Cungpom DaBapica

Brinonnenue pabotel Benercs B popme 00Cyk I€HHUS BMECTE CO CTyACHTaMU UMEIOIIMXCS JaHHBIX 110 Me-
TOAaM IpeHaTAIbHON JUATHOCTUKH.
3. PelmnTh CUTYallMOHHBbIE 31a4U
Y4eOHBIM ITAHOM HE TIPEyCMOTPEHO.
4. 3anaHus VI TPyNNnoBoii padoThbl.
[TpocMoTp yuebHOrO hunbma: «IIpeHaranbHas TUATHOCTUKAY.
[Tocne mpocMoTpa OTBETUTH HA CIEAYIOLINE BOIIPOCHI:

1. Kakue MeToapl IpeHaTaTbHON TUarHOCTUKY OBLIH MPEACTABICHBI B (pruiibme?

2. Kakue MeTo1pl OTHOCHIIMCH K HE MHBA3UBHON CKPUHUHTOBOW JMATHOCTUKE?

3. Kakue MeTo bl TUarHOCTUKH OTHOCUJIUCH K YTOUHSIONIMM HE HHBA3UBHBIM?

4. Bo3amoxHoctu MeTona Y 3U-A1narHocTUKY U CPOKU BBIMIOTHEHUS 00CIIeJOBaHUS?

5. YcnoBus mpoBeACHUS] MHBA3UBHBIX UCCIEIOBAaHUMN?
CamMocTosiTe/ibHAsi BHEAYAUTOPHAS Pad0Ta 00yYaOMXCs M0 TemMe:
3aoanus ona camocmosamenbHoU 8HeayOUmopHoU pabomul CMyO0eHmo8 no YKA3aHHOU meme:
1) O3HaKOMUTBCS C TEOPETHUECKUM MaTepUaIOM 110 TEME 3aHITHSI C UCIIOJIb30BAHNEM KOHCIIEKTOB JICKIIUH
W/WIIA PEKOMEHTyeMOH y4eOHOM TUTepaTyphbl.
2) OTBETUTH HA BOMPOCHI JIsI CAMOKOHTPOJIS:

e [IpenaranpHas U MpeUMIUIAHTALIMOHHAS TUATHOCTHKA: TTOKa3aHUs, BO3MOYKHOCTH.

e MeToabl NpeHaTaaIbHOW TUArHOCTHKHU.

e  DTUYECKHE BOIPOCHI MPEHATAIbHON JUArHOCTUKH.

e OKO kak MeTo npo(UIaKTUKH HACIEACTBEHHBIX OOJIE3HE.
e [IpuHNUIBI IeYeHHs] HACTEACTBEHHBIX OOJIC3HEH.

3) IIpoBepuTh CBOM 3HAHUS C UCIIOJIH30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00un npasuivislii omeem.
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OnTrManbHBIMU CPOKaMH TIPOBEICHUS] OMOTNICHH XOpUOHA SBIsIoTCS: a) 12 — 14Hen.; 6) 8 — 12Hen.;
B) 4 — 6Hen.

2. Bvibepume 00un npasunvhsiii omeem.

[IpexonuenuuoHHas MpopuIakTHKa — 3TO: a) YIPaBIECHUE dKCIPECCUeil TeHOB; 0) YMTUMUHAIIM
SMOPHOHOB U TIJI0JIOB C HEOHATAIBHOW MATOJIOTUEN; B) TEHHASI MHKEHEPHS HAa YPOBHE 3apO/IBIIIEBIX KIle-
TOK; T) TUTAHUPOBAHUS CEMbH U MEPOIIPHUSITUS 1O ONTUMH3AIUU U PA3BUTHUS 3UTOTHI.

Omeem:1 - 6),2 —71).

4) I[MonrotoBuTh pedepart Mo CIeayIIMUM TEMaM:

VY4eOHBIM IJTAaHOM HE TIPETyCMOTPEHO.

5) [oaAroTOBUTH AaHHOTAIMIO HAYYHON CTaThH IO TEME.

Y4eOHBIM IJTAHOM HE TIPETYCMOTPEHO.

6) BeImomHUTE qpyrHe 3a1anus, IpeIyCMOTpEeHHbIe pabodei mporpaMMoi Mo AUCIUTUIHHE.
Y4eOHBIM IJTAHOM HE TIPETYCMOTPEHO.

Pexomenayemasi iureparypa:

OcHoBHas:

1. boukoB H.I1.Knuunueckas reneruka: yueOnuk ais By3os/ M.: [DOTAP-Menua, 2006 -2011, ¢.480

JononHuTenpHas:

1) Kossonun B.A., Kocbix A.A., Poguna H.E. [IpenaTtanbHast TuarHoCTUKa HACICICTBECHHBIX
3a00J1€BaHN U BPOXKJICHHBIX MIOPOKOB pa3BUTHsA: yueOHoe nmocodbue Kupon: 2011.-88 c., mm.
2) Konenaepa E.B., Ponuna H.E.. OOmias reneTrka v TeHETHKA YeJIOBeKa: yueOHOe ocooue/
Kwupos, 2016. — 69 c.
3) Myroun I'.P.. M. Kiinanyeckas renetuka. [ eHOMHKa 1 IPOTEOMUKA HACIICICTBEHHOH I1a-
TOJIOTUH [ DIEKTPOHHBIN pecypc]: yueoHoe nocooue/ 'DOTAP-Menua, 2010. - 832 c.: m.
4) TopOynosa, B.H., KopsxeneBckast M.A.. ['eHeTHKA B KIIMHUYECKOW MPAKTHKE: PYKOBO/I-
ctBo mis Bpaueit/CI16.: Cnengu, 2015.-329 c.
5) Mymkam6apos H.H., Kysuenor C.JI. Monekynspuas ouosiorusi: Yue6. [Tocooue mis cTy-
JEeHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.
6) DIeKTpOHHBIC PECYPCHI:

1) http://omim.org/

Pazpnen 6: IlpodunakTuka Hac/IeICTBEHHbIX 3200/1eBaHN.
Tema 6.3. KomnbloTepHasi IMAarHOCTHKA HACJIeICTBEHHBIX 3200J1eBAaHNH.

Heab: ChopmupoBaTh yMEHHUS M10JIb30BAThCS HHTEPHET-PECypcaMu ¢ OMOMETUIIMHCKUMU Oa3aMu
JAHHBIX JIJIs1 TUarHOCTUKU MeHETUYECKUX 3a00JIeBaHU.

3agaum: M3yunts 0COOCHHOCTH pa3nMuHBIX 0a3 MaHHBIX. [I03HAKOMUTBCS € MPOIECCOM TOUCKA
MHpOpMaLKU Ha OMOMETUIIMHCKOM pecypce. OCyIecTBUTh NOUCK T€HETUYECKOro 3a00JIeBaHus € TOMO-
uipio noprana OMIM.
OO0yuyarommicsi 10J17KeH 3HATh:
Jlo u3yueHus Temsbl (0a3uCHbIE 3HAHMSI) — T€HETUYECKUI KO, CTPOCHUE I'eHa, FTeHETUUECKUN JIOKYC, MY-
TaIysl, HaclleICTBEHHbIE 3a00JIeBaHus, Oa3a JaHHBIX.
[Tocne n3yueHus: TeMbl — MOHATHE O OMOMETUIIMHCKUX 0a3ax JaHHBIX, 0OCOOEHHOCTH pa3INyYHbIX 0a3 JaH-
HBIX, TOUCK HH(POPMALIUU B OMOMETUIIMHCKOM 0a3e TaHHBIX.
OO0yuarommiicss 1o/keH ymerb: [lonb3oBaThcs nmouckoBbiMU MHTepHET-pecypcamu. CocTaBisTh Tab-
Ty 110 OMOMETMIIMHCKUM 0a3aM TaHHBIX, UX 0COOEHHOCTSIM, copepkanuto. C nomoripio noprasa OMIM
OCYIIECTBIISATh IOUCK F€HETUUECKOr 0 3a001eBaHMsl.
OO0yuarommiicss 10JKeH BiaageTh: MeIuko-01M0oI0rnyecKuM MOHATUIHBIM anmnapaToM. MeTtogaMu u3y-
YeHMsI HAacJIeICTBEHHOCTH YesloBeka. HaBblkaMu moncka MeTUIMHCKON nHpopMaluu B yueOHOM, HayuyHOU
JUTEpaType, B TOM YUCIIE C MCIOJIb30BaHUEM ceT VIHTepHeT; HaBbIKaMU MPEICTABICHHS U 00CYKACHUS
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MeIUIMHCKOW MH(popMarui. ba30BbIMU TEXHOJIOTHUSAMH MTpeoOpa3oBaHusi HH(OPMAIMU: TEKCTOBBIE, Ta0-
JIMYHBIE PEAAKTOPBI, IIOUCK B ceTu MIHTEpHET.

CamocrosiTeIbHAsA ayMTOPHAs padoTa 00y4aloMMXCH 10 Teme:
1. OTBeTHTDH Ha BONPOCHI N0 TeMe 3aHATHS.
Bomnpocs! 11 cobecenoBanms:
AHanm3 TeHeTHIeCKHUX 0a3 TaHHBIX.
[TonsiTrie 0 OMOMEANIIMHCKON 0a3e TaHHBIX.
Knaccudukamnus OnoMmeTuimHCcKux 0a3 TaHHBIX.
Hanmonanensiit Llentp 6unonndopmaruku (NCBI).
baza nannbix "MeHzaeneBckoe HacienoBanue y yeiaoseka"' (OMIM).
baza naHHbIX TeHeTHYECKUX MocneaoBarenbHocTel (GenBank).
baza nanHbIX pacmmpeHnHon MeauimHckon auteparypsl (PubMed).
Human Gene Mutation Database (HGMB).
baza nannbix mocnenoBarensHocTeit 6enkoB (UniProt)
10 baza nannbix nmocesmenHas 6enkam (PROteinSITESs)
11. ba3a nanHbBIX HacienCTBEHHBIX Oose3Hel (GeneTests)
12. ba3a nanHbIx 0 reHax 4enoBeka (GeneCards).
2. IIpakTuyeckas padora
Padora 1. CocraButs Tabmuiy «Oco0eHHOCTH OHOMEIUIIMHCKUX PECYPCOBY.

©CoNo~WNE

Hasganue pecypca OcobenHocTH pecypcea Kakyro nadopmMaImo coaep ur

Pa6ota 2. [To3HakomMuThes ¢ porpammoit «SynDiag» 1 oCyIecTBUTh MOKCK JIFOOOTO HACIIEICTBEHHOTO
3a0o0JIeBaHUs Ha BHIOOD MO AITOPUTMY.

O6pa3zen pa6otsl ¢ mporpammoii «SynDiag» Ha npumepe cunapoma Jlayna.
1. 3axouUM B MporpaMmy.

2. Ilepen HaMu BCIIIIBIBAET MEHIO IPOTPAMMBI.

7 Main Menu o] x|

JNuarxocTuka:
1. Cunapomm METP
2. CKeNETHBIE AHCNAASHH
3. AkTofEpManbHBIE AUCIAASHH
o . 4. HexoTopuie ApyrHe KoMNAeKcH,
CHCTEMHBIE AHOMANHH H GoAESHH

Aerope: E.I'. Mabuna, a.m.H. u C.B.Konocoe, k.¢.-mM.H.

Anpec: benapyce, r.Munck, nfo 136, a/a 140
Ten.: [0172) 37-05-25, 58-13-42
Pakc: [0172) 37-85-13. 37-06-85

Bepcua 2.0
Cunluaz 1997 (o]

JMuarnos| a Cnpaeka

L__E_J Yy jBuxlm

3. Jlanee BbIOMpaeM BKJIAJIKy AUArHO3.
4. OTkpbIBaeTCs I1aBHOE MEHIO, B KOTOPOM YTO Obl OCYHIECTBHUTH MOUCK 3a00JIeBaHUS 110 CUMIITOMaM
HY’KHO Ha)KaTh Ha KHOMIKY « BBIOOp CUMIITOMOBY.
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6. BeiOupaem HyKHBII HaM pa3ziell ¥ KITUKaeM.

B cnyuae ¢ cungpomoM [layHa Mbl UMEEM CIEAYIOIIUE CUMITOMBI: TUIIOTOHHUS, MOHTOJIOUIHBINA pa3pes
J1a3, OpaXuIaKTHIHS KHCTH, TUIOCKOE MEPEHOCHE.

JlJ11 MOHTOJIOMAHOTO pa3pesa Iiia3 HaM HYXKHO nepeiitu B pazaen «IlepruopOuTanbHas 001acTh.

7. MBI nomnagacM B MCHIO, I'’/IC MbI JOJIXKHBI BBI6paTB opraH, B KOTOPOM JIOKaJIM30BaH CUMIITOM.
I[J'IH MOHT'OJIONIHOT'O pa3pe3a rjia3 HaM HYKHO KIIMKHYTb «Bexkn/rna3ueie mIeiam» n BLI6paTL Hy)KHLIfI HaM
CUMIITOM, Ha’>XaB Ha HCTO OAUH pas.
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13 3. 1.13| MonronomaHuiA paspes rnas

8. Ilocme HaxkaTus Ha Hy>KHI:II71 HaM CUMIITOM, MBI BO3BpalacMcsa B MEHIO BBI60pa CHUCTEMBI, JJIs1 9TOI'O
KJIMKAaCM [Ba pa3a Ha KJIaBUITY «BrIx0OI».

ITouck Il-':lJ'H:HGfIIIIHX CHUMIITOMOB OCYHIECTBIIACTCA aHAJIOTUIHBIM METO/IOM.

9. Iloce TOro Kak Mbl BI)IﬁpaJ'II/I BCC CUMIITOMBI, MbI BO3BpAIla€MCA B TJIaBHOC MCHIO ITPOTpPaMMEI.

Boifop CHMNTOMOB

Ypanenue Bcex cummomos

YnaneHue 0TM. CHMITTOMOB

MNMouck BepoATHOrO AMarHosa

Mouck guar. no NpUsHakam

10. J{ns morcka BepOSITHOTO AMAarHo3a KiukaeM Ha KHOMKY «[loMck BeposTHOro 1uarHosa.
Poprnoceperes x|

PesynbTar noMcka AMarHosa no am cpeau | 1965
Hampeno II' CMHAPOMOB, BEPOSTHOCTL KoTopbi Gonbme |10.00%

1 688 95.41% Nayna [rpucomun 21) cuHapom

Beero [ 4 | Ms nux cosnano [ 3 |

Beera [16 | Ws nux cosnano [ 0 |

Beero [ 3 | Ms wux we cosnano | [ 0 |

B nosiBuB1IEMCS MEHIO MBI BUJIUM, HCKOMBIM HaMU AMarHo3 — cuHapoM JlayHa.
11. Yro GBI HOCMOTPETH KaKHe €I1e CUMIITOMBI COOTBETCTBYIOT JAHHOMY 3a00JICBaHUIO KJIMKAEM Ha Kia-
Buity «lllabnon» u B mosiBuBIIeMcs: MeHI0 «I11abmoH cuHIpOMay.
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7| WaBnow cunapoma: Jayna (Tpuconma 21) cungpom

Kon Mpuznaku

Homep

TunoToHuA
MDHFDHUMHHI‘ paspes rnas

o
-
=
[

b paxulaKTHANA KMCTH

Mukp /MUK

Mnockoe/sanaswee nepeHoche

3anepxra HHTEAAEKTYANbH. PASBHTHA
' 2

SaTHINoK

b p fyskue r

AnukaHT
Tuneprenopusm
Marna bpywuncaa
HaneHbEui Hoo
Pot "rapna”
Makporaoccua
BricynyTeifi A3LIK

PO NNE TS N L N N
o

ManeHbKME YWHbIE PAKOEMHB

MpoyKe AHCNAISHH YWHBIE PAKOBHH

JledexTol CEpASYHOA NEPErOpOAKM
b

Wenu

p p o
Kpunmopxusm
Hanusm
MNpenaranbHan ruNoNNasHa
Koporkan wen

llefHnie cnanku

-
LD e 00 P Rk R A R e D e

P = P LI e e L

MonepeyHan AMHKHA NanoHKH
KopoTkan kucte

I'MNepanacTHYHOCTL CYCTABOE

npoToKa

D R R R R ==
o
=

«®Dororpadum.

TOTO 4YTO ObI MOCMOTPETH (hoTOrpaduu MOTYyUYEHHOro 3a00JIeBaHUSA

Pa6ota 3. 3anonHuTh TaONIHUILy C OMOIIBIO IporpaMmbl «SynDiagy.

kimkaeM «l1la0non» masee

M cxoaHpIe CHMITTOMBI

J{narnos o mporpamme

HacToTa BcTpeuaemMocTu

Hacto BcTpevaroniuecs J1o-

«SynDiag» CHMIITOMOB MOJTHUTENILHBIE CHMITOMBI
l'unoToHus Cungpom Jlayna 75% [Mnockoe nepeHocke
MOHTOJIOUIHBIN pa3pes ria3 90%
bpaxuaKTHIIUs KHCTH

70%

Mukporuedanus

Bbonpmoii HoC

[[Inpokoe nepeHocse
Pacmiennna Heba
TTocrakcuanbHast OMUIAKTH-
UIMS KUCTH

['mnepanacTHYHOCTh CycTa-
BOB

I'unepanactuynas Koxa
PyO1er koxu

IIposanc MUTpPaNbHOIO Kila-
raHa

ATUTa3Hsl paLyKKi

Hanuzm

AHOpEKTaIbHBIE TIOPOKU
JlucIia3uy YITHBIX PAKOBUH
3anepKa HHTEIJICKTyalb-
HOTO Pa3BUTHSA

Jlonmxonedanus
Bredapodumos
MukpocTomus

Hanuzm

Cromna-KaJajika
[IpeHaTampHas THIOILTA3HS
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OJKTONHA XpyCTaINKa
AHeBpH3Ma
Bricokuii poct
ApaxHOJAKTHIIUS
Muonus

ATlITa3ust MAaTKH
['unomna3us SMYHUKOB
Hanuzm

KopoTkas mest
[lelinblil nTEpUrnyM

Heiipopubdpomsl

[TaTHA «KOdEe c MOTOKOM)
I"amapTpoMa panyKKu
Hanusm

Bechymiku

Amnnasus su4ex
EBHYyXOHIHOE CIIOXXEHNE
['Mrorutasus Moygo0BOro 4jaeHa
3anepikKa HHTEIUICKTYallb-
HOT'O Pa3BUTHUS

Padora 4. [Ipocmotpets Gororpaduu OOJBHBIX C JaHHBIMH 3a00JIeBaHUSMH B mporpamMme «SynDiagy.
BrusiBUTE AricMOp(U3MBI XapaKTEpHBIC 1JIs1 HACTEICTBEHHBIX 3a00JICBAaHUN.

Paoora 5.. ITo nporpamme «P0oroki» 03HaKOMUTBCS ¢ KIIMHHYECKOM KapTHHOH XPOMOCOMHBIX 3a00J1eBa-

HUMU.

CamMocTosiTe/ibHAsi BHeAYAUTOPHAS pad0Ta 00yYarOIMXCcs M0 TemMe:

3aoanus ona camocmosamenbHoU 8HeayOUmMopHoU pabomuvl CMyOeHmo8 No YKA3aHHOU meme:

1). O3HaKOMHTBCS C TEOPETUUECKUM MaTepUaIOM IO TeMe 3aHATHS C UCIOJIb30BaHUEM KOHCIIEKTOB JICK-
LUH U pEKOMEHAYEMOM yueOHOM JTUTEpaTyphl.

2). OTBETUTH Ha BOMPOCHI JJII CAMOKOHTPOJIS:

AHanu3 reHeTHYeCKuX 0a3 JaHHBIX.

[TonsiTHE 0 OMOMEAUITMHCKOM 0a3e TaHHBIX.

Knaccudukanus OnomequMHCKUX 0a3 JaHHBIX.

Hanmonanensiit Llentp 6noundopmaruku (NCBI).

baza nannbix "MengeneBckoe HaciienoBanue y yenoeka" (OMIM).
baza nannbIX reHeTHUeCcKUX mocaeaoBatenbHocTel (GenBank).
baza nannbIX pacmmpeHnHon MeauimHckon auteparypsl (PubMed).
Human Gene Mutation Database (HGMB).

baza nannbIx mocnenoBarensHocTeit 6enkoB (UniProt)

baza nannbix nmocesmenHas 6enkam (PROteinSITESs)

baza nannbix HaciaeacTBeHHBIX Oose3Hel (GeneTests)

ba3za nannbix o reHax uenoBeka (GeneCards).

3) [IpoBepuTh CBOM 3HAHUS C UCIIOIH30BAHHEM TECTOBOT'O KOHTPOJIS
VY4eOHBIM IJITAaHOM HE TIPETyCMOTPEHO.
4) [TonrotoBuTh pedepart Mo CleqyIOINUM TeMaM:
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Y4eOHBIM IUTAHOM HE TIPETyCMOTPEHO.

5) [oaAroTOBUTH AaHHOTAIIMIO HAYYHON CTaThU MO TEME.

Y4eOHBIM IJITAaHOM HE TIPETYCMOTPEHO.

6) BeimonHUTh qpyrue 3a1anus, IpeIycMOTpeHHbIe pabodeil mporpaMMoin o JUCIUILTHHE.
VY4eOHBIM IJITAHOM HE TIPETyCMOTPEHO.

Pexomennyemas autepartypa:
OcHoBHas:
1. boukoB H.IT.Knuaudeckas reneruka: yueOHuK it By308/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JlononuurenbHast:
1) Koseonun B.A., Kocbix A.A., Poguna H.E. [IpenaranbHas TarHOCTHKA HACIICACTBCHHBIX
3a00JIeBaHUN M BPOXK/IEHHBIX IOPOKOB pa3BUTHA: yueOHoe nocooue Kupos: 2011.-88 c., wi.
2) Konenaesa E.B., Ponuna H.E.. O01mias reneTrka v TeHETHKA YeJIOBEKa: yaeOHOe ocooue/
Kupos, 2016. — 69 c.
3) MyroeuH I'.P.. M. Kitnnnyeckas renetuka. [ eHOMUKa ¥ IPOTEOMHUKA HACIICICTBCHHOM I1a-
TOJIOTUH [ DAEKTPOHHBIN pecypc]: yueoHoe nocodbue/ [ DOTAP-Menua, 2010. - 832 c.: ui.
4) TopbyHoBa, B.H., KopxeneBckas M.A.. 'eHeTHKa B KIIMHUYECKO# MTPAKTUKE: PYKOBOJI-
ctBo A Bpayei/CII06.: Cneumnur, 2015.-329 c.
5) Mymkam6apos H.H., Kysuenor C.JI. MonekynspHas ouonorus: Yue6. [Tocobue mis cTy-
JIeHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 mea.By30B; M.: MUA, 2016 - ¢.85-117.
6) DeKTpOHHBIE PECYPCHI:
1) http://mwww.hgmd.cf.ac.uk/ac
2) https://www.genetests.org/
3) https://www.ncbi.nlm.nih.gov/
4) http://omim.org/

Pasnes 6: 3aueTHoe 3aHATHE.
Tema 6.4. 3aueTHOE 3aHATHE MO JUCHUILINHE « MeIUINHCKAA TeHEeTHKAY.

Heasn: IIpoBepuTh TEOPETUUECKYIO OJATOTOBKY CTYJEHTOB IO pa3Jeiy «MEIULUHCKAs TEHETUKA
U YMCHHUEC HCII0JIB30BAaTh TCOPCTHUCCKUEC JAHHBIC IJId PCIICHHUA KOHKPETHBIX CUTYAallMOHHBIX 3aJ1a4 U TC-
CTOB.

3amauyu: OUECHUTH YPOBEHb TEOPETUUECKUX U MPAKTUUYECKUX 3HAHUHN CTYJIEHTOB MO pazaeny «Me-
JUIIMHCKAs TCHETHUKA.
OO0yyammiics 10J17KeH 3HATD:

[ToHsiTHE MEIULIMHCKON T€HETUKU. XapaKTePUCTUKY HACIEACTBEHHOCTH U MATOJIOTMU. |'eHOM yenoBeka.
CtpykTypa 1 ¢hyHKIuU reHoB. Perymsanus sxcnipeccun reHoB. I'enHbie 00s1e3Hu. XpoMOCOMHAS MATOIO-
rusi. Mynbtu-dakropuanabibie 3a0oneBanus. [IpodunakTika HacieACTBEHHBIX 3aboneBanuii. Meanko-
IF€HETUYECKOE KOHCYJIbTHPOBAHHUE.

Oo0yyarommiics 10J12keH yMeThb: PemaTh CUTyallMOHHbIE T€HETUYECKHUE 3a1auH.

OO0yuarommiicsi 10/1:keH BiaajeTh: [IpMMeHATh HABBIKK UCIIOIBb30BAaHUS HHPOPMALIMOHHBIX, OMOIHOrpa-
(buyecKux pecypcoB ¢ LENbI0 MOIYyYEHHUS] HAyYHOH HHPOPMAIMKU U OCYLIECTBIIEHUS KOMMYHHKAIUH B M€-
TUITMHCKOM COOOIIECTBE.

Hcnonb30BaTh KOMIIBIOTEPHBIE MPOTrPaMMBbI I 00pabOTKM MEIMKO-T€HEeTHYECKUX HccliejoBaHuil. Me-
JUKO-T€HETUYECKOU TEPMUHOJIOTMEN. PellIeHnEM CUTYallMOHHBIX TEHETUYECKHX 3a/1a4.

CamocTrosiTesIbHAs ayIMTOPHAs pa0oTa 00y4aloMmMXCcs 110 Teme:
1. OTBeTUTH HA BONPOCHI 110 TeMe 3aHATHS.
1. Myrarenes. Knaccuduxanus myranmii. I enepaTuBHbIe U comaTnyeckue Mytanuu. CrioH-
TaHHBIM U UHAYIIUPOBAHHBIA MyTallMOHHBIN MpoliecC. BhIABICHUE U KOJIMUYECTBEHHbBIN YUET MY-
Taluim.
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2. T'eHeTHmuecKuil KOHTPOIb MyTAIIMOHHOTO Mpolecca. PanauoHHbI 1 XUMUYECKHA MyTa-
re’e3. MyrareHsl okpyskatomien cpeasl. @akTopsl, MOAU(DULIUPYIOIIKE MyTallMOHHBIH Mporecc.

3. T'enommka - Hayka o reHoMax. CTpyKTypHasi OpraHu3aIys TeHOMa MIPOKAPHUOT U 3YKapHUOT.
Knaccuduxanus noBTOPSIOLINXCS 3JIEMEHTOB TeHoMa. MexayHapoaHbli npoekT «I eHoM ueo-
BEKay.

4. TlomynsaunOHHO-CTATUCTUYECKUN MeTO. [ eHeTndeckas CTpyKTypa Momyisaunu. YacToTsl
IeHOB U TeHOTUNOB. 3akoH Xapau-BaitnOepra. ['eneTnueckuii rpys.

5. @akTopbl JUHAMUKU T'€HETHYECKOr0 cOcTaBa MOMyJISIUU: Apeiid reHoB, MyTallMOHHBIN
MpoILIeCcC, MUTPAIUH, H30UpaTEeIbHOE ClIapUBaHUE 0COOEH, ECTECTBEHHBIN 0TOOD.

6. IlonsTtue o eBrenuke. [To3uTHBHAs M HEraTUBHAsI €BICHMKA: COLIMAIbHBIE aclieKThl. CoBpe-
MEHHBIE 3THYECKHE NMPOOIeMbl MEAUIIMHCKON T€HETUKH (KJIOHUPOBAHHME U T€HETHYeCcKas mac-
NOpPTU3aLUsA).

7. Meronbl MONEKYJIApHON AMAarHOCTUKH. OOIIMEe MOHITHSL.

8. Ilomumepa3znas nennas peakius (I1LIP), ocHOBHbIE MOHATUS (IPUHLUIIL, TEMIIEPATypHbIE
pexXuMsl, coctaB Oydepa).

9. Uenu n npunuun nposeaeHus peakuu [IIP® (momumopdusm IIHH pecTPUKIIMOHHBIX
(bparMeHTOB).

10. Amanu3 ogHOUENO4YeYyHOTO KoH(popMmarnmoHHOTro nonuMopdusma (SSCP), nenu v npuHIHIT
IPOBEICHUS.

11. CexBenupoBanue o C3Hrepy - Leau U MPUHLIKI IPOBEEHUS PEAKIIHH.

12. PecTpUKITMOHHBINA aHAIN3.

13. T'enorepamnus, mporpamma, 1eiu, MOAX0bl. Y CIICIIHbIe TPOSKTH TeHHON Teparuu.

14. Tlonsarue o ¢papmakoreHeTnke. OCHOBHBIE TIEH U 3aa9H.

15. Mmuorodaxtopusie (MyabTudakropuansusie, BHIT) 6one3nu. I'eneTnyeckue u cpeoBbie
(bakTOphI pUCKa.

16. brnu3HENoBBIN METOI, IIEJIH, ITAIBI, pacdeT K03 uireHTa XoIblIuHTepa.

17. HacnenctBeHHbIE 00JI€3HU: STHOJIOTHS, KJIacCU(UKALUS, TUIIBI HACTIEIOBAHUS, OCOOCHHO-
CTH KJIMHUYECKUX MPOSIBIECHUH.

18. Cemmoruka HacieaCTBEHHbIX 3a0oseBanuil. [lonsatue cunapoma. O01mas XxapakTepucTUKa
HACJIEJACTBEHHOM MAaTOJOTUH. TepMUHOIIOTHSL.

19. MukpoaHoManuu pa3BUTHs (CTUTMBI TM39MOPHOTEHE3a), OTPEICTICHHUE, 1IE)Ih BHISBICHHUS,
0COOEHHOCTH KIIMHUKO-MOP(HOIOTHIECKOTO OCMOTPA BPa4OM-T€HETHKOM.

20. Tumsl reHHBIX MyTaIlMi, HOHCEHC, MUCCEHC, CABUT PAMKH CUUTBHIBAHHS, CTUIACHHTOBBIS
MyTaluyd. MeXaHu3Mbl T€HHBIX MYyTallui.

21. Tennsie 60ne3uu. O6mme nmousTus. Knaccudukanus. [Ipumepsr.

22. Knunuko-reHeanorudeckuit Meron. Tumbl HacnegoBanusa. Knuaudeckue npumepsl.

23. OcoOEHHOCTH ayTOCOMHO-JOMHHAHTHOTO TUTIA HaclieqoBaHuss. COCTaBUTh POJIOCIIOBHYIO.
[Tpumepsl 3a001€BaHHIA.

24. OcoOEHHOCTH ayTOCOMHO-PEIIECCUBHOTO THITA HacieaoBaHus. COCTaBUTh POIOCIOBHYIO.
[Tpumepsl 3a001€BaHMIA.

25. Ocobennoctu Y cleruieHHOTo THIa HacienoBanus. CocTaBUTh poJociaoBHy0. [Tpumepst
3a00JIeBaHU.

26. OcobenHocTH X-CIEMJIEHHOTO JOMHUHAHTHOTO TUIIA HachaeaoBaHus. COCTaBUTh POJIOCIIOB-
Hy1o. [IpumMepsl 3a001eBaHU.

27. OcobeHHoCTH X-CIEIJIEHHOTO PEIIECCUBHOTO TUIIA HACIICIOBAHMS.

CoctaBuTh pogociaoBHyo. [Tpumeps! 3a00neBaHMiA.

28. lluToruiazMaTHYECKUN WU MAaTEPUHCKUN TUTT HacaeaoBaHus. COCTaBUTh POJIOCIOBHYIO.
[Tpumeps! 3a60eBanuii.

29. HacnenctBennsie 60osie3Hn oOMeHa. OO0mas XxapakKTepUCTHKA U KiacCU(pUKAITHSI.

30. MyKOBHUCIH/I03: TE€HETHKA, IEPBUYHBII FreHeTUUECKUH 1e(DeKT, KIMHUKA, TATOTeHE3, AHa-
THOCTHUKA, JICUCHUE.
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31. OeHMUIKETOHYPHS: T€HETHKA, IEPBUYHBI OMOXUMUYECKUH 1e(eKT, KIMHUKA, HEOHATAIIb-
HBII CKPUHUHT, TATOTeHe3, TUarHOCTUKA, JICUSHHE.

32. Cunapom Mapdana: THIT HaCJIeIOBAaHUS, TATOTEHE3, JMATHOCTHKA, KIIMHUYCCKUE TTPOSIBIIC-
HUS, ICUCHHE.

33. bounesnu sxcnancuu, cuaapoM MapTuHa-benna, reHeTuka, KIIMHUKA, TATOreHe3, THarHo-
CTHKa, JICUCHHE.

34. OOmras xapaKTepUCTHKAa MUTOXOHIPHATBHOM maTosiorud. OCOOEHHOCTH TeHOMa MUTOXOH-
npuii. [Tpumepsr 3a00neBaHU.

35. Opdannsie 3a6oneBanus. O6mmme noustus. [Ipumepsr. Peectp opdanHbIX 3a0051€BaHUH.
36. OOmras xapakTepuCTUKA U MEXaHU3MbI XPOMOCOMHOM MaTOJIOTHH.

37. T'eHomHEBIe U CTPYKTYpHBIE abepparuu xpomocoM. Kiraccudukanms. [Ipumepsr.

38. Knaccudukanus u MexaHU3Mbl XPOMOCOMHBIX MyTallui, cOallaHCUPOBaHHbIE U HecOalaH-
CHUPOBAHHBIE CTPYKTYPHBIEC IEPECTPOHKH.

39. HacnenctBennsie 601e3HI, 00YCIOBIECHHBIE aHOMAIUSIMU TMOJIOBBIX XPOMOCOM, OCOOEHHO-
CTH TCUCHHUS, IIPUMEPHI.

40. Bpoxxaé¢HHbIE TOPOKH Pa3BUTHUS: ONpEeIeHUE, KiacCu(pUKaIus, STHOIOTHS, TYTH Mpodu-
JTaKTHKH.

41. Metozsl aHanM3a KapuoTUIa (UTOreHETHYECKUE, MOJICKYJIIPHO-IIUTOTCHETUYECKHE),
INPUHLIUIBI U AUATHOCTHYECKUE 3aJaUH.

42. TlokazaHus I HUTOT€HETUYECKOro 00CIeJOBaHUs B IIOCTHATAIBHOM MIEPUOJIE.

43. Cungapowm JlayHa: TUII MyTallM{, TAaTOT€HE3, TUATHOCTHKA, KIIMHUYECKUE TIPOSBICHHUS, Jie-
YeHue.

44. Cunapom DaBapaca: THI MyTalllH, aTOTeHe3, IUarHOCTUKA, KIMHUYECKHUE MTPOSBICHUS,
JeYCHHE.

45. Cungapowm Ilaray: Tun MmyTaiuu, naToreHes, AMarHoCTUKA, KIMHUYECKHUE MPOSIBICHUS, Jie-
YeHHUE.

46. Cungpowm llepemesckoro-TepHepa: TUIl MyTalluy, MaTOT€HE3, JUATHOCTUKA, KIIMHUYE-
CKHE TPOSBICHHUS, JICUCHHUE.

47. Cungpom KnaitHdenbrepa: TUII MyTaluy, TaTOr€HE3, TUATHOCTHKA, KIIMHUYECKUE TPOSIB-
JICHUS, JICYCHHUE.

48. Yactuunble aHeyruionauu (cuHapom Bonbda-XupuxopHa, «KOIavybero KpuKay ), THII My-
TaIlMM, TATOT€HE3, TUArHOCTUKA, KIMHUYECKUE TIPOSIBIICHUSL, JICUCHHE.

49. TlpodwunakThka HacleCTBEHHBIX 3a00JIeBaHUMi, ypOBHH, M0AX0AbI. [IoHATHE «TIEPUKOH-
HETIUOHHON MPOPUITAKTUKI).

50. Menuko-reHeTn4eckoe KOHCYIbTHPOBaHUE. XapaKTepPUCTHUKA POJU Bpaya TeHETHKA B
NPaKTUYECKOM 37PaBOOXPAHEHUH.

51. Menuko-reHeruyeckas ciysx0a: 1einb, 3a1auu. [lepedrcnnTs moka3zaHus AJis HalpaBIeHUs
Ha KOHCYJIBTALIMIO K Bpady T'€HETHKY.

52. TlpenatanbHas quarHoctrka. OOmias XxapakTepuCcTHKa, 11eJb MPUMEHEHUS, METO/bI, CPOKH.
53. HewunBa3uBHBIE METO/IbI IPEHATAILHON IUATHOCTUKY (OMOXUMHYECKUI CKpUHHHT, Y3U).
OO01mas xapakTepucTHKa, 11eJb MPUMEHEHHS], METO/IbI, CPOKH.

54. HMHBa3uBHbBIE METO/IbI TPEHATAIBHON JUAarHoCcTUKH. OOIas XapaKTepUuCcTUKa, 1eIb MpuMe-
HEHHSI, METOIbI, CPOKH.

55. CoBpeMeHHbIE TTOXO0bl B HECMHBAa3UBHOM MPEHATAIBLHON TMarHOCTHKE (aHAIN3 XPOMOCOM-
HOM MaTOJIOTUU TI0 KPOBU MATEPH, MPEUMIUIAHTAIIMOHHAS TUATHOCTHKA).

56. KoMmproTepHble JUarHOCTUUECKUE MPOrpaMMBbl. 3a/1auu, pemaeMble ¢ UX MoMoIbko. [Ipu-
MepBbI IPOrPaMM.

2. IlpakTHyeckasi padora.

3aueTHOE 3aHATHE TO JUCHUIUIMHE «MeIWIMHCKasi TeHETHKa» TPOBOAMUTCS B (hOpPME MTOTOBOTO TECTa,
3amuUThl pedepara u codeceOBaHMSI IO BOIPOCAM.

CamocTosiTe/ibHasi BHeAyAUTOPHAsA padoTa 00y4arouuxcs 1no reme:

3aoanus ona camocmosmenvHol 6HeayOUMoOpHOU pabomsl CIYO0eHmMOo8 No YKA3AHHOU meme:
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1) O3naxomumscsi ¢ meopemudecKkum Mamepuaiom no meme 3aHamusi ¢ UCHONb308AHUEM KOHCHEKMO8
JIeKYUtl u/unu pekomeHoyemoul y4eOHOou Tumepamypbol.
2) Omeemumu Ha 80NPOCyL OJis1 CAMOKOHMPOs (MPUBECmuU 80NPOCyl OJisk CAMOKOHMPOJIS)
1. Myrarenes. Knaccuduxanus mytanuii. ['enepaTuBHble 1 coMaTHueckue MyTaiuu. CIIOHTaHHBIN
Y MHAYIIMPOBAaHHBIN MYTAlIMOHHBIN IIpoliecc. BrISBICHUE U KOJIMYECTBEHHBIN y4eT MyTallUi.

2. T'eHeTnueckuil KOHTPOJIb MyTallMOHHOT'O Mpoliecca. PaanalinoHHbI 1 XUMHUYECKUI MyTa-
reHe3. MyrareHsl okpy»katoiieii cpeasl. akTopsl, MOAUGUIUPYIOLINE MyTAalHOHHBIN MTpoLiecc.

3. T'enommka - Hayka o TeHOMaX. CTpyKTypHasi OpraHu3alus reHoMa MPOKapHoT U 3YKapHOT.
Knaccudukarys moBTOPSAIOMIMXCS 3JIEMEHTOB reHoMa. MexayHapoaHbIi TpoekT «I'eHom ueno-
BEKa».

4. TlonmynsauMOHHO-CTaTUCTUYECKUN MeTO[. ['eHeTHnueckas CTpyKTypa nomyasuuu. YacToTsl
T'eHOB M F'€HOTHIOB. 3aKkoH Xapau-BaiinOepra. I'eHeTndeckuii rpys.

5. ®akTopbl IMHAMUKH F€HETUYECKOTO COCTaBa MOIMYJIALNU: Apeld reHOB, MyTallMOHHbII
npoliecc, MUTpalluy, H30MpaTeIbHOE CIIapuBaHue 0co0el, eCTECTBEHHBIH 0TOOD.

6. IlonsTtue o eBrenuke. [lo3uTHBHAs M HEraTUBHASI €BICHHKA: COIIMATBHBIC aclieKThl. CoBpe-
MEHHBIE 3THUECKUE MPOOIEMbl MEAULIMHCKON TeHETHKH (KJIOHUPOBAHHUE U TeHeTUYecKas Iac-
MOPTU3ALINSA).

7. Metonbl MOJIEKYJIAPHON TUAarHOCTUKU. OOIIMe TOHATHS.

8. Ilomumepasnas uennas peakmus (I1L[P), ocHoBHBIE MOHATHS (MPUHIINII, TEMITEPATyPHBIE
pexXuMBI, cocTaB Oydepa).

9. Uenu n npunnumn nposeaeHus peakuun [1JIPD (momumopdus3m IIMH pECTPUKITMOHHBIX
(dparmMeHToB).

10. Anamm3 onmHorenoyevyHoro konpopmamnuonHoro noaumopdusma (SSCP), nienu u npuHIHI
IIPOBEJICHUS.

11. CexBenupoBanue o CaHrepy - Leau U MPUHLIUI TPOBECHUS PEaKIIUH.

12. PecTpUKIIMOHHBII aHAIH3.

13. TI'enorepamnus, mporpamma, ey, MOAXOAbI. Y CIICHIHbIE MPOEKThl TEHHON Teparuu.

14. Tlonstue o papmakoreneruke. OCHOBHBIC IEJIN U 3a/1a4H.

15. Mmuorodakropusie (MynbTrdakTopuanbabie, BHIT) 6one3nu. ['eHeTHUecKue U CpeioBbIe
(axTopsI puCKa.

16. Bnu3HenoBbIi METO, 1IEJIH, 3T, pacueT kKoddduruenTa XoablUHTEPA.

17. HacnenctBeHHbIE 0OJIE3HU: STHOIOTHSA, KJIaCCU(PUKAIM, TUIIBI HACIEIOBAHUS, OCOOCHHO-
CTH KJIMHUYECKUX MPOSIBICHUH.

18. CemmoTHnka HacJIeCTBEHHBIX 3a0oneBanmii. [lorsatue cuaapoma. OO0IIas XapaKTepUCTHKA
HACJIEICTBEHHOW MaTOJIOTUHU. TepMUHOIOTHSI.

19. Mukpoanomanuu pa3BUTHA (CTUTMBI TU39MOpPHOTeHE3a), ONpeAeIIeHHE, IeTh BBISIBICHUS,
0COOEHHOCTH KIMHUKO-MOP(}OIOrHIecKoro 0CMOTpa BpauoM-T€HETUKOM.

20. Twumsl reHHBIX MyTallMil, HOHCEHC, MUCCEHC, CABUT PAMKHU CUUTHIBAHMS, CIIAICHTOBBIE
MyTaluu. MeXaHu3Mbl T€HHBIX MyTallUH.

21. T'ennble 6one3an. Ooume noustus. Knaccudpukarus. [Tpumepsr.

22. Kiumnuko-reHeansoruveckuii Meto . Turbl HacnenoBanus. KilmHU4ecKue mpuMepsl.

23. OcoOEHHOCTH ayTOCOMHO-JOMHUHAHTHOTO TUTIA HacleqoBaHus. COCTaBUTh POIOCIOBHYIO.
[Tpumepsl 3a060€BaHMIA.

24. OcoOeHHOCTH ayTOCOMHO-PEIIECCUBHOTO THIMA HacyieoBaHus. COCTaBUThH POJIOCIOBHYIO.
[Tpumepsl 3a060€BaHMIA.

25. OcobenHoctu Y cLEIUIEHHOro THIA HacnenoBanus. CocTaBUTh poocioBHyI0. [IprumMepsl
3a00J1eBaHUH.

26. OcobenHoCTH X-CIEIUICHHOTO JOMUHAHTHOTO THIA HacaenoBaHusi. COCTaBUTh POJOCTIOB-
Hyto. [Ipumepsl 3a601eBaHMiA.

27. OcobeHHOCTH X-CIEIUICHHOTO PEIIECCUBHOTO TUIIA HACJICJOBAHMSL.

CocraButhb poaocioBHy0. [Ipumepsl 3a0051eBaHUT.
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28. llurommazMaTHyecKuil WM MATEPUHCKHIA TUT HaclieoBaHus. COCTaBUTH POJIOCIIOBHYIO.
[Tpumeps! 3a00eBaHuil.

29. HacnexnctBenHsle Oone3nu oomMena. O01mas XxapakTepUCTHKA U KJTacCH(HUKAIIHS.

30. MyKOBHUCIM]I03: T€HETHKA, IEPBUYHBIN FreHeTUUeCKUi 1e(heKT, KIMHUKA, TaTOTeHe3, A1a-
THOCTHKA, JICUCHHE.

31. DeHUIKETOHYpHs: T€HETHKA, IEpBUYHBIH OMOXUMUYECKUH 1e(eKT, KIMHUKA, HEOHATallb-
HBII CKPUHUHT, TATOTEHE3, TUATHOCTUKA, JICUCHHE.

32. Cunapom MapdaHna: TUI Hacae10BaHMs, TATOTEHE3, JUATHOCTHKA, KITMHUYECKHUE MTPOsIBIIE-
HUSI, JICUCHHE.

33. bonesnu skcnancuu, cuaapoM MapTuna-benna, reHeTuKa, KIMHUKA, TATOr€He3, IHarHo-
CTHKa, JICUCHHE.

34. OO6mas XxapakTepuCcTUKa MUTOXOHIpUaIbHOM naTonorud. Oco0eHHOCTH reHOMa MUTOXOH-
npuii. [Tpumeps! 3a001eBaHU.

35. Opdannsie 3a6oneanus. O0mme nousatus. [Ipumepsl. Peectp opdannbix 3ab6oneBanuii.

36. OOmras xapaKTepUCTUKA U MEXaHH3MBI XpPOMOCOMHOMW TTATOJIOTHH.

37. T'enomHbIe U CTPYKTypHBIEe abepparuu xpomocoM. Kiaccuduxanus. Ipumepsr.

38. Knaccudukanms u MeXaHU3MBI XpOMOCOMHBIX MyTallli, cOATaHCUPOBAHHBIC U HecOalaH-
CHUPOBAHHBIE CTPYKTYPHBIE IIEPECTPOHKH.

39. HacnenctBenubie 0051e3HM, 00YCIOBICHHBIE aHOMATHUSIMH TTOJIOBBIX XPOMOCOM, OCOOCHHO-
CTH TEUEHUS, TPUMEPHI.

40. BpoxnaéHHbIC TOPOKHU Pa3BUTHS: ONIPEACIICHNE, KIacCUu(PUKaIUs, STHOJIOTHS, ITYyTH TTPOodu-
JAKTHUKH.

41. Meroasl aHamu3a KapuoTUIIa (IIMTOTEeHETUYECKHIE, MOJICKYIISIPHO-IIUTOTCHETHIECKHUE),
NPUHIMIBI U AUArHOCTHYECKUE 3a/IaUH.

42. TlokazaHus JUIsl HIUTOI€HETUYECKOro 00CIeJ0BaHUs B IOCTHATAIILHOM IIEPUOJIE.

43. Cungpom [layHa: TUIT MyTaIliy, TaTOT€HE3, TUATHOCTUKA, KIMHUYECKUE TIPOSBICHHUS, JIe-
YEeHHUE.

44. Cunapom DnBapjca: TUIl MyTalllH, MATOreHe3, JUAarHOCTUKA, KIMHUYECKUE TIPOSIBIICHHUS,
JIeUeHHE.

45. Cungpowm Ilatay: Tunm MyTanuu, naToreHes, AMarHoCTUKA, KITMHUYECKHUE IPOSBICHUS, Jie-
YEeHHUE.

46. Cungpowm lllepemeBckoro-TepHepa: THII MyTaIliK, TATOr€HE3, TUATHOCTUKA, KIIMHUYE-
CKUE MPOSABICHMUS, JIEUCHHUE.

47. Cunapom KnaitHdenbrepa: TUII MyTalluy, IAaTOI€HE3, JUATHOCTHKA, KIIMHUYECKUE TPOSIB-
JIeHUs, JICUCHHUE.

48. Yactuunsle aHeyIuionuu (cuHIpoM Bombda-XupuxopHa, «KOmadbero Kpukay ), THII My-
TalllM, NaTOreHe3, TUarHOCTUKA, KIMHUYECKUE MPOSIBIICHUS, JICUCHHE.

49. Tlpo¢umnakTuka HaclIEACTBEHHBIX 3a00JIeBaHUN, YPOBHH, MOIX0AbI. [IoHATHE «TIEPUKOH-
LEMIUOHHOMN MPOQUIAKTUKI.

50. Menuko-reHeTH4ecKoe KOHCYJIbTHPOBAaHUE. XapaKTePUCTHKA POJIM Bpada FeHETHKA B
NPaKTUYECKOM 37PaBOOXPAHEHUH.

51. Menuko-reHeTHYecKas Ciryx0a: 1eib, 3a1auu. [lepeuncauTs moKa3zaHus Uil HalpaBJICHUS
Ha KOHCYJIBTALIMIO K Bpady T'€HETHKY.

52. IlpenaranbHas nuarHoctuka. OOuias XxapakTepuCTUKa, 11e]Ib IPUMEHEHUS, METO/Ibl, CPOKH.
53. HewHBa3uBHBIC METO/IbI MPEHATAILHOMN TUATHOCTUKHU (OMOXUMUYECKUI CKpHHUHT, Y 3U).
OOw1as XxapaKTepUCTHKa, LIeJIb IPUMEHEHHUs, METO/Ibl, CPOKH.

54. VHBa3uBHBIC METO/IbI IPEHATANBHOM AUArHOCTHKH. OOIas XapaKTepuCTUKa, 11eIb IPHUMe-
HEHMSI, METO/IbI, CPOKHU.

55. CoBpeMeHHbIE MOAX0 (bl B HEMHBA3UBHOM MTPEHATAIIbHON AMArHOCTHKE (aHAJU3 XPOMOCOM-
HOU MATOJIOTUH 110 KPOBH MaTepH, NPEUMILIAHTAL[MOHHAS TUarHOCTUKA).

56. KommnbroTepHble TMarHOCTUYECKHE POTrpaMMBIL. 3aj1auu, pelaemMble ¢ uX moMoInsko. [Ipu-
MEpBbI IPOrpamM.
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3) Ilposepumsv ceou 3HaAHUA C UCTIONL30BAHUEM MECHOB020 KOHMPOJIA.
1. BeiGepute oAMH NpaBUIIbHBINA OTBET.

Uro Takoe MOJEKYJISpHBIN 30HA: a) KomiuieMeHTapHbli yuactok JIHK; 6) npoTskeHHBIN yyacTok
JTHK, kommiemenTapubiii nocnenosarensHoctn JJHK, conepxkaiieit MyTaHTHBIN T€H; B) CUHTETUYECKAS
OJIUTOHYKJIEOTH/IHAs MeueHasl (palnOaKTUBOHO WU (IIFOOPECUEHTHO) MOCIEI0BATENbHOCTD, KOMILUIEMEH-
TapHasi MyTaHTHOMY WJIM HOPMaJIbHOMY T'€HY.

2. BoibepuTe 01uH NpaBUIbHBINA OTBET.

Amnduukanus TeHOB - 3T0: a) uIeHTH(UKanus nocienoarenbHocT ocHoBanui JJHK; 6) MHoro-
KpaTHOE ToBTOpeHue kakoro-innbo ydactka JJHK; B) Beinenenue pparmenta JIHK, comepxaiiero usydae-
MBIH T'€H.

3. BoibepuTe 0uH NpaBUIbHBINA OTBET.

Kak Ha3pIBalOTCS XpOMOCOMBI C KOHIIEBBIM PACIIOJIOKEHUEM LIECHTPOMEPHI: a) METAlleHTPHUYECKue; 0) ak-
POLIEHTPUUYECKHE; B) CyOMETallEeHTPUYECKHE; I') TULEHTPUKH.

4. BeiOepute Ba MPaBUIIbHBIX OTBETA.

Jyig IpoBeieHNs] IUTOT€HETHYECKOI0 aHAIN3a UCTIOIb3YIOTCS: a) MBIIIEYHbIE KIETKU; 0) S3pUTPOLUTHL; B)
OuonTaT XOpUOHA; T) SMOPUOHAJIbHAS TKAHb.

OTaJIOHBI OTBETOB:

1.—B);2.—6);3.— 6); 4. —B),1).

4) Iloocomosumo peghepam no ciedyiowum memam:
59. I'enHbIll ypOBEHBb OPraHU3aIMK HACICCTBEHHOTO0 MaTeprana. XUMUYECKas OpraHu3allis reHa.
60. MoHOMepbI HYKJIGMHOBBIX KUCJIOT — HyKieoTuibl. Buasr Hykneotuaos JJHK u PHK.
61. buonoruveckuii (reHETHUECKUIA) KO U €ro CBOMCTBA.
62. Cpoiicta JIHK: perummkanus u penaparusi.
63. OcHoBHBbIe pa3nuuus B ctpoenud u ¢pynkuusax JJHK u PHK.
64. Jlokanuzanus HyKJIEHHOBBIX KUCIIOT B KJIETKE.
65. HyxsiennoBbie kucioTsl. Bunel HykienHoBbix kuciot. JJHK n PHK kak 6uononumeps!.
66. Buner PHK. Ctpykrypa JIHK. Monens k. Yorcona u ®@. Kpuxka.
67. Dranbl peanu3anuu reneTudeckor nHpopmanun. Tpanckpunuus u nporeccunr PHK.
68. DTanbl peanu3anuu reneTudaeckoi nHbopmanuu. TpaHCIAIUs U TOCTTPAHCISIIUOHHBIE H3Me-
HeHus Oenka.
69. I'eansie myTaruu. Onpenenenue. Knaccudukarus. MyToH. Bo3aMosxHbIE MEXaHU3MbI BOSHHUK-
HOBEHUS U MOCJICICTBHS TeHHBIX MyTanuid. [I[puMeps! y uenoBeka.
70. buonoruyeckue aHTUMYyTallMOHHBIE MexaHu3Mbl. Penapanusa JTHK.
71. DTHONOTHS, TATOTEHE3 U OCOOCHHOCTH KIIMHUKH XPOMOCOMHBIX O0JIe3HEH.
72. JlmarHOCTHKA XPOMOCOMHBIX 0OJIe3HEH.
73. Cungpowm [latay. DTHoNOTNMSA, KINMHUKA, XapakTepHbie BIIP.
74. BpoxeHHbIe TIOPOKU pa3BUTHS Mpu cuHapome [layHa.
75. Cunzapom [layHa: BapuaHThl KIMHUYECKON KapTHUHBI.
76. ITpuHIIMIIBI TUATHOCTHKY U JieueHus Oone3nu JlayHa.
77. TlonrucoMuu 1o MOJIOBBIM XPOMOCOMAM.
78. CuHAPOMBI YaCTUYHBIX aHIYTUIONIHNA.
79. IIpuurHBI XPOMOCOMHBIX aHOMAIIMH M UX PACIIPOCTPAHEHHOCTb.
80. Cunapowm fra-X. DTuonorusi, naToreHe3, KIMHUKA, TUATHOCTUKA, JICUCHHE.
81. Cunapom KimaiitndenpTepa. DTHOIOTHSA, TATOTCHE3, KIIMHUKA, JIMATHOCTUKA, JICUCHUE.
82. Cunapom Tpumio-X. DTHONIOTHS, TATOTEHE3, KIIMHUKA, TUATHOCTHKA, JICYCHHE.
83. DTHosorus u KraccuuKarys reHHbIX 00JIC3HEH.
84. bone3np Anblireiimepa. DTHONOTHSI, TATOTEHE3, KJIMHUKA, TUATHOCTHKA, JICYCHHUE.
85. Cunipom Mapdana. DTHOIOTHS, TATOTeHE3, KJIMHUKA, THATHOCTHKA, JICUCHHE.
86. Cunapom Dinepca-/lannoca. DTHOIOT U, TATOTEHE3, KIMHUKA, TUATHOCTHKA, JICUCHHE.
87. Axonporiasus. ITHOJIOTHS, TATOreHEe3, KIIMHUKA, IMarHOCTHKA, JICUCHUE.
88. MeTobl TMarHOCTUKH T'€HHBIX 3a00JICBaHUN.

109



89. CemeitHas runepxosieCTepUHEMHUsS. DTUOJIOT S, TATOTeHEe3, KIIMHUKA, TUATHOCTHKA, JICUCHUE.

90. ITepokcucomHblie 00JI€3HH. DTUONIOTHS, TATOT€HE3, KIIMHUKA, TUATHOCTHKA, JICYCHHE.
91. Muonarus [JromenHa-bekkepa. DTHONIOTHS, TATOTeHE3, KIIMHUKA, THArHOCTUKA, JICUCHHE.

92. CI/IH,[[I)OM TCCTHKyHHpHOﬁ (I)GMI/IHI/BaI_[I/II/I. 9TI/IOJ'IOFI/ISI, NaTOr¢He3, KIIMHUKA, IMariHoCTHUKa, JIc-

YeHHE.

93. Xopest ['enTHHrTOHA. DTHONIOTHA, TATOT€HE3, KIIMHUKA, JUArHOCTHUKA, JICUCHHUE.

94. HeiipopubOpomaTos. ITHOIOTHS, TATOTE€HE3, KIIMHUKA, TUArHOCTHKA, JICUCHHE.

95. AnpeHOreHUTANBHBINM CUHAPOM. DTHOJIOTHS, TATOTeHEe3, KITMHUKA, TUarHOCTUKA, JICYCHHE.
96. MuoTtoHuveckast AUCTPOPHsi. DTHOIOTHSI, TATOTEHE3, KIIMHHUKA, TUATHOCTHKA, JICUYCHHUE.
97. Metonp! u3yueHus: 60Je3HEN ¢ HACTIEICTBEHHOU MPEAPACTIONOKEHHOCTHIO.

98. Accormanus HacJaeACTBEHHBIX O0JIe3HEH ¢ cucTeMoi anTureHos HLA.

99. T'unepronunueckas 6one3Hb. [ eHeTHUECKHEe OCHOBBI MPEIPACTIONOKESHHOCTH.

100.
101.
102.
103.
104.
105.
106.
107.
108.
109.
110.

SAzBennas 6one3ns xenyaka u JIIK. ['eHeTnueckre OCHOBBI MPEIPaCcIIOIOKECHHOCTH.
WHCcynMH3aBUCUMBIN caxapHblid AuadeT. [ 'eHeTnyeckre OCHOBBI PEAPaCcION0KEHHOCTH.
I'enetnuecku o0ycOBI€HHAs HENEPEHOCUMOCTh JIEKAPCTBEHHBIX MPENapaToB.
HenepenocuMocTts rimoreHa. ['eHeTnueckue 0CHOBBI IIPEAPACIIOIOKEHHOCTH.
[InrmeHTHAsA Kcepoaepma. ['eHeTnyeckne OCHOBBI TPEAPACIIOIOKEHHOCTH.
Ankoronusm. I'eHeTHUecKre OCHOBBI IIPEAPACIIONI0KEHHOCTH.

I'eHeTnueckue OCHOBBI paka.

CTpyKTypa MeIUKO-TE€HETHUECKON CITy>KOBI M €¢ (PYHKIIUU B 31paBOOXPAHECHUH.
[IpexonuenuroHHast NpoPHUIAKTHUKA.

Posnb reHHON MHXXEHEPUH B TPOPUIIAKTUKE HACIICACTBEHHBIX OOJIE3HEH.
Meanko-reHeTHUeCKOe KOHCYIbTUPOBAHHUE HACEICHUS - OCHOBA MPO(MUIAKTHKY HacIe -

CTBEHHOU MAaTOJIOTHH.

111.
112.
113.
114.
115.
116.

CtpyKTypa 1 OpraHu3aiius MeIUKO-TeHETHIECKUX KOHCYJIbTaIlUN.
[IpenaTanbHasi JUAarHOCTHUKA BPOXKIACHHBIX TOPOKOB Pa3BUTHSI.
CKpUHHUHT-METO/IbI, UX 3HaYCHUE B PO MIAKTUKE HACIICCTBEHHON MTATOJIOTHH.
[IpeuMinanTannoHHast TUarHOCTUKA.

AMHUOIIEHTE3.

[TnaaupoBaHue ceMbU KaK METO MPOPHUIAKTUKHA HACIECICTBEHHBIX O0Ie3HEH.

5) lloocomosums anHomayuro HAy4HOU cmamvbu no meme.

Y4eOHBIM IUIAaHOM HE MPEIYCMOTPEHO.

6) Boinoninumo opyaue 3a0anus, npedycmMomperHvle paboyetl NPpocpammor no OUCYUNIUHE.
Y4eOHBIM IJIAHOM HE TIPEyCMOTPEHO.

Pexomenayemasi iureparypa:
OcHoBHas:

1. boukoB H.I1.Knununueckas reneruka: yueOnuk ains By3os/ M.: [DOTAP-Menua, 2006 -2011, ¢.480
JononHuTenpHas:

1) Kossonun B.A., Kocbix A.A., Poguna H.E. [IpenaTtanpHast TuarHoCcTUKa HACICICTBEHHBIX
3a00J€BaHU U BPOXKJICHHBIX MIOPOKOB pa3BUTHUsA: yueOHoe nmocodbue Kupon: 2011.-88 c., m.
2) Konenaepa E.B., Ponuna H.E.. OO1ias reHeTrka v TeHETHKA YeJIOBeKa: yueOHoe mocooue/
Kwupos, 2016. — 69 c.

3) Myroun I'.P.. M. Kiinanyeckas renetuka. [ eHOMUKa 1 POTEOMHUKA HACIIEICTBCHHOM I1a-
TOJIOTUH [DIEKTPOHHBIN pecypc]: yueOHoe mocooue/ 'DOTAP-Menua, 2010. - 832 c.: u.

4) TopoOynosa, B.H., KopsxeneBckast M.A.. ['eHeTHKA B KIMHUYECKOW MPAKTHKE: PyKOBO/I-
ctBo mis Bpaueit/CI16.: Cnengu, 2015.-329 c.

5) MymkambapoB H.H., Ky3uenos C.JI. Monekynsipras 6uonorust: Yue6. [locodue s cry-
JEeHTOB Me.By30B; M.: MUA, 2016 - ¢.85-117.8 men.By30B; M.: MUA, 2016 - ¢.85-117.

6) DJeKTpPOHHBIC PECYPCHI:

1) http://omim.org/
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®denepanbHOE rOCy1apCTBEHHOE OI0IKETHOE
00pa30BaTeJIbHOE YUPEXkKIEHUE BBICILIET0 00pa30BaHUs
«KnpoBCKHIi rOCY1TapCTBEHHBIN MEIUIIMHCKUI YHUBEPCUTET»
Munucrepcrsa 3apaBooxpanenus Poccuiickoii denepanuu

Kageapa BUOJIOTI'U

[punoxenne b k padoueilt nporpamMme JUCHUIIIMHBI

OIEHOYHBIE CPEJICTBA
JJIS1 IPOBe/IeHUsI TEKYIero KOHTPOJISAA M MPOMEeKYTOYHOH aTTeCcTaluM 00y4aroImuxcs
10 JMCHHUILTHHE

«MeauIMHCKAS FeHETHKA»

CrnennansHocts 30.05.02 [Tennarpus
Hamnpasnennocts (npoduis) OITOII - [Tequatpus

1. Ilepeyenb KOMIeTEeHIMI ¢ YKa3aHHEM 3TanoB UX ()OPMHPOBAHHUS B NpoLecce 0CBOCHUS

00pa30BaTeJILHON POrPAMMBI

Kon xom- | Conepxxanue Pesynbrarel o0ydeHus Paznensr | Homep
MeTeH- | KOMIICTCHIIUU JTUCITH- ce-
UH IUIMHBL, | MecTpa,
3namo Ymemo Braoemyw npu B KOTO-
ocBoe- | poM (op-
HUU KO- MUPY-
TOPBIX eTcst
dopmu- | Komre-
pyercst TEHIHS
KOMIIe-
TEHITHS
OIIK-1 ToroBHOCTBIO | 32.  .Ochos- | V2. Hcnonsso- | B2. HaBbl- Pasoen 1. 3 ce-
peliaTh CTaH- | Hyl0 MEIHMKO- | BaTh He MeHee | KaMH ITCHHA Beeoenue | mecmp
JapTHele  3a- | OMornoruye- 900 Tepmuuo- | M IMCBMA HA | g yedu-
naun mpodec- | CKYIO H dap- | JoruyecKux JTATHHCKOM YUHCKVIO
CHOHATBHOI MaleBTHYE- equHuI U Tep- | ASBIKC aHATO- | 5 5.
nestenprocT | CKVIO  TEPMH- | MHHODIEMEH- MHYCCKHX, MUKY.
HOJIOTHIO  Ha | TOB. KIMHAMCCKIX, | ) o).
¢ HCHOIB3OBA- | o scKOM apmanesTy-
HHeM  mHOp- | oo yeckux tep- | O
MAaIlMOHHBIX, MUHOB U pe- HOCMb U
o6ubmmorpadu- IIETITOB. namono-
YECKUX pecyp- cUsL.
COB, MEIUKO- Paszoen 2.
ouosoruye- T'enom
CKOH TEPMHUHO- yeno-
noruu, uHpOP- 6eKa.
MAaIMOHHO- Cmpyk-
KOMMYHUKa- mypa u
LMOHHBIX TEX- Pynryuu
HOJIOTHI u 2€HO8.
YUETOM
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OCHOBHBIX Tpe-
OoBaHUM
dbopManuon-
HOM Oe3omac-
HOCTH

HH-

Pecynsa-
yusi IKC-
npeccuu
2eHO8.
Paszoen 3.
Tenunwvie
bonesnu.
Paszoen 4.
Xpomo-
COMHAA
namono-
ausl.
Paszoen 5.
Xpomo-
COMHAS
namono-
ausl.
Pasoen 6.
Mynomu-
gaxmo-
puano-
Hble 3a-
bonesa-

HUA.
Paszoen 7.
Ilpogpu-
JAKMUKA
Hacneo-
cmeer-
HbIX  30a-
bonesa-
HUL.
Meouxo-
2eHemiu-
yeckoe
KOHCY/Ib-
mupoea-
Hue.

OIIK-4

Cnoco0Ho-
CTBIO U TOTOB-
HOCTBIO peasu-
30BaTh JTHYE-
CKHE H JICOHTO-
JIOTHYECKHE
NPHUHIUIEL B
npodeccuo-
HAJIbHOM Hdes-
TEJIbHOCTH.

32.OCHOBEI
MEIULIHH-
CKOH J€OHTO-
JIOTUU  TIpH
paboTe ¢ KoJ-
JIETaMU U Me-
THAIAHCKUM
MIePCOHAJIOM,
MMarueHTaMu
u 170.9

V2. CoOiro-
J1aTh MO-
paibHO-TIpa-
BOBBIC HOPMBI;
co0Ir01aTh
npaBWiia Bpa-
yeOHOW JTHUKHU
U JEOHTOJIO-
YU, 3aKOHBI U
HOPMAaTHUBHbBIC

B2. Ilpunuu-
namMu Bpayeo-
HOW JIEOHTO-
JIOTUU U Bpa-
yeOHOU ITHKH,
CIIOCOOHO-

CTBIO COOJIIO-
aTh
CKHE aCIEKTHI
BpaueOHOM

OTHYC-

Pa3zoen 6.
Ilpoghu-
AAKMUKa
Hacneo-
cmeeH-
HbIX  3a-
bosesa-
HUU.
Meouxo-

3 ce-
Mecmp
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POJICTBEHHHU- | aKThl 1O pa- | ACSITEIbHOCTH | ceHemu-
KaMH. 6ote ¢ koHGU- | B OOIIEHUU C | yeckoe
JNEHITUAIBHON | JICTBMU U TIOJI- | KOHC)/lb-
uHpopMma- pPOCTKaMH, HUX | Muposa-
LUEH, COXpa- | pOOUTEISAMU U | Hue.
HSTh Bpauded- | pOJCTBEHHU-
HYI0  TalHy, | KaMH.
CTPEMHUTHCS K
MOBBIICHUIO
CBOCTO KYJIb-
TYpHOTO
YpOBHS;  3a-
KOHBl U HOp-
MaTUBHbBIE
IIPABOBEIC
aKThl MO pa-
6ote ¢ KoHpU-
JICHIIUATBLHOM
uHpopma-
IUEH.

OIIK-7 l'otoBHOCTRIO | 31. OOmme | Y1.  HUurep- | Bl. Menauko- | Paszoen 3. | 3 ce-
K HCIIOJIb30Ba- | 3aKOHOMEpP- | IPEeTUPOBaTh | OMoJIoTHYe- Tennvie | Mecmp
HUIO  OCHOB- | HOCTH IPOUC- | PE3yJIbTAThI CKUM  HOHS- | onesnu
HBIX (U3HKO- | XOXKJICHHUS W | TCHeTHYe- TUHHBIM aIlIa-

b a Paszoen 4.
XUMHUYECKHUX, | Pa3BUTHUS CKOTO aHa- | patoM. MeTto- 1
. omo-
MaTeMaTHue- | KU3HH, CBOIi- | 1m3a. Wurtep- | namu  m3yue- | “F
comHas
CKUX W WHBIX | CTBA OWOJO- | IPETUPOBATh | HUSA  HACIEH-
namoio-
€CTECTBEHHO- | TMUECKUX CH- | pe3yIbTaThl CTBEHHOCTHU
eus
Hay4YHBIX TIO- | CTEM, aHTpPO- | Jaboparop- YeJI0BeKa.
HSATUH U METO- | TIOTE€HEe3 M OH- | HBIX MeTo0B | HaBbikamu Pasoen 5.
JIOB TIpU pellle- | TOreHe3 4e- | JUArHOCTHKU | MHUKPOKONU- | Mynvmu-
Huu npodec- | moBeka. Co- | mapasurap- pOBaHUA. gaxmo-
CHUOHATIbHBIX BpEMEHHBIE HBIX U HACJIEI- puans-
3aad. METOJIbI TCHE- | CTBEHHBIX 00- Hble  3a-
TAKH  YeJlo- | Ie3HeH y Jie- bonesa-
BEKa, OCHOB- | T€M H IIOJ- HUsL.
HbIE TOHATHUSA | pOCTKOB. [Ipn- Pazoen 6.
U TpoOJeMbl | TOTOBUTH Bpe-
P P Ilpoghu-
ouocdepsl W | MCHHBIE MHK-
JAKmMuKa
9KOJIOTHH; orpenaparhl
’ poripenap Hacneo-
Ouosornue- | OmMoJIOTHYe-
cmeeH-
CKHE TIPENINO- | CKUX O0OBEK-
HbIX  3a-
CBUIKM JKHM3- | TOB U HCCIe-
bonesa-
HeJesITelNb- J0BaThb HUX C .
HULL.
HOCTH ¥ 9KO- | IOMOIIBIO CO-
. Meouxo-
JIOTUU YeJIO- | BpEMEHHOU
2eHemu-
Beka. CoBpe- | MUKPOCKOIIU-
. yeckoe
MEHHOE YeCKOM  Tex-
HUKH.
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npecTaBe- KOHCY/Ib-
HUE O TCHOME mupoea-
YeIIOBEKa, Hue.
MOJIEKYJISIp-
HbIC OCHOBBI
HACJIe/ICTBEH-
HOCTH, POJIU
HACJIC/ICTBEH-
HOCTHU B
OTIpeICIICHUN
3I0pOBbS U
MATOJIOTUH.

[1K-20 l'otoBHOCTRIO | 31. Marema- | V1. Iloas3o- | BI. HaBel- | Pazden 1. | 3 ce-
K aHaIN3y M | THYECKHE Me- | BaTbCsl yueO- | KAMH TIOMCKA | Bgedenye | Mecmp
nyOIMYHOMY | TOABI pelle- | HOM, HAy4HOH, | MEAULIMHCKON | o 1e0u-
npecTaBe- HUSL UHTEN- | HAy4YHO-MOMy- | MHpOpMaIu YUHCKYIO
HUIO MEJIUIMH- | JIEKTyaJbHBIX | JIIPHOW JIUTE- | B YUEOHOH, | sppe-
cko uWHGOp- | 3a7a4 W MX | paTypoi, ce- | HAy4yHOH JIu- MUKY.
Mallii Ha OC- | MPUMEHEHUe | Tbio MIHTEepHET | Tepatype, B | Hycneo-
HOBE JI0Ka3a- | B MEAUIMHE; | sl npodec- | TOM YHUCHE C | cmgen-
TENBHOW MEM- | TEOpEeTHYe- CHOHAQJIBHOW | UCHONB30BA- | yocms u
I[UHBL; CKHE OCHOBHI | JICSITEILHO- HUEM CeTHU | namono-

uHpopma- CTH; Tpou3Bo- | MIHTepHeT; ou.
THKH, C0O0 WUTh PAcUYeThl | HABBIKAMHU
’ P, | A p Pazoen 2.
XpaHeHue, o pe3ylibTa- | MpeJcTaBIe- e
eHOM
MOKCK, Tepe- | TaM SKCIepu- | HUsl U 00Cyxk-
yeno-
pabortka, MEHTA, MIPOBO- | ICHUS MEMH-
. 8exa.
npeobpa3o- | AUTh DJEMEH- | IMHCKOW WH-
Cmpyxk-
BaHWE, pac- | TAapHYI CTa- | popmarum.
mypa u
MPOCTpaHe- | TUCTHUECKYIO
HKYUU
Hue wuHpop- | 00paboTKy Pyniy
2€eHO8.
Mallid B Me- | DKCIIEPUMCH-
Pezyns-
TUIMHCKUX U | TAIBHBIX JaH-
yus IKc-
Owosoruye- | HBIX.
npeccuu
CKUX CHCTe-
2€eHO8.
Max, HCIIOJIb-
30BaHUE WH- Pasoen 3.
dhopmarmon- T'ennvie
HBIX KOMIIb- bonesnu.
IOTCPHBIX CH- Paszoen 4.
CTeM B Me[u-
e Xpomo-
WHE W 3]pa-
1 P comHas
BOOXpaHe-
namoio-
HUU.
eusl.
Pasoen 5.
Mynomu-
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gaxmo-
puano-
Hble  3a-
bonesa-
HUSL.

Pasoen 6.
Ilpoghu-
JNAKMuKa
Hacneo-
cmeen-
HbIX
bonesa-
HUL.
Meouxo-
2enHemu-
yeckoe
KOHCY/Ib-
mupoea-
Hue.

3a-

2. Tloka3aTejin ¥ KPUTEPUH OllEHMBAHUS KOMIIETEHIIMH HA Pa3IMYHBIX 3Tanax ux popmupo-

BaHHusA, OIIMCAHUE IIKAJI ONCHUBAaHHUSA

[TokaszaTenu Kpurepuu u mkansl OlleHUBaHUS OueHovHOE cpej-
OLCHUBAHIA He 3auteno 3a4yTeHo 3auyTeHo 3a4yTeHo c1mo
IS Te- | Ui Ipo-
Ky- MEXKY-
mero TOYHOU
KOH- aTTecTa-
TPOJIA o
OIllK-1
3HaTh ®parmentapubie | OOmue, HO HE Cdopmupo- Chopmu- | Te- Tectu-
3HaHUSI OCHOB- CTPYKTYpHUPO- BaHHBIE, HO CO- | pOBaH- CTU- | poBa-
HOM MeIUKO- BaHHBIC 3HAHMS | JIep)Kallue OT- | HblE CU- | pOBa- | HUE,
OMOJIOTUYECKOW | OCHOBHOM Me- JIeNbHBIC IPO- | CTEMATH- | HUE, cobece-
U (apMaleBTH- | TUKO-OMOJIOTH- | OCJIbI 3HAHUS YeCcKue cobe- | moBa-
YecKol TepMH- | yeckoi u dap- OCHOBHOW Me- | 3HaHUsA celo- | HHUE
HOJIOTHU Ha Jla- | MAalleBTUYECKON | AMKO-OMOJIOTH- | OCHOBHOM | BaHME
TUHCKOM SI3bIKE. | TEPMHUHOJIOTMH | YECKOU U ap- | MEIUKO-
JATUHCKOM MalleBTHYE- ouonoru-
SI3BIKE. CKOM TEPMHUHO- | YECKOU U
JIOTUU HA Ja- dapma-
TUHCKOM LeBTUYE-
SI3BIKE. CKOI1 Tep-
MUHOJIO-
T'UH U J1a-
TUHCKOM
A3BIKE.
YMmeTh YactuuHo ocBo- | B nenom ycnemr- | B nemnom Cdopmu- | Cobe- | Cobe-
€HHOE YMCHHE HOE, HO HE CH- YCIICIIHOE, HO | pOBAaHHOE | CE0- | Celo-
M0JIb30BAThCS CTEMAaTUYECKH cojepxariee YMEHUE BaHHUE | BaHUE
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He MeHee 900 OCYILECTBIIsIC- OTJIeJIbHBIE MOJIb30-
TEPMHHOJIOTHYE- | MOE€ YMEHHE po0Oesbl yMe- | BaTbCs HE
CKUMU €I1HH- MOJIb30BaThCS HE | HUE TIOJB30- MeHee
namu ¥ tepmu- | MeHee 900 tep- | Batbes HEe Me- | 900 Tep-
HODJIEMEHTAMU. | MUHOJIOTHYE- Hee 900 Tep- MHHOJIO-
CKUMH €IHH- MUHOJIOTHYE- | THYe-
1IaMU ¥ TEPMU- | CKUMH €IUHU- | CKUMU
HODJIEMEHTaMH. | LIaMU U T€PMU- | €IUHU-
HOBJIEMEH- aMu |
TaMH. TEPMHHO-
AJIeMEH-
TaMH.

Bnanets ®parmenrapaoe | B nenom ycneni- | B nenom Ycenem- | Pede- | Tectu-
NPUMEHEHUE HOE, HO HE CHU- YCIIEUTHOE, HO | HOE U CU- | paT poBa-
HAaBBIKOB YTEHHsI | CTEMATUYECKOE | COJleprKaliee cTeMaTH- HHUE,
U MIIChMA Ha J1a- | IPUMEHEHHUE OTJIeJIbHbIE YeCcKoe cobe-
TUHCKOM SI3bIK€ | HABBIKOB YTEHHS | IPOOEIIBI pUMeHe- ceo-
AQHATOMUYECKUX, | ¥ MMNChMa HA Jia- | HABBIKOB YTE- | HUE BaHUE.
KJIMHUYECKHX, TUHCKOM SI3bIK€ | HUS U MIICbMa | HaBBIKOB [Tpuem
(dapmareBTHYe- | aHATOMUYECKUX, | HAa JJATUHCKOM | YTCHHS U Tpax-
CKHUX TEPMUHOB | KIMHUYECKUX, A3bIKE aHATO- | MHCHhbMa TUYe-
U PEIeNTOB (dapmareBTHUe- | MUYECKUX, HA JIATHH- CKUX

CKHUX TEPMUHOB | KIIMHUYECKUX, | CKOM HaBbI-
U PEIIETITOB dapmareBTH- | A3BIKE KOB.
YECKUX TEPMH- | aHATOMH-
HOB H peIIeTI- YECKUX,
TOB KITUHUYe-
CKHX,
dapma-
[[EBTUYC-
CKHX Tep-
MUHOB H
pEIenToB
OIlIK-4

3HaTh ®parmenTapusie | O0mue, HO HE Cdopmupo- Chopmu- | Te- Tectu-
3HAHHS OCHOB CTPYKTYpHUPO- BaHHbIE, HO CO- | POBaH- CTHpO- | pOBa-
MEIUITMHCKON BaHHBIC 3HAHUS | JCpiKaIlhe OT- | Hble CH- | BaHWE, | HUE,
JICOHTOJIOTHH OCHOB MEIMIIMH- | JeJIbHbIE IPO- | cTeMaTu- | cobe- | cobe-
npu paboTte ¢ CKOU JICOHTOJIO- | OeJbl 3HAHUS YECKHE ceno- | cemo-
KOJUIeraMH U TUH 1IpU paboTe | OCHOB MeH- 3HAHUSA BaHUE | BaHUE
MEIUIITHCKUM C KOJIJIETaMH U LMHCKOM IEOH- | OCHOB
MEPCOHANIOM, MEAUIIMHCKUM TOJIOTUU TIPU Meau-

MaIUeHTAMH U MepCOHAJIOM, Ta- | paboTe ¢ KO- | IIUHCKOU
UX POJICTBEHHU- | [IMEHTaMU U UX | JIeTAMU U M€- | JICOHTO-
KaMH. POJICTBEHHHU- JTUTTAHCKAM JIOTUHU
KaMHU. MIEPCOHATIOM, pH pa-
MalueHTaMu u | 6oTe ¢
WX POJICTBEH- | KOJUIe-
HUKaMHU. ramMu H
Meu-
[TUHCKUM
MepCcoHa-
JIOM,
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[MalueH-

TaMUu U
uX poJ-
CTBEHHHU-
KaMH.

Ymetp YactuuHo ocBo- | B nenom yeneur- | B nenom Cdopmu- | Pemre- | Peme-
€HHOE yMEHHE HO€, HO HE CH- yCHEIIHOE, HO | pOBaHHOE | HHE HUe
coOMI0IaTh MO- | CTEMAaTUYECKH coJieprkaliee yMEHHE CUTya- | CUTya-
palbHO-TIPABO- | OCYLIECTBIIsIC- OTJe/bHbIE co0Jro- LMOH- | LIUOH-
BbI€ HOPMBI; CO- | MO€ YMEHHE CO- | IPOOEIbl yMe- | JaThb MO- | HBIX HBIX
OyroaTh Mpa- OJIFOATH MO- HHUE cOOIIIO- panbHO- 3a7a4d | 3amad
BUJIa BpayeOHOHN | pajabHO-NIPAaBO- | AaThb MO- IIPABOBbIE
STHKU U JIEOHTO- | BbI€ HOPMBI; CO- | PaJIbHO-TIPABO- | HOPMBI;

JIOTHH, 3aKOHBI U | OJIIO/IATh Mpa- BbIE HOPMBI; co0ro-
HOPMATHBHBIC BUJIa BpaueOHOW | cOOI0IaTh JaTh Tpa-
aKThI IO paboTe | ITHKH U ICOHTO- | MpaBWJIa Bpa- | BHJIA Bpa-
C KOH(OUJICHIIN- | JIOTWH, 3aKOHBI U | YeOHOM ATUKH | YeOHOU
QJIbHOM UH(OpP- | HOPMATHUBHBIC U JIEOHTOJIO- ATUKHU U
MaIuei, coxpa- | akThl o paboTe | T'MH, 3aKOHBI U | J€OHTO-
HATH BpaueOHYyIO | ¢ KOHQUIEHIU- | HOPMAaTUBHBIE | JIOTHH,
TaliHy, CTpe- aNnbHOM MHQOP- | aKTHI 1O pa- 3aKOHBI U
MUTBCS K TIOBBI- | MaIMei, coxpa- | 6ote ¢ koHdu- | HOpMa-
[ICHUIO CBOETO | HATHh BpayeOHYIO | JICHIIMATbHOW | TUBHBIC
KYJIBTYPHOTO TaliHy, CTpe- uHpopManueH, | akThl O
YPOBHSI; 3aKOHBI | MUTBCS K TIOBBI- | COXPaHSTh pabore ¢
Y HOPMaTHBHbIE | IIEHUIO CBOET0 | BpaueOHYIO KOH(U-
MPABOBBIC AKTHl | KyJIBTYpHOTO TaiiHy, cTpe- JIEHITHU-
1o pabore ¢ YPOBHS; 3aKOHBI | MUTBCS K IO- AIBHOM
KOHUACHIIN- ¥ HOPMaTHBHBIE | BBHIIICHHUIO CBO- | HH(DOP-
albHOM UH(OpP- | MPaBOBBIE aKThl | €TI0 KYJIbTYp- Malueu,
Maruen. o pabote ¢ HOTO YPOBHA;, | coXpa-
KOH(HICHITH- 3aKOHBI U HOp- | HATH Bpa-
anbHOU UH(OP- | MATUBHBIC 4eOHYI0
Manuei. [IPaBOBbBIC TalHy,
aKThI 10 pa- cTpe-
6oTe ¢ KOHPU- | MUTBCS K
JEHIUAJIBHON | TOBBIILIE-
nHpopMalel. | HHIO CBO-
€ro KyJb-
TYpHOTO
YPOBHS;
3aKOHBI U
HOpMa-
TUBHBIE
IIPABOBbIE
aKTBhI 110
pabore ¢
KOH(pH-
JIeHIU-
aJbHOMN
uHpOp-
Malen.
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Bnaners O®parmenrapHoe | B nenom ycnem- | B nenom VYcenem- | Pege- | Tectu-
pUMEHEHNE HO€, HO HE CH- yCIIENITHOE, HO | HOE W CH- | paT poBa-
HAaBBIKOB MOJIb- | CTEMATHYECKOE | COJepIKaliee cTeMaTu- HHE,
30BaHUs MIPUH- MIPUMEHCHHE OTJEJIbHBIE YecKoe co0e-
[UNaMH BpayeO- | HABBIKOB IMOJIb- | IPOOEIBI MPU- | IPUMEHE- ceno-
HOM JICOHTOJIO- | 30BaHUS IIPHH- MEHEHHE HUE BaHUE.
TUH 1 Bpaded- [UIIaMU BpaueO- | HABBIKOB MOJb- | HABBIKOB [Tpuem
HOM ATUKH; CIIO- | HOM J€OHTOJIO- | 30BAHMS MPUH- | MOJIB30- Mpak-
COOHOCTBIO CO- | TUU U Bpaueo- [UTIaMU Bpa- BaHUs THYE-
OJrofaTh 3TUYE- | HOW ATHKHU; CTIO- | YeOHOM JIEOH- | IPUHITH- CKHUX
CKHE aCIICKThI COOHOCTBIO CO- | TOJIOTHH U Bpa- | aMu HaBBbI-
BpadyeOHOM fesi- | OMroaTh ATUYE- | 4eOHOM ITUKH; | Bpadeo- KOB.
TEJILHOCTH B 00- | CKHE aCIICKThI CIIOCOOHOCTBHIO | HOM
IIICHUH C IETbMH | BpaueOHOM es- | coOJIroaTh JIIEOHTO-

U TIOJJPOCTKAaMH, | TEIHOCTH B 00- | DTHMUYECKHE ac- | JIOTUU H
WX POAUTENISIMU | IIEHUHU C JEThbMHU | MEeKTHI BpaueO- | Bpadeo-
U POACTBEHHU- U MOJPOCTKAMH, | HOM JAEATEIb- HOM
KaMH. WX POAUTENIIMU | HOCTH B O0IIIe- | STHUKH;
U POJICTBCHHHU- HHHM C IETBbMU | CIIOCOO-
KaMH. Y TIOIPOCT- HOCTBIO
KaMH, UX po- cobutto-
JUTETIAMU U JaTh dTH-
POJICTBEHHHU- YeCcKue
KaMH. aCIEKThI
Bpaueo-
HOU nes-
TEJILHO-
CTH B 00-
IICHHUH C
IETHMH U
MOAPOCT-
KaMH, UX
poaute-
JIIMU U
pon-
CTBCHHU-
KaMH.
OIIK-7

3HaTh ®parmenrtapubie | O6mme, Ho He | Chopmuposan- | Chopmu- | Tecr, | Tecr,
3HAHUA OOIIMX CTPYKTYypupOBaH- | HbIC, HO CONCP- poBaHHBIE | coOe- | cobece-
3aKOHOMEPHO- Hble 3HaHMsg OO0- | JKamye oTaelb- | CHCTeMa- ceno- | moBa-
cTeif mporcxosk- | IMX 32KOHOMep- | HbIE POGEbl THHCCKHC | papme | Hue
JleHus 1 pa3Bu- | HOCTEH  TIpoWc- | 3HAHNA O0IMX | 3HAHHS
THS SKU3HH, XOXCHNS U pas- | 3AKOHOMEPHO- obmmx
CBOMCTB O6MOMO- | BUTHA  KM3HH, | CTCH TIPONC- 3aKOHO-

IMYECKHX CH- CBOMCTB 0OHOIIO- | XOXKIACHUA U MCpHO-
cTeM, aHTporo- | THYECKHX  cH- | PasBHTHA CTCH 1Ipo-
reHe3 W OHTOre- | CTE€M, aHTporo- | KU3HH, HCXOMC-
HE3 4eJIOBEKa, reHe3 W OHTOre- | CBOMCTB OMO- | HUS U
COBPEMEHHBIX HEe3  dYeJoBeKa, | TOTHYECKUX PasBUTHA
METOJIOB TeHe- COBPEMEHHBIX CHCTEM, aHTpo- | KU3HH,
THKHM YeloBeKa, | METONIOB  IeHe- | IIOTCHE3 M OH- | CBOHMCTE

OCHOBHBIX

THKHM YCJIIOBCKA,

TOI'CHE3
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MOHATUN U TIPO- | OCHOBHBIX IMOHS- | YETIOBEKa, CO- | OMOIOTH-
Osiem Ouocdepsl | THE W TPOOJIEM | BDEMEHHBIX YECKHUX
U 9KOJIOTHUH, ounochepsr U | METOJIOB T'€HE- | CHUCTEM,
OMOJIOTMYECKUX | OKOJIOTHH, OWO- | TUKH YeJIo- aHTpPOIIO-
MPEMTOCHUIOK JIOTUYECKUX BEKa, OCHOB- reHe3 u
KHU3HEACATENIb- | TIPEIMTOCHUIOK HBIX TIOHATHHA | OHTOTe-
HOCTH Y DKOJIO- | )KH3HEACSTENb- | U MpobiieM HE3 Yelo-
THU YEJIOBEKa, HOCTH M JKOJIO- | Omocdepsl u BEKa, CO-
COBPEMEHHOTO TUM  YeJOBEKa, | SKOJOTHH, BpPEMECH-
NPEJICTAaBICHUS | COBPEMEHHOTO ouosoruye- HBIX Me-
0 TEHOME YeJIO- | MPEJCTABJICHUSI | CKUX MPEANO- | TOJOB Ie-
BEKa, MOJIEKY- O TEHOME YeJO- | ChUIOK )KM3HE- | HETUKH
JISIPHBIX OCHOB BEKa, MOJIEKY- | JCSTEIBHOCTH | YEJIOBEKa,
HACJIEICTBEHHO- | JIAPHBIX  OCHOB | M 9KOJIOTUU Ye- | OCHOB-
CTH, POJIN HACJICICTBEHHO- | JIOBEKa, COBpPe- | HBIX IO-
HACJIEICTBEHHO- | CTH, pPOJIU | MEHHOTO TMpeA- | HATUN U
CTH B OlpeJieie- | HACIIEACTBEHHO- | CTaBJICHUS O Y
HUM 37I0POBbsI U | CTH B OMpeJieNie- | TeHOME Yesio- | Ouo-
MaTOJIOTHH. HUM 3]I0POBBSI U | BeKa, MOJIEKY- | cephl 1
HaTOJIOTUH. JISIPHBIX OCHOB | 3KOJIO-
HacJeICTBEH- UM, OHo-
HOCTHU, POJIH Joruye-
HACJIEJICTBEH- | CKHX
HOCTH B OTIpe- | Mpearno-
JIEJICHUH 3]10- | CBUIOK
POBbBsI M TIATO- | JKU3HEe-
JIOTHH. ATEIHHO-
CTH U
9KOJIOTHH
YeNoBeKa,
COBpe-
MEHHOTO
npe-
CTaBJIe-
HUS O Te-
HOME ye-
JIOBEKa,
MOJIEKY-
JISTPHBIX
OCHOB
Hacme-
CTBEHHO-
CTH, POJIU
HaCJeI-
CTBEHHO-
CTH B
omnpee-
JICHUH
3J10pOBbS
Y TIaTOJIO-
THH.
YmMmerh YacTtuuHo ocBO- | B nemom ycnem- | B memom Coopmu- | Pemre- | Peme-
€HHOE YMEHHUE HOC, HO HC YCOCIIHOC, HO POBaHHOC HHUE HUE
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I/IHTepHpeTI/IpO- CUCTCMAaTHYCCKH coacpxKalee oT- | YMEHHUC CI/ITy- CI/ITya-
BaThb PE3YJlb- OCYIIECTBIISIEMOE | JEJbHBIE MPO- CUCTEMa- | aIu- IIHOH-
TaThl FTeHEeTHYE- | YMEHHE UHTCP- Oener ymenue TH3HUPO- OH- HBIX 3a-
CKOro aHaymsa, | IPETUPOBATh pe- | HHTEPIPETH- BaTh P€- | HBIX a4
pe3ysbTaThl ga- | 3YJIBTAaThl TCHC- | POBATh PE3YJIb- | 3ynpTaThl | 3amay
60paTOpHHX Me- | THUCCKOTO aHa- TaTbl ICHCTU- TeHETU-
TO/IOB JIUATHO- Jm3a, pe3yb- ICCKOro aHa- YECKOI0
CTHKH Iapasu- TaThl JJabopa- Jm3a, pe3ysib- | ananusa,
TapHBIX U TOPHBIX METO- TaThl 1a00pa- | maGopa-
HacJIeACTBEH- J10B IMArHO- TOPHBIX METO- | TOPHBIX
HbIX Oone3Heii y | CTHKHU mapasu- | AOB AHArHO- METOJIOB
JIeTel U moJ- TapHBIX U CTHUKH I1apasv- | nmuar”o-
POCTKOB, Ipuro- | HAaCJICACTBEH- TapHbIX 1 CTHUKU I1a-
TOBJIATh Bpe- HBIX OO€e3HEN y HaCJICACTBCH- pasurap-
MEHHBIE MUKpO- | ACTCH M MOJ- HBIX 6(iﬂe3Hel7I HBIX U
npenaparsl Ouo- | POCTKOB, MpUTO- | Y ICTCH U TION- | Hacien-
JIOTUYECKHUX TOBJIATH BPC- POCTKOB, IIpPU- | cTBEHHBIX
OOBEKTOB M MC- | MCHHBIE MUKpO- | FOTOBIIATE BPC- | Gojies-
CIIeIOBATh X ¢ | NIPEmNaparbl 6uo- | MEHHBIE MUK~ | Heif, Me-
[IOMOIIBIO CO- JIOTUYCCKUX ponpernapaTtel | TomoB
BPEMEHHOU 00BEKTOB H HC- | OHOTIOrHYe- U3Yy4YEeHUs
MHKpPOCKOIHYe- | CIACN0BATh UX ¢ | CKHX 00BEKTOB | sKomornm
CKOM TEXHUKH. IIOMOIIBIO CO- U UCCIENOBATD | yeroBeEKa.

BPEMEHHOM MUK- | UX C IIOMOILBIO

POCKOIIMYECKON | COBPEMEHHOM

TEXHHUKH. MUKPOCKOIIH-

YECKOM TeX-
HUKH.

Bnaners O®parmenrapHoe | B nenom ycnem- | B nenom VYenem- | Pege- | Tectu-
pUMEHEHNE HOE, HO HE CHU- YCIIENTHOE, HO | HOE W CH- | paT poBa-
HAaBBIKOB BIIaJIe- | CTEMAaTUYECKOE | COJeprKaliee cTeMaTH- HUE,
HUS MEJIHKO- MIPUMEHEHHE OTJIeJIbHBIE YEeCcKoe cobece-
OMOJIOTUYECKUM | HaBBIKOB Blafie- | MPOOEINbI MpU- | MpUMEHe- J0Ba-
TOHSTHIHBIM HUS MEIUKO- MEHEHHE HUE HUE.
anmapaTrom, Me- | OMOJOTHMYECKHM | HAaBBIKOB Blla- | HABBIKOB [Tpuem
TOJAMU U3y4e- | MOHATHHHBIM JICHUSI MEIUKO- | BJIQJICHUS MpaK-
HUS Haclle- anmaparom, Me- | Ouonorude- MEJIUKO- THYe-
CTBEHHOCTH Y€- | TOAAaMH U3y4e- | CKUM NOHITHI- | OMOJIOTH- CKHX
JIOBEKa, HaBbI- HUS HACJEI- HBIM arapa- YECKUM HaBbI-
KaMu MUKPOKO- | CTBEHHOCTH Y€- | TOM, METOJAaMH | TTOHSATHM- KOB.
MUPOBAHUSL. JIOBEKa, HaBbI- U3YYCHHUS HBIM arl-

KaMU MUKPOKO- | HACJICACTBEH- | MapaToM,
MUPOBAHUS. HOCTH 4€JI0- METO-
BEKa, HaBbI- JaMu
KaMH MUKPO- U3y4YeHUs
KOIUPOBAHUS. | Hacjeln-
CTBEHHO-
CTH 4eJo-
BEKa,
HaBbI-
KaMH
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MHUKpPOKO-

IHpOBa-
HUSL.
11K-20
3HaTh @®parmenTapusie | O0mue, HO HE Cdopmupo- Cdopmu- | Tect, | Tecr,
3HAHHA MaTeMa- | CTPYKTYPHpO- BaHHBIE, HO CO- | pOBaH- cobe- | cobe-
THYECKUX METO- | BaHHBIC 3HAHUS | JAep)Kallue OT- | HbIE CH- | Ce0- | CeIo-
JIOB peIICHHS Maremaruye- JIeNbHBIC IPO- | CTEMATU- | BaHWE | BaHUE
UHTEJUICKTYallb- | CKUX METOJIOB Oenbl 3HAHUST | YECKUe
HBIX 33/1a4 U MX | PEIICHHS UHTEN- | MaTeMaThuye- 3HAHHS
NPUMEHECHUS B | JIEKTYaJIbHBIX CKMX METOZIOB | MaTreMa-
MEIUIMHE; T€O- | 3a/1a4 ¥ UX NPU- | PEIICHHUS UH- | THYECKHX
PETHYECKUX OC- | MCHEHUS B ME- | TEIJICKTyalb- | METOJIOB
HOB MH(pOpPMa- | IUIMHE; TeOpe- | HbIX 3a/1a4 U peuIeHus
THKH, cO0pa, THYECKUX OCHOB | MX IPUMEHE- UHTEJI-
XpaHeHusl, o~ uHpOpMATUKH, | HHUSA B MEJH- JEKTY-
UCKa, Iepepa- cbopa, xpaHe- [IUHE; TEOPETU- | AITBHBIX
00TKH, Tpeodpa- | HUs, MOUCKA, IIe- | YeCKUX OCHOB | 3a/1a4 U
30BaHUs, pac- pepaloTky, npe- | UHPOPMATUKH, | UX MPU-
IpOCTPaHEHUs o0Opa3oBaHus, cbopa, XpaHe- | MEHEHUS
UHQOPMALIMU B | paclpoCTpaHe- | HHA, TIOUCKA, B MeJU-
MEIULMHCKUX U | HUS uH(popMa- nepepaboTKH, | IIHHE;
OHMOJIOTUYECKHUX | IIUM B MEAHWIMH- | IpeoOpa3oBa- | TEOPETH-
cucTeMax, uc- CKUX U OMOJIOTH- | HUS, pacpo- YEeCKHUX
TIOJT30BAHUS YECKHX CHCTe- CTpaHEHHsI UH- | OCHOB
UHQOPMALIMOH- | MaX, UCTONB30- | popMaluu B uH pOp-
HBIX KOMITBIO- BaHUs HH(OpMa- | MEIUIIMHCKUX | MAaTHKH,
TEPHBIX CUCTEM | LIMOHHBIX KOM- | ¥ Ouojyoruue- | coopa,
B MEJIMIIMHE U MBIOTEPHBIX CH- | CKUX CHCTe- XpaHe-
3[paBOOXpaHe- | CTEM B MEJH- Max, UCITIOJIb- | HHS, TO-
HUMU. [IUHE U 37[paBO- | 30BaHUS WH- WCKa, ITe-
OXpaHEHHH. bopmanmon- pepa-
HBIX KOMITbIO- | OOTKH,
TEPHBIX CH- npeobdpa-
CTE€M B ME/IM- | 30BaHMA,
IIUHE U 37pa- pacrpo-
BOOXpAaHEHHWHU. | CTpaHe-
HUS UH-
dbopma-
IIUH B Me-
JTUIINH-
CKUX U
ouonoru-
YECKHX
cHcTe-
Max, uc-
0JTB30-
BaHUS
uHdop-
MaIfoH-
HBIX KOM-
BIOTEp-
HBIX
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CHCTEM B

MeIu-
LIUHE U
3/1paBo-
oXpaHe-
HUH.

Ymets YactuuHo ocBo- | B nenom ycnem- | B neinom Cdopmu- | Peme- | Perme-
€HHOE YMEHHE HO€, HO HE CH- YCIEIIHOE, HO | pOBaHHOE | HUE HUE
MI0JIB30BATHCSA CTEMAaTUYECKH cozepxariee yMeHUue CUTya- | CUTya-
yueOHOIl, Hay4Y- | OCYIIECTBIIsIC- OTJENbHbIE [0JIb30- | IUOH- | IIUOH-
HOM, HAYYHO-TIO- | MO€ YMEHHUE poOeIbl yMe- | BaTbes HBIX HBIX
NyJSIPHOM JIUTE- | MOJIB30BATHCS HUE MO0JIb30- yueOHOH, | 3amau | 3a1ad4
paTypo, CeThi0 | yueOHOM, Hay4d- | BaThCs y4eO- Hay4YHOU,

HNurepHer s HOM, HAYYHO-IIO- | HOM, HAYYHOU, | HAy4HO-
npodeccuoHalb- | MyJISpHOM JIUTE- | HAYYHO-TIOMY- | MOIYJISIp-
HOM JIEATENIBHO- | paTypoOH, CEThIO | JIIPHOM JIUTE- | HOM JIU-
CTHU; MPOU3BO- Hutepner niist partypoii, ce- Tepary-
JIUTh PacyeThl npodeccuonanb- | Teio IHTEpHET | pOH, ce-
10 pe3yJibTaTaM | HOM AesTenbHO- | Ans npodeccu- | Teio UH-
9KCIIEPUMEHTA, | CTH; IPOU3BO- OHAJILHOM Jiesi- | TEpPHET
IIPOBOJUTH 3Jie- | IUTh PacyeThl TEJIBHOCTH; JUISL TIPO-
MEHTApHYIO CTa- | MO pe3yJbTaTaM | IPOU3BOAUTH dbeccuo-
TUCTUYECKYIO SKCHEPUMEHTa, | pacyeThl IO HaJbHOU
00paboTKy 2KC- | MPOBOJAMTH dJIe- | pe3yiabTaTam JeATeINb-
NEpUMEHTaJIb- MEHTapHYIO CTa- | SKCIIEPUMEHTA, | HOCTH;
HBIX JIaHHBIX. TUCTHYECKYIO IIPOBOJIUTH IIPOU3BO-
00paboTKy 3KC- | DIEMEHTapHYIO | TUTh pac-
MEpUMEHTAIIb- CTaTUCTUYE- YETHI 10
HBIX JaHHBIX. CKy10 o0Opa- pe3yibTa-
OOTKy 3KCIle- | TaM JKC-
PUMEHTAJIbHBIX | MIEpU-
JTAHHBIX. MEHTa,
MIPOBO-
JUTh dJ1e-
MEHTap-
HYIO CTa-
TUCTHYE-
CKYIO 00-
paboTKy
JKCIIEpH-
MEHTAaJIb-
HBIX JJaH-
HBIX.

Bnanetp ®parmenrapaoe | B nenom ycnem- | B nemom VYcemem- | Pede- | Tectu-
PUMEHEHNE HO€, HO HE CH- YCIIEIHOE, HO | HOE U CU- | paT poBa-
HaBBIKOB ITIOMCKA | CTEMATUYECKOE | COJIEprKallee cTeMaTH- HHUE,
MEIULUHCKOU PUMEHEHNE OTJI€JIbHBIE YECKOe co0be-
UHPOPMALIMK B | HABBIKOB TIOMCKA | IPOOENBI MPU- | IPUMEHE- ceno-
y4eOHOM, HAy4Y- | MEAUIIMHCKOU MEHEHHE HUe BaHHUE.
HOU JIuTepaType, | ”HPOPMAIMK B | HABBIKOB I10- HAaBBIKOB [Ipue
B TOM YHCJIE C y4eOHOI, Hay4Y- | MCKAa MEIUIUH- | IOUCKa M
UCIIOJIb30Ba- HOU JuTepaType, | ckoi uHpop- Meau-

HUEM CETHU B TOM YHCJIE C Malll¥ B LIUHCKOU
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Wntepner; UCIOJIb30BaA- yueOHOI, uHpOp- paK-
HaBBbIKaMU Npej- | HueMm cetd MH- | Hay4HOM juTe- | Maluy B THYe-
CTaBJICHUS U 00- | TEPHET; HaBbI- parype, B TOM | yu4eOHOH, CKHX
CYXJIEHUS Me- KaMU IpeACTaB- | YUCIIE C UC- Hay4YHOH HaBbI-
JUIMHCKOM WH- | JIeHUS U 00CYyX- | MOJb30BaHUEM | JIUTepa- KOB
dbopmarmm. JIeHUs MeTUIUH- | cetn MHTep- Type, B
CKOM MHpOpMa- | HET; HABBIKAMHU | TOM
UH IpeJcTaBIIe- qucie ¢
HUS 1 00CYXK- | UCIIOJIb-
JEHUs MeJu- 30BaHHEM
LIUHCKOW UH- cetu UH-
dbopmaruun TEpHET;
HaBbI-
KaMu
npen-
CTaBJle-
HUS U 00-
cyxne-
HUS Me-
JULHH-
CKOM MH-
dbopma-
020

o ~

10.

11.
12.
13.
14.
15.

3. TunoBble KOHTPOJIbHBIC 3aJaHUA U UHBIC MaTepHUaJbl

3.1. llpumepHbIe BOMPOCHI K 3a4veTy, K TEeKylIeMy co0ecel0BaHWI), KPUTepUH
ounenku. OIIK-1, OIIK-4, OIIK-7, ITK-20

Myrarenes. Knaccugukarus mytanuii. [ eHepaTHBHBIE 1 coMaTnieckne MyTarui. CIIOHTaHHBIA U H-
JTyLUPOBAHHBIA MyTAIllMOHHBIN IIpoliecc. BrisABIeHNE U KOJIMYECTBEHHBIN yUeT MyTaluil.
I'eneTndecknii KOHTPOJIbL MYTALIMOHHOIO Mpouecca. PaqnanimoOHHbBIN 1 XUMUYECKU MyTarenes. Myra-
TeHBI OKpYKarolen cpeapl. @akTopsl, MOAUDUIIMPYIONINE MYTAIMOHHBIN MpOIIeCC.

I'enoMuka - Hayka o reHoMax. CTpyKTypHasi OpraHu3alysi FeHoMa MpokapuoT u sykapuoT. Kimaccudu-
Kalys NOBTOPSIOIIMXCA DJIEMEHTOB T'eHOMa. MeXIyHapOAHBIN NIPOEKT «I €HOM YesloBeKay.
[TonyIAMOHHO-CTaTUCTUYECKUN MeToA. ['eHeTnueckas CTpyKTypa NOmyJssiuud. YacToTel T€HOB U I'e-
HOTUNOB. 3akoH Xapau-BaitnOepra. ['eneTnueckuii rpys.

@®akTophl IMHAMUKHA I'€HETUYECKOr0 COCTaBa MOMYJISIIUU: Apeii( reHOB, MyTal[MOHHBIN MpoIecc, MU-
rpanuu, u30upaTeabHOe criapuBaHue 0co0ei, eCTeCTBEHHbIH 0TOOP.

[Tonsitue o eBrenuke. [1o3uTHBHAS M HETaTUBHASI €BI€HUKA: COIIMANIbHBIE aclieKThl. COBpEMEHHBIE ITH-
Yyeckue npoodaeMbl METUIIMHCKOIN reHEeTUKHU (KIIOHUPOBAHUE U T€HETHUYECKas MaclopTU3alys).
MeToabl MOJIEKYJIIPHON AUarHOCTUKH. OOIHe TOHSTHS.

[Monumepasznas nennas peakuust (I1L[P), ocHoBHBIC TOHATHS (IPUHIUI, TEMIIEPATYPHBIE PEXKUMBI, CO-
ctaB Oydepa).

enu n npuHnmn nposeaeHus peakmuu [JIP® (monumopdusm uMH pecTpUKIMOHHBIX (pparMeHTOB).
AHanu3 oHOILETOYeuyHOro KoHpopMmaonHoro noaumopdusma (SSCP), nenu v npuHIUN NpOBeEe-
HUSL.

CexBeHnpoBanue 110 CaHrepy - Henu U NPUHIUI IPOBEICHUS PEAKIIUU.

PecTpukuoHHbIN aHAIM3.

I'enotepanus, nporpamma, HENH, MOAXObL. Y CIIEIIHbIE IPOEKTHI TEHHOW TEpauu.

[lonstue o papmaxkoreHeTrke. OCHOBHBIE LIENH U 33JIaUH.

Muorodakropusie (MynbTH(akTopuanbable, bHII) Gonesnu. 'enetnueckune u cpemoBbie (HakTOpbI
pHUCKa.
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16.
17.

18.

19.

20.
21.
22.
23.
24,

25.
26.

27.
28.
29.

30.
3L

32.
33.
34.
35.
36.
37.
38.
39.
40.

41.
42.

43.
44,
45,
46.
47.

48.

bnu3HenoBsIi MeTOI, 11eTH, ITAlbl, pacyeT KoddduurenTa XoIbIHHTEPA.

HacnenctBenHble 00s1€3HU: ATHOJIOTHUS, KJIaCCU(UKALINS, TUITbI HACJIEJOBaHUs, OCOOCHHOCTH KIMHUYE-
CKHX ITPOSIBIICHUM.

CemuoTruka HacieJCTBEHHBIX 3a0oneBaHuil. IlonsTue cuHznpoma. OOmias XapakTepHCTHUKa Hacie[l-
CTBEHHOU MATOJIOTUH. TEepMHUHOJIOTHA.

MukpoaHOMaJIuu pa3BUTHA (CTUTMBI AU33MOpUOTEHe3a), ONpe/IeTIeHNE, LIENIb BBISIBICHUS, 0COOEHHOCTH
KIIMHUKO-MOP(OJIOTUYECKOT0 OCMOTPA BPaYOM-T€HETHKOM.

Twurbl TeHHBIX MyTalni, HOHCEHC, MUCCEHC, CJIBUT paMKH CUMUTHIBAHHSI, CTUIAHCHHTOBBIE MyTaluu. Me-
XaHU3MBI TEHHBIX MYTAIIHA.

I'ennslie Oonesnu. O6mue noustus. Knaccupukanus. [pumeps.

Knunuko-reneanornyeckuit Mmeroa. Tumsl HacnenoBanus. KnuHauyeckue mpuMepsl.

OCOOEHHOCTH ayTOCOMHO-TOMUHAHTHOTO THIa HacienoBaHusi. COCTaBUTH poAoCioBHYIO. [TpumMepst
3a00JIeBaHUH.

Oco0eHHOCTH ayTOCOMHO-PELIECCUBHOIO THIA HacienoBaHus. CocTaBUTh posiociioBHy10. [Ipumepsr 3a-
OoneBaHuil.

OcoOenHocty Y ClEIUIEHHOro Tuna HacienoBanus. CocTaBUTh poAociaoBHYIO. [Ipumeps! 3a001eBaHUi.
OcobenHocT X-CIEMICHHOTO JOMHUHAHTHOTO TUMa HacienoBanus. CoctaBuTh pojpocioBHyto. [Tpu-
MephbI 3a00JIEBaHUIA.

OcobenHocTr X-CLEIUIEHHOTO PELECCUBHOTO TUIIA HACIIEIOBAHUS.

CocraButh poaocioBHyto. [Ipumepsl 3a00meBaHUi.

HuromnazMaTuuecKuili WK MaTepUHCKUM TN HacienoBanus. CocTaBUTh POJIOCIOBHY0. [IpuMeps 3a-
0oseBaHMil.

HacnenctBennsie 6ose3nn oomena. OO011as XapakTepUCTUKA U KITaCCU(UKAIIHSL.

MyKoBHCIIH/I03: T€HETHUKA, IEPBUYHBIN T€HETUUECKHH 1e(DeKT, KIMHUKA, TaTOTeHe3, IMarHOCTUKa, Jie-
YeHUE.

OeHUTKETOHYpHS: TeHEeTHUKA, MEePBUYHbIN OHOXUMUYECKUN AePEeKT, KIMHHKA, HEOHATAJIbHBIA CKpU-
HUHT, IATOTeHEe3, TUarHOCTHKA, JICUCHHE.

Cungpom Mapdana: Tun HacieI0BaHUs, TATOreHE3, JUATHOCTHUKA, KIIMHUYECKUE TPOSBICHHUS, Jieye-
HUE.

bonesnu skcnancuu, cunapom Maprtuna-benna, renetuka, KJIMHUKA, TATOT€HE3, TUArHOCTHKA, Jiede-
HUE.

OObmas xapakTepucTHKa MUTOXOHAPUAIbHON marosnorud. OcoOeHHOCTH TeHOMa MUTOXOHApUH. [Ipu-
Mepbl 3a00JIeBaHUM.

Opdannbie 3a6oneBanus. O0ue nousatus. [Ipumepsr. Peectp opdanubix 3a001eBaHU.

OOm1ast XxapaKTepUCTHKA U MEXaHU3MbI XpPOMOCOMHOM MAaTOJIOTHH.

I'eHoMHBIE U CTPYKTypHBIE abepparun xpoMocoM. Knaccudukarus. [Ipumepst.

Knaccudukanus 1 MexaHU3Mbl XpOMOCOMHBIX MyTallli, cOallaHCHPOBAaHHBIE U HeCOATaHCUPOBAaHHBIE
CTPYKTYpHBIE MTEPECTPOIKH.

HacnenctBennsie 60s1e3HM, 00YCIIOBIIEHHBIE AHOMAITUSIMU TTOJIOBBIX XPOMOCOM, OCOOCHHOCTH TEUSHHS,
MIPUMEpBHI.

BpoxnéHHble TOPOKU Pa3BUTHUS: OTNIpeiesieHUe, KiacCu(UKaIus, STHOJOTHS, Iy TH MPO(UITAKTHKH.
Mertob! aHAJIM3a KapuoTuna (IUTOT€HETUYECKHUE, MOJICKYJIIPHO-IIUTOTEHETUYECKHE), TPUHIIUIIBI U JIH-
arHOCTUYECKHE 3a/1a4H.

[TokazaHus U1 UTOT€HETHYECKOro 00CIIE0BAaHUS B IOCTHATAILHOM IIEpHO/IE.

Cungpom JlayHa: THI MyTaluu, NaTOreHe3, TMarHoCTHUKA, KITMHUYECKUE IPOSBICHUS, JICUSHHUE.
Cunzapom DBapica: TUI MyTalluH, ATOT€HE3, AUATHOCTUKA, KIIMHUYECKHE MIPOSIBICHUS, JICUCHHE.
Cungpowm IlaTtay: Tun MmyTanum, naToreHes, AMarHoCTUKA, KIMHUYECKHUE MPOSIBIICHUS, JIEUCHHE.
Cunznpom llepemesckoro-TepHepa: TUI MyTallMy, MaTOreHe3, TMAarHOCTUKA, KIMHUYECKUE TPOsBIIe-
HUS, JICYCHHE.

Cunznpom Knaiingenbrepa: TUII MyTalluy, NaTOT€HE3, JUATHOCTHKA, KIMHUYECKHE MPOSBICHUS, JieUe-
HHUE.
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49. Yactuunele aneyrionanu (cuaapom Bonbda-XupuixopHa, «Komadbero KpuKay), THI MyTaluu, MaTo-
TeHe3, INarHOCTHKA, KIMHUYECKNE NIPOSBICHMS, JICUECHNUE.

50. IIpodunakTrka HAacIeACTBEHHBIX 3a00JI€BaHUM, YPOBHU, MOAX0Abl. [IoHATHE «IIEPUKOHLIETIIMOHHON
POGUIAKTUKI.

51. Menuko-TeHeTH4ecKoe KOHCYJIbTUPOBAHUE. XapaKTepUCTUKA POJIM Bpaua FeHETHKA B MPAKTHYECKOM
31paBOOXPAaHEHUHU.

52. Menuko-reHeTHYeCKast CIry>k0a: 11elb, 3aauu. [lepeuncianTs mokasanus sl HAPaBJICHUS HA KOHCYJIThb-
TalUI0 K Bpady I'€HETUKY.

53. lIpenaranpHas nuarnoctuka. OOmIas XapaKTeprCTUKa, eIh IPUMEHEHHS, METOIbI, CPOKH.

54. HenHBa3uBHBIE METO/IbI IPEHATAIBHON AMArHOCTUKH (OMOXUMUYECKUN cKpuHUHT, Y3U). OOmas xa-
pakTepHUCTHKa, LIe]Ib IPUMEHEHUS, METO/IbI, CPOKH.

55. lHBa3uBHBIE METO/BI MPEHATATbHON AMArHOCTUKU. OOIIas XapaKTepuCTUKa, 11e7b NPUMEHEHUs, Me-
TOJIbI, CPOKH.

56. CoBpeMeHHbIE MOAXO0/1bl B HEMHBA3UBHOM NPEHATANbHOM JUArHOCTHKE (aHAJIN3 XPOMOCOMHOM MaToJI0-
TUH 110 KPOBU MaTEpU, IPEUMITJIaHTAIIMOHHAS TUAarHOCTHKA).

57. KomnbroTepHble TUAarHOCTUYECKHE MPOrpaMMbl. 3a/1ayM, peraeMble ¢ ux mnomolibto. [lpumepst mpo-
IrpaMM.

Kpumepuu oyenxu:

Oyenka «3aUmeH0» 8blcMAasiiemcst 00y4arowemycs eciu oH 0OHapyJcueaem 8cecmopoHHee, CUCmemda-
muyeckoe u 21yOoKoe 3HaHue Y4eOHO-NPOSPAMMHO20 MAMEPUANA, YCEOUT OCHOBHYIO U 3HAKOM C OONOJIHU-
MeNbHOU IUMepamypou, peKoMeHO0BAHHOU NPOSPAMMOU,; YCEOUTL 83AUMOCEA3b OCHOBHBIX NOHAMUL OUC-
YUNTUHBL 8 UX 3HAYeHUU OJis NPUOOpemaemoll npogheccuu, NPosiUl MeopuecKue CROCOOHOCMU 8 NOHUMA-
HUU, UBTIONCEHUU U UCNOIb308AHUL YUeOHO-NPOSPAMMHO20 MAMePUand, 8iaoeem HeodXoOUMbLMU YMeHU-
SAMU U HABLIKAMU NPU SbINOIHEHUU CUMYAYUOHHBIX 3A0aHUll, 0e30uuboYHo omeemul Ha OCHOBHOU U O0-
NOJHUMeNbHblEe BONPOCHL HA 3aueme.

Oyenka «He 3a4menH0» 8blCMAsIsAemcs 00YHAIOUeMYCsl eClii OH 0OHAPYICUTL NPODeNbl 8 3HAHUSX
OCHOBHO20 Y4eOHO-NPOSPAMMHO20 MAMePUaId, OONYCMul NPUHYUNUATbHbLE OWUOKU NpU Omeeme Ha OC-
HOBHOU U OONOJHUMENbHbIE BONPOCHL, HE MONCEM NPOOOINCUMb 00YyUeHUe WU NPUCMYRUmMb K npogeccu-
OHANILHOU 0esimeIbHOCHU N0 OKOHYAHUU 00pA308ameNbHOl Opeanu3ayuy 6e3 00NOJHUMENbHbIX 3AHAMUL
no oucyuniume.

3.2. IlpumepHble TecTOBBIe 3aJaHus, kKputepun ouenku OIIK-1, OIIK-4, OIIK-7,
I1K-20
1 yposens:
1. MyTtanuu "cABUT paMKH CUYUTHIBAHUS'" BO3ZHUKAIOT B PE3yJIbTATE:
a) SKCIMIAHCUU TPUHYKJICOTUIHBIX TIOBTOPOB;
0) BbIMaICHUs OJTHOTO WJIM HECKOJIBKUX Map HYKJIEOTHI0B;™*
B) BCTaBKH HYKJICOTHIOB;*
T') 3aMEHbI Tap HYKJIEOTUIOB.
OIIK-1, OIIK-7, I1K-20

2. K ¢dakropam, HOBBIIAIONIAM PUCK MYJIbTH(HAKTOPHUATBLHON 00JI€3HN, OTHOCATCS:
a) HaJTM4Ke aHAJIOTMYHOM OOJIE3HN y KPOBHBIX POJICTBEHHUKOB;™

0) reTepo3UroTHOCTh TI0 ayTOCOMHO-PEIECCUBHOM 00JIE3HM;

B) BpeaHbIe (paKTOphI OKpYy’Karoliei cpeasl;™

r) OOJBIIIOE YUCIIO JACTEH B CEMBE.

OIIK-1, OIIK-4, OIIK-7, TIK-20

3. I mpoBeIeHUs] TUTOTCHETUYECKOTO aHAIN3a UCTIONIb3YIOTCS:
a) KJIETKA KOCTHOT'O MO3ra;*
0) KJIETKU TICUYCHU;
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B) TUMQOLUTHI TeprQepuIecKkoil Kposu;™
I') KOCTHasl TKaHb.
OIIK-1, OIIK-4, OIIK-7, IIK-20

4. Kakas Tepamnusi HacJIeJICTBEHHBIX 0OJIE3HEH B HACTOsIIIee BpeMsi IPUMEHSIETCS] HanOoJiee 4acTo:
a) cUMIITOMaTuyeckas;™

0) maroreHeTH4eCKas;™

B) DTHUOTPOIHAS

r) usnonedeHue

OIIK-1, OIIK-4, OIIK-7, [IK-20

5. K coBpeMEeHHBIM IIUTOT€HETHYECKUM METOJUKAM OTHOCSITCS:
a) MCCIIeJ0BaHMS MOJIOBOTO XPOMATHHA; *

0) MetadazHblif aHAIU3 XPOMOCOM;*

B) MOJICKYJISIpHO-TIuTOreHeTrnYeckuit metox (FISH);*

') METOJ pyTUHHOM OKpacKH.

OIIK-1, OIIK-4, OIIK-7, IIK-20

6. YKaxuTe CHHAPOMBI, B OCHOBE KOTOPBIX JICKUT aHAYIUIOUINS IO TIOJIOBBIM XPOMOCOMaM:
a) cunapoM JlayHa;

0) cuanpowm Ilatay;

B) cunapom Knaitndentepa;*

T') CHHIIPOM «KOIIIAYheTo KPUKAY;

n) cuaapom lepemerckoro—Tepuepa.*

OIIK-1, OIIK-7, I1K-20

7. B cocraB JIHK BXOIST a30THCTBIC OCHOBAHUS:
a) TyaHuH;*

0) yparmur;

B) TUMHUH;*

T') aJIcHUuH;*

1) IUTO3UH.*

OIIK-1, IIK-20

8. YkaxuTte npaBuibHYyI0 (hOpMy XpOMOCOMHOT0 Habopa y 6oibpHOTO ¢ cuapomoM KnaitHdenbrepa:
a) 45,X0;

0) 47,XXX;

B) 47,XYY,

r) 45,XY,5p-;

n) 48, XXYY;*

e) 47, XXY.*

OIIK-1, OIIK-7, TIK-20

9. XpomMocoMHBIE abeppaliii MOTYT OBITh BHI3BAHBI:

a) ramMmma Jrygamu;*

0) X-myuamu;*

B) BUpycaMmu;*

I') HOpMaJIbHBIMH METa0OIUTaMU OpraHU3Ma YeJI0BEKa.
OIIK-1, OIIK-4, OIIK-7, TIK-20

10. C X-XxpoMOCOMOI1 CIICTUICH I'eH:
a) cuaapoma Mapdana;
6) remodunuy;*
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B) cunpoma KiaiindensTepa;

r) cunnpoma lllepemesckoro-TepHepa;
1) MalbTOHU3Ma.*

OIIK-1, OIIK-7, ITK-20

11. 3akon Xapau-BaiinOepra ucrnonb3yeTcst 1is:

a) BBIIBIICHUS P PeKTa pogoHAYATbHUKA;

0) pacueTra 4aCcTOTHI T€TEPO3UTOT B MOMYJISIIINU;*

B) pacueTa KOHKOPAAHTHOCTH;

I') pacyeTa 4acTOThl JOMUHAHTHBIX U PELIECCUBHBIX TOMO3UIOT B MOMYJISHUHU. *
OIIK-1, OIIK-7, I1K-20

12. BpokneHHbIe TTOPOKH M CTUTMBI TU39MOpHOTeHe3a POPMUPYIOTCS B:
a) SMOPHOHAIBHOM TIEPUOJIEe PA3SBUTHS;*

0) mrogHOM;*

B) IEpUHATAIBHOM,;

I') IOCTHATaJIbHOM.

OIIK-1, OIIK-4, OIIK-7, TIK-20

13. AyrocomaMu Ha3bIBarOTCSI XpPOMOCOMBI:

a) IpeJICTaBJICHHBIE B KAPUOTHIIE 0COOEH pa3HOTO 10J1a B OAMHAKOBOM Mepe; ™
0) 110 KOTOPBIM KapHOTHII 0COOEH Pa3HOTOo M0JIa OTIMYAETCS APYT OT APYyTa;
B) HaJIMYUE KOTOPBIX B KAPHOTHIIE ONPENESIEeT 0] OPraHu3Ma;

I') BCE OTBETHI BEPHBI;

1) BCE OTBETHI HE BEPHBI;

e) Bce, kpome X u Y. *

OIIK-1, OIIK-7, I1IK-20

14. Bo BpeMs KpOCCHHIOBEpa MPOUCXOIUT:

a) peyKIIHsI YrCia XpOMOCOM;

0) pekoMOMHAIKS TeHETUYECKOro MaTepuana;™®
B) peruikanus JIHK;

T') SIBJICHUE TIEPEKpPeCcTa XpOMOCOM. *

OIIK-1, ITK-20

15. Tpancnokanus - 310:

a) mepeMelleHne reHeTHYeCKOro MaTeprana BHyTPU OJTHOW XPOMOCOMBI;

0) nepeMeleHre TeHETHUYECKOr0 MaTepuaia 0HOH XpOMOCOMBI Ha JIpyTyIo;*
B) YABOEHHUE KaKOro-IH0O0 JTOKyca XpOMOCOMBI;

r) 0OMEH y4acTKaMH HErOMOJIOTHYHBIX XPOMOCOM. *

OIIK-1, OIIK-7, I1IK-20

16. XpoMOCcOMHBII HAOOP KIIETKHU YEJIOBEKa, COCTOSIININ U3 48 XpOMOCOM, HOCUT Ha3BaHHE:
a) TIOJIUTIIIOU THOTO;

0) MOHOCOMHOT0;

B) TPHCOMHOTO;

I') aHEYIUIOUIHOTO;*

1) TPUTLJIOUTHOTO;

€) TeTePOIUIOUIHOTO. *

OIIK-1, ITK-20

17.Y 6onbHbIX ¢ kKapuoTumnom 47, XXY BcTpedaeTcs:
a) TMHHEKOMAacCTHs;*
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0) yMCTBEHHAsI OTCTANIOCTh;*

B) Oecruioaue;™*

I') HU3KHUI pocCT.

OIIK-1, OIIK-4, OIIK-7, IIK-20

18. JlononHuTenbHas Y-XpoMocoMa y My>KYMH HaOJII0AaeTcs IPU CUHAPOME:
a) Knaitugensrepa (XXYY);*

0) moaucomuu-Y;*

B) JlayHa;

r) [laray;

1) DaBapjica.

OIIK-1, OIIK-4, OIIK-7, [IK-20

19. /I KIMHUKY MYKOBUCIM103a XapaKTEPHO:
a) MEKOHHUaJIbHBIN Mieyc;™*

0) maTonorusi OPOHXOJIETOYHOU CUCTEMBIL; *

B) OOMJIbHBIN JKUPHBIN CTY;*

I') KUCTO(HUOPO3 MOIKEITYI0UHOM KeTe3bl; ™

1) 3aJIepAKKa IICUXOMOTOPHOI'O PAa3BUTHS.
OIIK-1, OIIK-4, OIIK-7, [IK-20

20. CKpUHUHT HOBOPOXKJCHHBIX 11eJIeCO00pa3eH MpH CIeAYIOMUX 3a00IeBaHUAX:
a) BPOXKIACHHBIN TUIIOTUPEO3;™*

0) peHnmkeTonypus*

B) MyKOBHCIIHJI03;*

T') HEJJOCTATOYHOCTh OMOTHHUIA3HI,

1) 6o1e3np Dadbpw.

OIIK-1, OIIK-4, OIIK-7, IIK-20

2 yposenn:

1. B X-xpoMocome HaxoAsTCs TeHBI CIeAyIomuX 3a0oneBanuii: 1. remopmmmu A; 2. remodpuniu B;
3. uBeToBo cienoTsl; 4. cunapoma Mapdana.

a) IpaBWIBHBINA OTBET | U 2;

0) nmpaBWIBHBIN OTBET 2 U 3;

B) IPaBUJIBHBINA OTBET 1 1 4;

T') MpaBWIbHBIN OTBET 1, 2 1 3;*
1) IpaBWIIbHBIN OTBET 1,2, 3 n 4.
OIIK-1, OIIK-7, TIK-20

2. [Ipu3HakaMu ayTOCOMHO-JIOMHUHAHTHOTO HACJICIOBAHUS SIBIISIOTCS: 1. BEPTUKAJIBHBIA XapakTep
nepeayn OOJE3HU B POJOCIOBHOM; 2. MPOSBICHHE MATOJIOTHYECKOr0 COCTOSHHUS, HE3aBUCUMOE OT T10J1a;
3. BEPOATHOCTH POKACHUS O0NBHOTO peOeHKa B Opake 00JILHOTO | 310pOBOTO cyrpyros 50 %.

a) MpaBUJIbHBIN OTBET 1;
0) npaBUIIBHBINA OTBET 2;
B) MPaBUJIbHBIN OTBET 3;
T') IpaBWIbHBIN OTBET 1 U 2;

1) IpaBWIbHBINA OTBET 1, 2 u 3.*
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OITK-1, TIK-20

3. MynbTrdakTopuanbHas IpUpojIa U3BECTHA MIPH CICAYIOMNX 3a00IeBaHuAX: 1. pak xenyaka; 2.
caxapHblil 1uadet; 3. s3Ba 12-nepctHoil kuky; 4. [1nzodpenus.

a) MpaBUJIbHBIN OTBET 1;
0) MpaBWIBHEIN OTBET 2,
B) IIPaBUJIbHBIN OTBET 3;
I') IpaBUWIbHBII OTBET 4;
1) IpaBWIbHBINA OTBET 1, 2, 3 u 4.*
OIIK-1, OIIK-7, I1K-20

4. K cTpyKTYpHBIM U3MEHEHHUSIM C BOBJICUEHHEM TOJBKO OJTHOM XpOMOCOMBI OTHOCSTCS: 1. Aenenuu,
2. KOJIBLIEBBIE XPOMOCOMBI, 3. TyIUITMKALUU, 4. ©30XPOMOCOMBI, 5. THBEPCHUHU.

a) IpaBWIbHBINA OTBET 1, 2 1 3;

0) nmpaBWIbHBIN OTBET 2, 3 U 4;

B) MPaBUJIbHBIN OTBET 2, 4 U 5;

') NpaBWIbHBIN OTBET 1,3 1 5;

1) IpaBWIbHBINA OTBET 1, 2, 3,4 1 5.*
OIIK-1, OIIK-7, ITK-20

5.B XPOMOCOMHOM aHAJIN3C HYXIAKTCA KCHIINUHBI C OTATOIICHHBIM aKYIIECPCKUM aHAMHE30M, KO-
TOpBIE UMEIOT: 1. IeTeil ¢ MHOXKECTBEHHBIMU BPOKJICHHBIMH TOPOKAMHU PA3BHUTHUS, 2. CIIOHTAaHHBIE a00PTHI
B IIEPBOM TpUMECTpe OEpPEMEHHOCTH, 3. IeTel ¢ XPOMOCOMHBIMH CUHAPOMAaMH, 4. MEPTBOPOKACHHUS U PaH-
HIOIO JIETCKYIK0 CMEPTHOCTh B aHAMHE3€, 5. I€TEN ¢ YMCTBEHHOM OTCTaJIOCTHIO BCIEICTBUE SIAEPHOM HKE-
TyXH.

a) mpaBWJIbHBIN OTBET 1, 2 U 5;

0) mpaBUIIbHBIN OTBET 2, 3 U 5;

B) MpaBUJIbHBIN OTBET 1, 2, 3 u 4;*
') NpaBWIbHBIN OTBET 1,3 1 5;

1) IpaBWIbHBINA OTBET 1, 2, 3,4 u 5.
OIIK-1, OIIK-4, OIIK-7, ITK-20

3 ypoeenn:
1. Manbuuk OATH J€T OTCTAaeT B YMCTBEHHOM U (PM3UYECKOM pa3BUTHH. POCT HU3KMIH, yMepeHHas Tyd-
HOCTb, KOHEYHOCTH KOPOTKHE C KOPOTKUMH, HIMPOKUMHU JIaIOHSIMU, CTONIAaMH, NTaJIbLIaMH, Ha JIAJOHAX I10-
nepevHas JaJoHHas ckinazaka. [IaTeli nmaner pyku He IOCTUIaeT OCHOBAaHUS HOI'TEBOM (hasaHru derBep-
toro. bpaxunedainus, mes KOpOTKasi, TOJICTas!, YIIN MaJ€HbKHE, HU3KO PacOJIOXKEHHBIE, pa3pes Iiia3 Ko-
COH, ¢ AMMKAHTOM, S3bIK OOJIBIION, HE moMelaercs Bo pTy. Kpunropxusm.
Haubosnee BepoATHBIN AUATHO3:
a) cuaapom JlayHa
0) cunnpom Mapdana
B) cunzapoM lllepemesckoro-Tepuepa
r) runogu3apHbIil HAHU3M
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Kakoii MmeTo1 mabopaTopHOTo 00CiieI0BaHUs HauboJee 1eaecoodpaseH:
a) MUKPOOHMOJIOTUYECKHI TOCEB MOKPOTHI

0) IMUTOTeHETHYECKUH (KapHOTHITNPOBAHHE)

B) PEHTTE€HOJIOIMYECKHUH

r) Y31

Haubonee BeposiTHast HAX0Ka MPU XPOMOCOMHOM aHaJIu3€ y OOJIBHOTO:
a) 46, XY

0) TpucomMusi XpoMOCcoMbI 21

B) TPUCOMMSI XpPOMOCOMBI 20

r) 45, X0

Jleyenne 0OJIBHOTO BKIIIOYAET:

a) mpemnapaTthl CTUMYIUPYIONIHME OOMEH BEIIECTB B HEPBHOM TKaHM, Koppekiuio BITP
0) mpemapaThsl I CHUYKCHHS apTePUATTBHOTO JaBICHHUS

B) 3aMECTUTENIbHYIO TEPAIUIO MMOJIOBEIMH TOPMOHAMH

I') KOPTUKOCTEPOU/IBI

[Iporuo3 3aboneBanus:

a) IS )KU3HHU HEOIaronpusITHBIN

0) moHas peabuauTanus B pe3yabTaTe TePaIiu

B) HEKOTOPAsi KOPPEKIUS CUMIITOMOB, YMCTBEHHAS! OTCTAIIOCTh COXPAHSIETCS
T') CHIDKEHHE CITyXa B 3pEJIOM BO3pacTe

1) pa3BUTHE aTAKCUU B 3pPEIIOM BO3pACTE

OIIK-1, OIIK-4, OIIK-7, TIK-20

2. B menuko-renerndeckyto koncynpTanuio (MI'K) oOpatuiack ceMbs, nMeromias pedeHKa ¢ THarHo30M
cuaapoM Dxasapzca. Cynpyru (eHOTUIMYECKH 37J0POBbI M IIAHUPYIOT CIEAYIONIYI0 OepeMeHHOCTb. [Ipu
3TOM OHH NPOCAT PACCUUTATh BEPOSTHOCTD POXKIEHHS CIEAYIOIEro peOeHKa 3JOPOBBIM.

Kakoii Tum MI'K npumMensiercst B JaHHOM clTy4dae.
a) MPOCHEKTUBHOE

0) pETPOCIIEKTUBHOE

B) KOHCEPBAaTUBHOE

') 00BEKTUBHOE

Kaxkoit meTon mabopaTopHoro obciieroBanusi HanboJee 1eaecoo0pa3eH MPUMEHUMO K POJIUTEIISM
a) MUKPOOHMOIOTUYECKHI TOCEB MOKPOTHI

0) IUTOreHETHYECKUI (KapUOTUITUPOBAHHE )

B) PEHTI'€HOJIOTMUYECKHM

r) V3U

Kakue npeanonoxurenbHble IPUYMHBI BO3HUKHOBEHHUS 3a00J1€BaHUs MOT'YT OBITh BBISBJICHBI JJAOOpa-
TOPHO:

a) KJlaccuuyeckasi TPUCOMMS y OJIHOTO U3 CYTIPYTOB

0) cOalaHCUPOBaHHOE HOCUTEIBCTBO XPOMOCOMHOM MyTallu

B) MOJIUIUIONIUSL Y OJTHOTO U3 CYNIPYTOB

I') MOHOCOMHUS Y OJTHOTO U3 CYIIPYTOB

[Iporuno3 3aboneBanus 17151 peOCHKA C CHHAPOMOM DJIBapica, POKICHHOTO B TAHHON CEMbE:
a) ISl )KU3HU HeOaronpusiTHBIN

0) mosiHas peabuiMTalus B pe3yJIbTaTe Tepanuu
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B) HEKOTOPAsi KOPPEKIUS CUMIITOMOB, YMCTBEHHAsI OTCTAJIOCTb
I') CHIDKEHHE 0JTyXa B 3peJioM Bo3pacTe

1) Pa3BUTHE aTaKCUU B 3pEJIOM BO3pacTe

OIIK-1, OIIK-4, OIIK-7, [IK-20

3. K Bpauy oOpatunach neBynika 17 JeT ¢ HU3KHUM POCTOM B OTCYTCTBHEM MecsYHBIX. [Ipu oOciemoBannu
BBISIBJICHBI: 00YK00Opa3Hasi rpyaHas KJIETKa, COCKH pacloJIOKEHbl HU3KO U IIUPOKO PacCTaBJICHBI, BTS-
HYTbI, HapYy>KHBIE [10JIOBbIE OPraHbl )KEHCKOT'O THIIA, OBOJIOCEHHE c1ab0€e, MOJIOYHbIE JKEJIe3bl HE Pa3BUTHI,
YEeTBEPTHIM U MATHIN Majiblibl HOT YKOPOUYEHBI, BEICOKOE HE0O0, Ha I1ee KpbUIOBHIHBIE ckiaaku. [lomoBoit
XPOMAaTHH OTPHULIATEIIbHBIN.

BeposiTHbI 1rarHos:

a) cuaapom JlayHa

0) cuanpom lllepemesckoro-TepHepa
B) aIp€HOTE€HUTAIIBHBIN CHHAPOM

I') TPUCOMUS X-XPOMOCOMBI

Y G0JIbHOM 0’KHJIACTCS BBHISBJICHHE KAPUOTHUIIA:
a) 45, X0

0) 45, XO/46, XY

B) 46, XX

r) 46, XY

1) 47, XXX

bonpHOM Ha3HAUYaeTCs JICYCHUE:

a) 3aMeCTUTeNbHas Tepanus SCTPOreHaMu

0) 3aMecTUTENbHAS Tepanus KOPTUKOCTEPOHIaMu
B) 3aMECTUTEJIbHAs TepaIlus aHPOTre€HaMH

I') BATAMUHOTEpaus

1) CAMIITOMAaTH4eCKas Tepanus

[TporHo3 3aboneBanus:

a) BOCCTaHOBJICHUE JIETOPOJIHON (PYHKIINH

0) yMepeHHasi KOPPEKIHsl BTOPUYHBIX MTOJIOBBIX IPU3HAKOB, OECIIONE COXPAHAETCS
B) TIOJTHO€ BOCCTAHOBJICHUE BTOPUUHBIX MOJIOBBIX PU3HAKOB U AETOPOAHON (QYyHKIIUU

r) neTopoHasi GyHKIUS BOCCTAHOBUTCS, HO MOJIOBUHA J04epeil OyayT O0IbHBI
OIIK-1, OIIK-4, OIIK-7, TTK-20

Kpumepuu oyenxu:
- «(3aumeno» - He meHee 71% npasuibHwvix omeemos,
- «ne 3aumeno» - 70% u menee npasuUbHLIX OMBEEMO8.

3.3. IlpuMmepHble cCHTyalMOHHBIE 3aa4M, KpuTepun ouenku OITK-4, OIIK-7, I1K-20

1. B wInMHHKY 00paTHJIaCh CEMbsI C OOIBHBIM peOCHKOM. BOIBHON BBICOKOTO POCTa, C €BHYXOUIHBIMU
IpONIOPIMAMH Tela. Pa3BuTue ckeneTa 1o )eHCKOMY THITYy — Y3KHe IJIeYH, IUPOKHi Ta3. Taxoke mo
KEHCKOMY TUITY OTKJIaIbIBAETCS )KUP C BEIPAKEHHON HAKJIOHHOCTBIO K 0)KMPEHUIO M THHEKOMACTHUEH.
Poct Bostoc Ha nuiie ci1abo BeIpakeH, B 00J1aCTH JIOOKAa — 10 KEHCKOMY THIY B ()OpME TPEYTroJib-
HUKa. [1010BOI WwieH uMeeT HOpMalbHBIE pa3Mephl. B KieTkax OyKaabHOTO AMHTENNS ONpeeTICHbI
tesbla bappa. Y 00nbHOro OmnpenenceHo 3aMeAIeHHOE YMCTBEHHOE pa3BUTHE U OTCTaBaHHE B

132



2.

lllébéééé&]

untesuiekte. Kakoe 3a0oneBanne Hanbomee BepossTHO? Kakre MeTo/1bl TUarHOCTUKU MOTYT OBITh UC-
HOJIb30BAHBI JUI MOJTBEPXKAEHUS Tuarno3a? O0Imas TaKTUKa BeJCHUS JaHHBIX OOJIbHBIX?
OIIK-4, OIIK-7, I1K-20

[IpencraBnena ponocioBHas ceMbH ¢ cuHapomoM Jlebepa:

1] 2 314 516

: AETT.

1 415 6 |17 819

7 8 9 10 11 12

Crenyer onpenenuTh — THIT HACIEAOBAHHSA, BEPOSITHBIC TEHOTHITB YWICHOB POAOCIOBHOM, BEPOSITHOCTH POKACHHS
OompHOTO pedenka B Opake 8, 9 u 6,7.

OITK-4, OTIK-7, TIK-20

Manbuuk 12 neT, nocTynui B CTal[MOHAp C jKajlo00aMu Ha HaJU4Khe KPOBOTEUEHUS U3 MOJIOCTH PTa.
W3 anamHe3a yCTaHOBIIEHO, YTO HEOAHOKPATHO HAOII0JaIlCh MACCUBHBIE KPOBOTEUEHHUS TTOCIIE yia-
JeHus 3y00B, reMapTpo3 IpaBoro KoJeHHOro cycrana. Ilpu ocmotpe: 3y0 umeeT OONbLIYIO KapHO3-
HYIO MI0JIOCTh, KOTOpasi TPaBMUPYET OCTPHIMH KpasiMU CIIU3UCTYIO 0005I0UKy AecHBL. [lepudepuue-
CKue TuM(paTHYECKHE y3IIbl HE YBEIMYEHbI. TOHBI CepIla pUTMUYHBI, HEKHBIA CHCTOIMYECKUHN IITyM
Ha BepXylIKe U B 5 Touke. JKUBOT npu manmbnainuu MsSrkui, 6e30one3neHHbId. [leuens u ceneseHka
HE TaNbIUPYrOTCs. AHamu3 kpoBu: He - 77 v/im; Op. - 2,5X1012/m; .. - 0,9; Jleiik. - 7,0X109/m; >-
2%, - 5%, c- 59%, 11- 25%, M-9; COD - 15 MM/4, TpomOonmThI - 270,0X109/1. Bpems cBepThiBaHUS
no Jlu-Yaiuty - 30 mun. Kakue nononHurenbHble UCCIEA0BaHNS HEOOXOAUMO MTPOBECTU U UX OXKH-
naembie pe3ynbTaThl? [locTaBeTe KiIMHUYecKUi nuarHo3. Kakoif mporHos pist Oyaymux cuOCcoB u
nereit mpodana? Tun Hacien0BaHMS.

OIIK-4, OIIK-7, I1K-20

B Bo3pacre 3 neT, poauTenu cTanu 3aMedaTh, YTO UX ChIH HEOOBIYHBIM 00pa30M BCTAET C MOJIa, pas-
rubasch, onupaeTcsi pykaMu o KosieHu. PonuTtenu oOpaTiiii BHUMaHUE HA 3aTPyIHEHHUE MTPU MTOTHH-
MaHUH 110 JecTHulle. [Ipu ocMoTpe onpenenstoTcs HEKOTOpble 0COOEHHOCTH CTPOSHUS Tea: ITUPOKO
IMOCTABJICHHBIC JIOIIATKHU, YCUJICH MOSCHUYHBIH JIOpA03, YBCIIMYCHBI B pasMEpe U YIINIOTHECHBI UKPO-
HO>KHBIEC MBIIIIEL. XOIUT peOCHOK, packaunBasch B Ta300€qpeHHBIX cycTaBax. KoneHHbie peduieKkch
OTCYTCTBYIOT. Cuia cHMKEHa B MBbIIIIax Ta3oBOI'O IIOsICa, B MEHBIIIEN CTEIIEHU B IMPOKCHUMAJIBHBIX
OTJIeaX BEpXHUX KOHEUHOCTe. V3 aHaMHe3a BBISICHEHO, 4TO OpaT MaTepu peOeHKa B IETCTBE MI0XO0
XOOWJI U yMep B Bo3pacTte 15 jer, Oyayun HECHOCOOHBIM K CaMOCTOSTEIbHOMY IEPEABHKEHUIO.
[Ipennomnaraemsrii auarHo3. Kakue Heodxonmmo caenate 1abopaTopHbie uccienopanusa? Kak Hacrne-
nyeTcst 3a0oseBanue? Kakoil mporHo3 moToOMCTBa y pa3IMYHbIX 4iIeHOB ceMbu? Kakue MeToms mpe-
HaTaJIbHOU AUArHOCTHUKHN 33.60JIeBaHI/ISI?

OIIK-4, OIIK-7, ITK-20

BposxnenHslii BbIBUX Oeipa HacaeyeTcs JOMUHAHTHO, CPeIHAS IeHeTpaHTHOeTh 25%. 3aboseBanue
BcTpevaercs ¢ yactoroit 6:10000. OnpenenuTe 4UCIO U NPOLIEHT TOMO3UTOTHBIX 0CO0O€H 10 perec-
cuBHoMmy reny cpenu 10 000 HaceneHus.

OIIK-4, OIIK-7, I1K-20

Kpumepuu oyenxu:
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- (BAYMEHO0) - 00YYaAIOWUICS peutl 3a0aiy 6 COOMEEMCMEUU C ANOPUMMOM, OAJl NOAHbLE U MOY-
Hble Omeembul Ha 8Ce BONPOCHL 3a0aUl, NPeOCMAasUl KOMNJIEKCHYIO OYEHKY NPEONONCEHHOU CUmyayuu, coe-
J1an 8b1800bl, NPUGEN OONOTHUMENbHbIE AP2YMEHMbL, NPOOEMOHCMPUPOSATL 3HAHUE MEeOPemU4ecKko20 Ma-
mepuana ¢ y4emom MelcOUCYUnIUHAPHbIX CEsA3el, HOPMAMUBHO-NPABOGLIX AKIMOG; NPEOLONCUTl dNlbmep-
HAMUGHbvLe 6APUAHMbL PEUUEHUs. NPOOIeMbL;

- (He 3aUmeHO» - 00YUAOWULICS He CMO2 IO2UYHO COPMYIUPOBAMb OMEEmbl HA 60NPOCHL 3a0aUl,
coenamu 6b1800bl, NPUGECU OONOJHUMEbHbIE NPUMEPbL HA OCHOBE NPUHYUNA MEHCNPEOMEMHbIX CEA3EL,
NPOOEMOHCIMPUPOBAT HEBEPHYIO OYEHKY CUMYAYUU.

3.4. IIpumepHBIi NepedYeHb NPAKTHYECKUX HAaBBIKOB, kpuTepuu onenku OIIK-1, OIIK-4, OIIK-
7, TIK-20

1. Hcnonb30BaTh KIMHUKO-T€HEATOIMUECKHUA, IIMTOTEHETUYECKUI U IpYTHe METOABI ISl Opese-

JICHUs HACJIEICTBEHHOM MAaTOJIOTHH.

2. CobpaTh aHaMHECTUYECKHE JIaHHbIE M F€HEaT0rMYeCcKy0 HHPOPMALIHUIO.

3. OdopmuTts kapty peHoTuna npodaHaa Mpu NOAO3PESHUHN Y HETO HACIEICTBEHHOTO 3200-
JI€BaHMUS.
CocTaBuTh POJOCIOBHYIO, IPEACTABUTH €€ B rpa)uuecKOM BU/IE.
[Ipoananu3upoBaTh HacieOBaHUE 3a00JCBaHNS WM IPU3HAKA OOJIE3HU B CEMbE.
PaccunTaTh puCK BO3HUKHOBEHUS HACJI€CTBEHHON MATOJIOIMHU, UCTIONb3Ysl METObI (hopMab-
HOM F€HETUKHU U SMIIUPUUYECKUE JaHHBIE.

7. Ilo pe3ynbraTaM HCCIIEAOBAHUM JaTh 3aKIOYEHUE O BO3MOXKHOCTHU JI€TOPOXKIEHHUS C Haclel-
CTBEHHOU I1aTOJIOTUEHN B JAHHOU CEMbE.

8. IIpaBUIBHO MCNIOJIB30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

9. IIpaBUIBHO OLEHHUTDH PE3YIHTATHI IIUTOT€HETHYECKOTO UCCIEAOBAHUS U IPYTUX METO/IOB.

Kpumepuu oyenxu:

- «3aumenoy - obyuarowuiics obraoaem meopemudecKUMU 3HAHUAMU U 8radeem MemoOuUKou 6bi-
NOJIHEHUs NPAKMUYECKUX HABLIKOS, OeMOHCIMPUPYem Ux blNOIHEHUe, 8 Clyyae OWUbOKU Modicem uUcnpa-
6UMb NPU KOPPEKYUU UX NPEeNnooasamenem,

- «He 3aumenoy» - obyualowuiics He obraoaem 0OCMAMOUHBIM YPOGHEM MEOPeMUYecKux 3HaHui
(He 3Haem mMemoOuKu 8bINOIHEHUS. NPAKMUYECKUX HABbIKOS, NOKA3AHUL U NPOMUBONOKA3AHUL, BO3MOIC-
HbIX OCNIOCHEHUU, HOPMAMUBHL U NPOY.) U/UNU HE MOJHCEN CAMOCMOAMENbHO NPOOEMOHCMPUPOBAMb NPAK-
muyuecKkue YMeHUs UlU 8bINOIHAEM UX, OONYCKAsl 2pyoble OUUOKU.

o ok

3.5. [IpumepHbIe 3a1aHusA 1)1 HANUCAHUSA (M 3aIUTHI) pedepaToB, KpuTepun onenku. OIK-1,
OIIK-4, OIIK-7, I1K-20
Temvt pechepamos:
I'enHbI1ll ypoBEHb OpraHU3aluy HACJIEACTBEHHOIO MaTeprasia. XuMU4ecKasi OpraHu3alys rexa.
MoHOMepbI HyKIIEMHOBBIX KUCIOT — HyKieoTuAbl. Buael nykneotunoB JJHK u PHK.
buonornyeckuii (reHETUYECKHIA) KOJI 1 €70 CBOMCTBA.
CsoiictBa JIHK: perukanus u penapanus.
OcHoBHbIe pa3nuuus B ctpoeHnd u pyakmmsx [JHK u PHK.
Jlokanu3anusi HyKJIEHMHOBBIX KHACJIOT B KJIETKE.
HyxnennoBbie kuciotsl. Bunel HyxienHoBbix kucinoT. JIHK n PHK kak 6uononumepsi.
Bunet PHK. Crpykrypa IHK. Mogens JIx. Yorcona u @. Kpuka.
Oransl peanusanuu reHerndeckoit nHGopmanuu. Tpanckpunims u npoueccunr PHK.
10 Dransl peanu3aluy reHeThueckoi nupopmanuu. TpaHCIALIUs U NOCTTPAHCISIUOHHbIE U3MEHE-
HUs Oerka.
11. I'ennsle myTtanuu. Onpexnenenue. Knaccupukanus. Myton. Bo3Mo)kHble MEXaHU3MbI BO3HUK-
HOBEHMSI U MTOCIIEJCTBHS T'€HHBIX MyTauuii. [Ipumeps! y yenoseka.
12. buonoruueckre aHTUMYTaIlMOHHBIE MexaHn3MbI. Penaparus JIHK.
13. Drtuonorus, naToreHe3 ¥ 0COOEHHOCTH KIMHUKU XPOMOCOMHBIX OOJIE3HEH.
14. JlnarHocTHKa XpOMOCOMHBIX 0OJIE3HEH.
15. Cunpnpowm Ilaray. DTuonorus, KMuHuKa, XxapakTepHsie BITP.

CoNO~WNE
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16. BpoxeHHbIe TOPOKU pa3BUTHS MPH cuHApoMe JlayHa.

17. Cunnpom JlayHa: BapuaHThl KIMHUYECKON KapTHUHBI.

18. IpuHIMITBI TUarHOCTUKY | JieueHus Oone3nu [layHa.

19. [Tonucomuu MO MOJIOBBIM XPOMOCOMAM.

20. CuHAPOMBI YaCTHYHBIX aHIYIUIOHTUH.

21. TIpu4rHBI XPOMOCOMHBIX aHOMAIIUK U X PACTIPOCTPAHEHHOCTb.

22. Cunnpowm fra-X. DTHoNOTHSI, MaTOreHe3, KIIMHUKA, THATHOCTUKA, JICUCHHE.

23. Cunapom Knaiindensrepa. THONIOTHS, TATOT€HE3, KIMHUKA, IUaTHOCTUKA, JICUCHUE.

24. Cunapom TpuILIo-X. DTHOJIOTHS, TATOTEHE3, KJIMHUKA, TUATHOCTHKA, JICUCHHE.

25. Dtuomnorus u Kiaccu(uKaus FreHHbIX O0JIe3HEH.

26. Bonesnp AnbprreiiMepa. DTHOJIOTHSI, TATOTCHE3, KIIMHUKA, TUATHOCTHKA, JICUCHHE.

27. Cunnpom Mapdana. DTHONOTHS, TATOTE€HE3, KJIMHUKA, TUATHOCTHKA, JICUCHHE.

28. Cunapom Diepca-/lannoca. DTHOIOTHS, TATOTeHE3, KIIMHUKA, THarHOCTUKA, JICUCHHE.
29. AxonJporia3us. ITHONIOTHS, TATOTeHEe3, KIMHUKA, TUarHOCTHKA, JICUCHUE.

30. MeToabl IMarHOCTUKYU T€HHBIX 3a00JIEBaHUMN.

31. CemeitHas rUNIEpXOJIECTEPUHEMHUS. DTHONIOT S, TTATOTeHEe3, KIIMHUKA, TUATHOCTHUKA, JICUCHHE.
32. TlepokcucoMHbIe 00JIC3HH. DTHOJIOTHSI, TATOTeHE3, KJIMHUKA, THATHOCTHKA, JICYCHHE.

33. Muonarus [JromenHa-bekkepa. THon0rUs, MaToreHe3, KIMHUKA, THarHOCTUKA, JICUCHHE.
34. CuHIPOM TECTUKYISIPHOUN (heMUHHM3AIIUN. DTHOJIOTHsI, TATOTeHEe3, KIIMHUKA, TUAarHOCTUKA, JIeue-
HUE.

35. Xopes ['eHTHHTTOHA. DTHOJIOTHS, TATOTCHE3, KIIMHUKA, THAarHOCTHUKA, JICUCHHE.

36. HeiipogubOpomaTos. THOIOrHsA, TATOreHe3, KIMHUKA, TUarHOCTHKA, JICUCHHE.

37. AapeHOoreHUTaIbHBIA CHHIPOM. DTHOJIOTHS, TATOTeHE3, KIIMHUKA, TUarHOCTHKA, JICUCHHUE.
38. Muotonudeckast AUCTPOQusi. DTHONOTHsI, TATOTEHE3, KIIMHUKA, TUATHOCTHKA, JICUCHHE.
39. Merob!l u3yueHus1 00JIC3HEH ¢ HACIICICTBEHHON ITPEIPACIIOIOKEHHOCTBIO.

40. Accoruanys HacJIeACTBEHHBIX 00JIe3Hel ¢ cucTeMoit anTurenoB HLA.

41. I'mnepronnyeckas 00e3Hb. [ eHeTHUECKUE OCHOBHI MPEIPACIIONIOKEHHOCTH.

42. SI3Bennas 6osesnb xkemyaka u JI1K. ['eHeTnueckre 0CHOBBI PeIPaCcIONOKEHHOCTH.

43. HCynMH3aBUCUMBINA caxapHbId 1uadeT. [ eHeTHYecKre OCHOBBI MPEIPACTIONOKEHHOCTH.
44. T'eneTn4eck 00yCIOBICHHAS HETIEPEHOCUMOCTD JICKAPCTBEHHBIX MPEIapaToB.

45. HerrepeHOCUMOCTH TJtOTeHA. | eHeTHUeCKHEe OCHOBBI IIPEIPACIIONOKEHHOCTH.

46. IlurmeHTHas Kcepoaepma. [ eHeTHIecKre OCHOBBI MPEPACIIONOKCHHOCTH.

47. AnxoronusMm. ['eHeTHYecKre OCHOBBI MPEPACTIONOKEHHOCTH.

48. I'eHeTHYECKUE OCHOBBI paKa.

49. CTpyKTypa MEIUKO-TeHETHIECKOMN CIIyKObI U ee (YyHKIMH B 3]paBOOXPAHECHUU.

50. IpexoHnenunonHas TPOQPHIaKTHKA.

51. Posib reHHO# MH)XEHEpHUH B MPO(GUIAKTUKE HACIEACTBEHHBIX OOJIC3HEH.

52. Menuko-reHeTH4ecKoe KOHCYJIbTHPOBAHUE HACEICHHSI - OCHOBA MPOQPWIAKTHKN HACIICJICTBEH-
HOM MaTOJIOTHH.

53. CTpykTypa ¥ OpraHU3aIys MEIUKO-TCHETHICCKIX KOHCYIIbTAIIHM.

54. TlpeHaTanpHas TMATHOCTUKA BPOXKICHHBIX IIOPOKOB PA3BUTHS.

55. CKpUHHUHT-METO/IbI, UX 3HAaYECHHE B MPO(UITAKTHKE HACIIEJCTBEHHON MaTOIOTHH.

56. IIpeuMIuTaHTallMOHHAS TUATHOCTHUKA.

57. AMuuouneHres.

117.  IlnanupoBaHME CEMbH KaK METOJ MPO(UIAKTUKH HACIIEACTBEHHBIX OOJIE3HEH.

Kpumepuu oyenku:

«3aumeno» — 000CHOBaHA aKTyaJIbHOCTb ITPOOJIEMBI U TEMBI, COJIEPHKAHUE COOTBETCTBYET TEME U
IUIaHy pedepaTa, HOJTHO U INTyOOKO PacKpbIThl OCHOBHBIE MMOHATHUS MPO0IeMbl, 0OHAPYKEHO J0CTa-
TOYHOE BJIaJICHHE TEPMUHOJIOIHEHN, IPOJJEMOHCTPUPOBAHO YMEHHE PadOTaTh C JIUTEPATYpPOH, CH-
CTEeMaTU3UPOBATh U CTPYKTYpUPOBATh MaTepuall, yMeHle 000011aTh, COMOCTABIATh PAa3IUYHbIC
TOUYKH 3pEHHUs 110 PacCMaTPpUBAEMOMY BOIIPOCY, apT'yMEHTHPOBATh OCHOBHBIE MOJIOKEHHS U BbI-
BOJIbI, K aHAJIN3Y IPUBJICYEHBI HOBEHIINE paOOTHI 110 MpolIeMe ()KypHaIbHbIE MyOINKALIUH,
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MaTepHalbl COOPHUKOB HAYYHBIX TPYJOB U T.J.), HOJHOCTBHIO COOIIOAEHBI TpeOOBaHUs K oopmiie-
HUIO pedepara, FPaMOTHOCTh U KyJIbTypa M3JI0KEHUSI MaTepHaja Ha BBICOKOM YPOBHE.

«He 3aumeHo» — He 000CHOBaHA WM c1a00 000CHOBaHA aKTYaIbHOCTH MPOOIEMBI U TEMBI, COAEP-
’KaHUE HEe COOTBETCTBYET TeME U IIaHy pedepara, 0OHapyKEHO HEJOCTATOUHOE BIaJJeHHE TEPMHU-
HOJIOTHEH W TIOHATHWHBIM aliapaToM MpoOJIeMbl, HE TPOAEMOHCTPHPOBAHO YMEHHE pabOTaTh C
JUTEPaTypOil, CUCTEMAaTHU3UPOBATh U CTPYKTYPHPOBATh MaTepHall, yMeHHe 00001IaTh, COMOCTAB-
JIATB pa3iIuyHble TOYKU 3PEHUS 110 pacCMaTpUBaeEMOMY BOIIPOCY, apIYMEHTHPOBATH OCHOBHEIE I10-
JI0KEHUSI U BBIBOJIBI, MCTIOJIb30BaH OYEHb OTPAaHWYCHHBIN KPYT JTUTEPATYPHBIX HCTOYHUKOB TI0 TPO-
OsieMe, He co0JTI0IeHBI TpeOoBaHMs K 0popMIIEHUIO pedepaTa, OTCYTCTBYET IPAMOTHOCTh U KYJIb-
Typa U3JI0KEHHs MaTepuaa.

4.MeTonnueckne MaTepuaJbl, onpeaeisonye nMpoueaypbl ONeHUBAHUSA 3HAHWH, YMEHUN,
HABBIKOB U (MJ1H) ONBITA NPO()eCCHOHATIBHOM 1eSITeIbHOCTH, XaPaKTePHU3YIOIIKX dTanbl Gop-
MHMPOBAHHUS KOMIIETeHIUH

4.1.MeToauka npoBeeHnsi TECTUPOBAHUS

Heabio 3Tana TpoMeXXyTOYHOW aTTeCTAllMU MO JUCIUILIMHE (MOIYIIIO), IPOBOIUMOI B hopme Te-
CTUPOBaHUS, SIBJISETCS OL[EHKA YPOBHS YCBOCHHSI 00YUaIOUIMMHUCS 3HAHU, TPHOOPETEHUsI YMEHUM, HaBbI-
KOB ¥ C)OPMHUPOBAHHOCTH KOMIETCHIINN B pPe3yJbTaTe U3y4eHUs Y4eOHON MUCIUIUINHBI (4acTH AUCIIH-
TIJTUHBI).

JlokaibHbIe HOPMATHBHBIE AKThI, perJIAMEHTUPYIOLINE POBeIeHUE PO eAyPbI:

[IpoBenenune npomMexyTOUHON aTTecTauuu oOydaromuxcs pernamentupyetcs [lonoxenueM o Teky-
[IeM KOHTpPOJIE YCIIEBAEMOCTH M MPOMEXKYTOUHOUW aTTecTamuu OOyYaroIInuXCs, BBEICHHBIM B JCHCTBHE
npukazom ot 08.02.2018 Ne 61-O/I.

Cy0beKTbl, Ha KOTOPBIX HANIPABJIeHA NPoLeypa:

[Ipouenypa onieHUBaHUS OHKHA OXBATHIBATh BCEX 00YYAIOIIMXCS, OCBAUBAIOLINX TUCIUILUIUHY (MO-
nynn). B cmydae, ecnu oOydaromuiicst He POXOAMII IPOIeAypY 0€3 YBaKUTEIbHBIX IPUYUH, TO OH CUUTA-
€TCSl UMEIOIINM aKaJEeMUYECKYIO 3a/10J>KEHHOCTb.

Ilepuoa npoBeaeHust npoueaypbI:

[Ipouenypa oneHMBaHUS MTPOBOAUTCS IO OKOHYAHUM M3YyUEHUS TUCUUIUIMHBI (MOIYJIS) Ha MOCIEe-
HEM 3aHATHH. B ciydae npoBeJeHUs] TECTUPOBAHMS HA KOMIIBIOTEPAX BPEMS U MECTO IIPOBEJACHHS TECTH-
poBaHMsI pernoiaBaTenu kKadeaphl COracyoT ¢ HHOOPMALIMOHHO-BBIYUCIUTENIBHBIM [IEHTPOM U TOBOJST
710 CBEJICHUS O0YYaIOIUXCS.

TpeGoBanus K NOMEILICHUSIM H MATEPHAJIBLHO-TEXHMYECKUM CPeICTBaM /sl IPOBeeHHs MPo-
neayphl:

TpeOoBaHus K ayAUTOPUHU JIJISI TPOBEICHHS TIPOLIEAYPHl U HEOOXOIUMOCTh MPUMEHEHUS CIICIIUANIN-
3UPOBAHHBIX MAaTEPUAIBHO-TEXHUYECKUX CPEJICTB OMPEICISIOTCA MPENO1aBaTEIEM.

TpeGoBanus K KaapoBOMYy 00eceYeHUIO IPOBEACHUS MPOUEAYPbI:

[Ipouienypy npoBOAUT MpernoaaBaTelb, BEAYIUN JUCIUTUTHHY (MOIYJIb).

TpeOoBanusi K 0aHKY OLIEHOYHbIX CPEICTB:

Jlo Hayana mpoBeCHUS MPOIEAYPHI TPENOJaBaTeNIeM MOATOTABIMBACTCS HEOOXOIUMBII OaHK Te-
cToBbIX 3aanuil. [IpenogaBatenu kadenpsl pa3padaThIBAIOT 3aJaHUS ISl TECTOBOTO ATara 3auéTa, yTBep-
K0T UX Ha 3aceTaHuu Kadeaphl U mepefarT B HHPOPMAIIMOHHO-BEIYUCIIUTEIBHBIN IIEHTP B 2JIEKTPOH-
HOM BHUJI€ BMECTE C KOMHeH perleH3nu. MUHUMAalbHOE KOJIMYECTBO TECTOB, COCTABISIONINX (POH] TECTOBBIX
3a/IaHHM, PACCYUTHIBAIOT IO (POPMYJIE: TPYTOEMKOCTh TUCIMIUIAHEI B 3.€. YMHOXKHUTH Ha 50.

TecTsl BKITIOYAIOT B ce0s 3a1aHusl 3-X YPOBHEH:

- T3 1 ypoBHs (BbIOpaTh BCE NMPaBUIIbHBIE OTBETHI)

- T3 2 ypoBHsI (COOTBETCTBUE, MOCIEIOBATEIHHOCTB)

- T3 3 ypoBHs (cuTyalluOHHAs 3a/1a4a)

CooTHOLIeHHE 32JaHUI1 Pa3HBIX YPOBHEI U MpPUCYKAaeMble 0aJJIbl
Bug npoMexxyTo4HO# aTTecTauuu

3a4cT
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KonnuectBo T3 1 ypoBHs (BEIOpaTh Bce NPaBHIIbHBIE OTBETHI) 18
Ko-Bo 6asoB 3a MpaBUIIBHBIN OTBET 2
Bcero 6amios 36
KommaectBo T3 2 ypoBHS (COOTBETCTBHE, MOCIEIOBATCIHLHOCTD) 8
Koun-Bo 0asioB 3a npaBUIBHBIN OTBET 4
Bcero 6amioB 32
Konnuecto T3 3 ypoBHs (cuTyalioHHas 3a/1a4a) 4
Kom-Bo 60amroB 3a MpaBUIHHBIA OTBET 8
Bcero 6amios 32
Bcero TecToBBIX 3a4aHUA 30
Hroro 6amios 100
MUuH. KOJIMYECTBO OAJUIOB I ATTECTAL[UU 70

Onucanue npoBeaeHus1 NPOUEAYPbI:

TectupoBanue sBisgercs 00sA3aTeIbHBIM ITANOM 3a4€Ta HE3aBHCHUMO OT PE3YJbTaTOB TEKYILErO
KOHTPOJIS ycrieBaeMocTH. TecTupoBaHHe MOXKET MTPOBOJIUTHCS Ha KOMITBIOTEPE MM HAa OyMa)KHOM HOCH-
Terne.

TectupoBaHue Ha OYMaKHOM HOCHUTEJIE:

Kaxxgomy oOyuaromiemycsi, IpUHUMAIOIIEMY y4acTHe B MpOIenype, MpernoiaBaTeieM BblIaeTcs
ONaHK MHAMBUAYaIbHOTO 3ananus. [locne nomydenus GiaHka WHAWBUAYAIBHOTO 3a/1aHUs 00yYaroIuicCs
JIOJKEeH BBIOpATh MpaBUIIbHBIC OTBETHI HA TECTOBBIE 3aJJaHMS B YCTAHOBIIEHHOE MPETNOaBaTeIeM BpeMsl.

OOyuaromemycs mpeiaraeTcsi BBIMOTHUTD 30 TECTOBBIX 3aaHUN Pa3HOTO YPOBHS CJIOKHOCTH Ha
3auete. Bpems, oTBoAMMOE Ha TECTUPOBAHUE, COCTABISET HE OOJiee OJJHOTO aKaJeMHYECKOro yaca Ha 3a-
qere.

TecTupoBaHue Ha KOMIBIOTEPAX:

Jlyis mpoBeneHust TecTupoBanusl ucronb3yercs nporpamma INDIGO. O6yuaromemycst mpeara-
eTcsl BBIMOMHUTH 30 TECTOBBIX 3a/IaHUN PA3HOTO YPOBHS CIOXKHOCTHU Ha 3auere. Bpems, oTBonuMoe Ha Te-
CTHPOBaHUE, COCTABISIET HE 00JIee OTHOTO aKaJeMUIECKOT0 Jaca Ha 3a4eTe.

Pe3yabTaThl poueayphbl:

PGSYHBTaTBI TCCTUPOBAHWA Ha KOMIIBIOTEPC HIIN 6YMa)KHOM HOCHUTCJIC MMCIOT KAaUCCTBCHHYIO
OLICHKY «3a4TEHO» — «HE 3auTeHO». OLEHKHU «3aUTE€HOY» MO pe3yIbTaTaM TECTHPOBAHHUS SABISIOTCS OCHOBA-
HUEM JUTS IOIycKa o0ydJaromuxcs K codecenoBanmto. [Ipy monydeHnn OLEHKH «HE 3a4TEHO» 3a TECTHUPO-
BaHUe 00yyJarouuiics kK cobeceJ0BaHUIO HE JIOMyCKAaeTCs U 10 pe3ysbTaTaM IIPOMEXKYyTOYHOM aTTeCTaluu
[0 TUCUUIUIMHE (MOJYJII0) BBICTABIISIETCS OLIEHKA «HE 3a4TEHOM.

PesynbraThl poBeZieHNs MPOLEAYPHI B 0053aTEILHOM MOPSAIKE MPOCTABIISAIOTCS MPENoiaBaTesieM
B 3a4ETHBIC BEIOMOCTH B COOTBETCTBYIOIIYIO rpady.

4.2. MeToanka npoBe/ieHUs IpreMa NPaAKTHYECKNX HABBIKOB

Iesb 3Tana npoMeXyTOYHOM aTTecTalluy 10 JUCLUILIMHE (MOIYJII0), IPOBOAUMOI B popme mpu-
eMa MPaKTUYECKUX HABBIKOB SIBJISIETCS OLIEHKA YPOBHS MPUOOpEeTeHNs 00y4aroyUMCsl yMEHH, HABBIKOB U
c(OPMHPOBAHHOCTU KOMIIETCHIIUI B pe3yJIbTaTe U3yueHHs y4eOHOH TUCIMITIMHBI (4aCTH TUCIUILIIHHBI).

JlokajibHbIe HOpMATHBHBIE AKThI, PperIaMeHTHPYIOLIHe NIPOBe/leHne NPoLeayPbl:

[IpoBeneHne MpoMexyTOYHOHM aTTecTalu oOydaroumxcs perinamenTupyercs [lonoxxenuem o Te-
KyIIEM KOHTpOJIE YCIIEBAEMOCTH U MMPOMEKYTOUYHOMN aTTeCTallui 00y4aroluXxcs, BBEJCHHBIM B JeiiCTBHE
npuka3zoM ot 08.02.2018 Ne 61-O/1.

Cy0beKTbl, Ha KOTOpPbIe HANIPABJIEHA MPoLeaypa:

[Iponienypa oueHMBaHMS JODKHA OXBAaThIBATh BCEX OOYHYAIOLIMXCS, OCBAMBAIOLIMX JUCIUILTUHY
(Monyne). B cnydae, ecnu oOyuaromuiics He MPOXOAMII MPOIEAYpPY 0€3 YBaKUTEIBHBIX MPUYHH, TO OH
CUMTAETCS UMEIOIIMM aKaIEMUYECKYIO 3a/10JKEHHOCTb.

Ilepuon npoBeaeHus1 NpouexypbI:
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[Ipouenypa olieHNBaHUS TPOBOAUTCS 110 OKOHYAHUN U3YUYEHMS JUCLUIUIMHBI (MOYJIsl) HA TIOCTE-
HEM 3aHATHUHU 0 IUCLUILINHE (MOIYJIIIO0), WK B JIEHb POBEIEHUs COOECe0BAaHUs, N MOXKET OBITH COB-
MEIIeHa C 3a4eTHBIM COOECEeIOBaHNEM TI0 YCMOTPEHHUIO Kadeaphl.

TpeGoBanus K MOMeIEHUAM U MATEPHAIbHO-TEXHHYECKHM CPeICTBaM /1l IPOBEACHHS IPO-
Heaypsbl:

TpeboBaHus K ay TMTOPUH /TS IPOBEACHHUS MPOLIEAYPHI U HEOOXOJUMOCTh IPUMEHEHHUS CIIeLIUAIIN-
3UpPOBAHHBIX MaTEPUAIBHO-TEXHUUECKHUX CPEJICTB ONPEAEISIOTCS MIPENoaaBaTeeM.

TpeboBanus K KagpoBOMY 00ecneyeHHIO TPOBeAeHUs NMPOLeypPhI:

[Tpouenypy nMpoBOAUT MPENOJaBaTeNb, BEAYIIUI TUCIUIUIMHY (MOAYJIb).

TpeGoBanns k 0aHKY OLICHOYHBIX CPEeICTB:

Jlo Hayasia mpoBeAeHHs POLIETyPhl IPENoJaBaTeIeM MOAr0TaBIMBACTCS HEOOXOIUMBIHM OaHK o11e-
HOYHBIX MaTEpUAJOB JUIsl OEHKA YMEHUN U HaBBIKOB. baHK OIIEHOYHBIX MaTepUaoB BKIIIOUAET IEPEYCHb
MPAKTUYECKUX HABBIKOB, KOTOPHIC JOJDKEH OCBOUTH O0yUJarOIIHiCs A Oyaymie mpodecCHoHanbHOM j1e-
ATEIbHOCTH.

Onucanue npoBeeHUs MPoLeypPbI:

Onenka ypoBHSI OCBOCHMSI IPAKTUUECKUX YMEHUN U HaBBIKOB MOKET OCYLIECTBIIATHCS HA OCHOBA-
HUU MOJIOKUTEIBHBIX PE3yIbTaTOB TEKYLIEr0 KOHTPOJIS IPU YCIOBUU 0053aTEILHOTO MOCEIIEHUS BCEX 3a-
HATUHA CEMUHAPCKOr'0 THIIA.

JI1 IpOX0XkKIeHUs dTana NPOBEPKU YPOBHS OCBOSHHSI IPAKTUYECKUX HABBIKOB 00yJaroIuiics 10-
JKEH OBJIAZIETh BCEMH NPAKTUYECKUMHU YMEHUSIMHU U HaBBIKAMMU, IPEAYCMOTPEHHBIMU IPOIPaMMOi TUCLIU-
TUTUHBI (MOYJIS).

Pe3yabTaThl poneaypsl:

Pe3ynbTaThl IPOBEPKH YPOBHS OCBOCHMS MPAKTUYECKUX YMEHUN U HABBIKOB UMEIOT KAUE€CTBEHHYIO
OLIEHKY «3aUTEHO» — «HE 3a4T€HO». OLIEHKU «3aUTEHO» 10 pe3yJIbTaTaM IPOBEPKH YPOBHS OCBOCHHUS IPaK-
TUYECKHUX YMEHUH U HABBIKOB SIBIISIOTCSI OCHOBAHMEM JUIS JOIyCKa o0ydaromuxcs kK codecenoBanmio. [1pu
MOJTyYCHHUHU OLIEHKU «HE 3a4TE€HO» 32 OCBOCHUE MPAKTUUYECKUX YMEHUI M HaBBIKOB 00Oy4YaIOLIHiCs K coOe-
CEeJI0BaHMIO HE JIOIyCKAeTCsl U IO pe3yJsibTaTaM MPOMEKYTOYHON aTTeCTalluy 10 JUCLUIUIMHE (MOJYJIIO)
BBICTABJIIETCS OLICHKA «HEYI0BIETBOPUTEIHHOY.

Pe3ynbTaThl IpoBeAeHUs IPOLIEAYPHI B 00513aTEILHOM MOPSAIKE IPOCTABIIAIOTCS MPETIOIaBaTENIEM B
3a4eTHbIE BEJJOMOCTH B COOTBETCTBYIOIIYIO Tpady.

4.3. MeToanka npoBeieHHs YCTHOro co0eceJ0BaHUSs

Ieabl0 nmpoueaypbl IPOMEKYTOUHOW aTTECTALMU IO AMCLUIUIMHE (MOAYIIO), MPOBOAUMON B
¢bopme ycTHOTO coOece0BaHus, IBISETCS OLIEHKA YPOBHS YCBOCHUS 00y4JalONIMMUCS 3HaHUH, IpuodpeTe-
HUSl YMEHMI, HaBBIKOB U C(OPMHPOBAHHOCTU KOMIIETCHLIMH B pe3yJsibTaTe M3yueHHsl y4eOHOH IuCIH-
TUTUHBI (YACTH AUCIUTUIMHBI).

JlokaibHbIe HOPMATHBHBbIE AKThI, perJIaMeHTHPYIOLIUE NIPOBeJeHUe MPoLeyphbl:

[IpoBenenne MpoMexyTOUHOHM aTTecTalui oOydaronuxcsi perinaMeHTupyercs [lonoxxenuem o Te-
KyIlleM KOHTPOJIE YCIIEBA€MOCTH U MPOMEXYTOUHOM aTTecTanuu 0OydaroUIuxcs, BBEJICHHBIM B JeficTBUE
npuka3zoM ot 08.02.2018 Ne 61-O/1.

Cy0beKTbl, Ha KOTOpPbIe HANIPABJIEHA MPOoIeaypa:

[Iponienypa oneHMBaHMS JODKHA OXBATHIBATh BCEX OOYYAIOLIMXCS, OCBAMBAIOUIMX JUCIUILTUHY
(Monynb). B ciyuae, ecnu oOydaronuiicss He MPOXOAMI MpoUeaypy 0e3 YBaXXMTEIbHbIX NPUYHMH, TO OH
CUNTAETCSA UMEIOIUM aKaIeMUUYECKYIO 3a/10JKEHHOCTb.

Ilepuoa npoBeieHNs1 MpoUeaypbI:

[Tponierypa olieHUBaHMs IPOBOAUTCS MO0 OKOHYAHUU U3YUYCHMs] IUCIMILIMHBI (MOYyJIsl) B COOTBET-
CTBHH C paclcaHueM y4eOHBIX 3aHATHH (€CIIM MPOMEXYTOUYHAst aTTeCTalUs IPOBOAUTCS B (hopMe 3aueTa).
JlekaHaTtoM (akyJbTeTa MOXKET ObITh COCTABIEH MHAMBUAYAIbHBIA IpaQuK MPOX0XKICHHUS IPOMEKYTOU-
HOM aTTecTalMu AJIsl 00Y4aroIerocs Mpu HAJIMYUU OIPEICIICHHBIX 00CTOATEIbCTB.

TpeboBaHus K NOMELIEHUAM H MATEPHATBbHO-TEXHUYECKHM CPeACTBaM /IS IPOBeJeHUsI IIPo-
Heaypsbl:

TpeboBaHus K ay TMTOPUH J1JIs IPOBEACHHUS MPOLEAYPbI U HEOOXOJUMOCTb IPUMEHEHHUS CTIeLIUAIN-
3MPOBAaHHBIX MATEPUAIBHO-TEXHUYECKUX CPEJICTB OMPEACIISIOTCS IPENOAaBaTEIIEeM.
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TpeboBanus K KagpoBOMY 00ecrieYeHHIO TPOBEAEHNUs MPOLeTyPhI:

[Tponienypy mpoBOIUT MpernoaBaTesb, BEAYIIMNA AUCIHUILIMHY (MOyJIb), KaK MPaBUIIO, IPOBOIS-
AN 3aHATHS JIEKIIMOHHOTO THIIA.

TpeGoBanus k 0aHKY OLICHOYHBIX CPEICTB:

Jlo Hayasia mpoBeAeHMs POLIETyphl IPENoJaBaTesIeM MOAr0TaBIMBAETCS HEOOXO0IUMBIHN OaHK o11e-
HOYHBIX MaTEepUasioB JJIs OLIEHKU 3HAaHUM, YMEHUH, HaBBIKOB. BaHK OIIEHOYHBIX MaTepUaJIOB BKJIHOYAET
BOTIPOCHI, KaK MPAaBHJIO, OTKPBITOTO THUIIA, IEPEYCHb TEM, BEIHOCUMBIX Ha OIPOC, TUIIOBHIE 3amanus. 13
0aHKa OLICHOYHBIX MaTepHaioB (OPMHUPYIOTCA MeUYaTHbIC OJIAHKM WHIWBUIYaTbHBIX 3aJaHUi (OUIIETHI).
KonmgecTBo BOmpocoB, MX BUA (OTKPBITHIEC WIIH 3aKpPHITHIE) B OJJaHKE MHIUBHUIYaJIbHOTO 33aHUs OTIpeie-
JsIeTCs MPEernoIaBaTesIeM CaMOCTOSITENbHO.

Onucanue NpoBeIeHUs MPOUEAYPbI:

Kaxnomy oOyuaromemycs, IpUHUMAIOLIEMY Y4acTHE B IpOLENype, MPernojaBaTesieM BbIIAETCS
OJaHK WHAMBHIYaJIbHOTO 3ananus. [locie momydenns OJaHKa MHIUBUAYAILHOTO 3a/IaHUS U MTOJITOTOBKH
OTBETOB 00YYaIOLIHICA TOKEH B MEPY UMEIOIINXCSI 3HAaHUM, yMEHUI, HaBBIKOB, C()OPMUPOBAHHOCTH KOM-
MIETCHIIMY JaTh YCTHBIC Pa3BEePHYTHIC OTBETHI HA IIOCTABIICHHBIC B 33/IaHUU BOTIPOCHI U 3a/IaHUS B yCTAHOB-
JICHHOE TperoiaBaTeneM BpeMs. [Ipo1omKuTebHOCTh IPOBEACHUS TPOLIEAYPBI ONpeAessieTcs: Mpenoa-
BaTeJIEM CaMOCTOSITEIBHO, ICXO/ISl M3 CII0)KHOCTH WHAMBHTYaTbHBIX 33JaHUH, KOJIMIECTBA BOPOCOB, 00B-
eMa OILIEHMBAEMOro y4eOHOro marepuana, oOue TpyIoeMKOCTH M3y4aeMON AMCLMILIMHBI (MOIYJIs) U
Ipyrux GpaKTopoB.

CobecenoBaHue MOXKET MPOBOAUTHCS IO BOIMpocaM Owieta W (WIHM) MO CUTYallMOHHOMW(BIM) 3a-
nade(am). PesynpTaT cobecemoBanus Mpu MPOBEICHUN IIPOMEXKYTOYHOM aTTeCTaIluu B hopMe 3a4€Ta omnpe-
JeNseTCs OLICHKAMU «3aYTEHOY, «HE 3aUTCHOM.

Pe3yabTaThl npoueaypsi:

PesynbraTsl npoBeeHNUS IPOIEAYPHI B 0053aTEIbHOM MOPSIIKE MPOCTABIISIOTCS penogaBaTeieM B
3a4eTHbIE KHI)KKHM O00yYaroIuxcs U 3a4€THbIE BEOMOCTH U MPEJICTABIAIOTCA B JeKaHAT (QakyJbTeTa, 3a
KOTOPBIM 3aKperuieHa o0pa3oBaTesibHas Mporpamma.

ITo pe3ynbTaTaM npoBeaeHUs IPOLIEAYPhl OLICHUBAHUS [IPENOIaBaTeNIEM JEIaeTCsl BBIBOJ O PE3YJIb-
TaTax MPOMEXYTOYHOM aTTECTALUH 110 TUCIUILIHNHE.

4.4, MeToauka noAroTOBKU/3aliMThHI pedepaTos.

IleabI0 npoueaypbl MOATOTOBKH M 3alUTHI pedepara sIBISIETCS OLEHKA YPOBHS YCBOCHUS 00y4YaroLIy-
MUCS 3HaHU, TIPUOOPETEHHsI yMEHUH, HABBIKOB U C(DOPMUPOBAHHOCTH KOMIIETCHIIUN B PE3yJIbTATE U3yde-
HUs y4eOHOW JUCHUIUIMHBI (4aCTH TUCHMIUIMHBI), OLEHKA CIIOCOOHOCTH 00Yy4arolerocst K Hay4Ho-Hccie-
JIOBATEIbCKON ACATEIBHOCTH.

JlokajbHBIC HOpMATHBHBIE AKThbI, PerIaMeHTHPYIOLIHE NIPOBEICHNE POLEAYPbI:

[TpoBeneHue npoMexyTOYHOU aTTecTaluu o0yvaroumxcs periaMmentupyercs [lonoxenuem o te-
KyILleM KOHTPOJIE yCIIEBAEMOCTH U IIPOMEKYTOUHON aTTecTaluy 00y4yarolIUXcsl, BBEACHHBIM B J1€HCTBUE
npuka3zom ot 08.02.2018 Ne 61-O/1.

Cy0beKTbl, Ha KOTOpPbIE HANIPABJICHA NMPOLEAYypPa:

[Ipouenypa oueHuBaHMS JOJKHA OXBAThIBaTh BCEX OOYYaIOUIMXCS, OCBAMBAIOIIMX JUCLHUILUIMHY
(Mozmynb), MO KOTOPOIl MpeayCMOTPEHO BHINIOJIHEHUE U HamucaHue pedepata. B ciaydae, ecnu oOyuaro-
IIMHACS HE TPOXOAUI POoLIeAypy 0€3 YBaXKUTEIbHBIX IPUYHH, TO OH CYATAETCS UMEIOLINM aKaIeMUIECKYIO
3aJI0JIKEHHOCTb.

Ilepuon npoBeaeHusi npoueaypbl:

[Tponetypa olieHUBaHMsI POBOAMUTCS B COOTBETCTBUU C yUEOHBIM IJIAHOM U PACIIUCAHNUEM yUEOHbIX
3aHATHIA.

TpeGoBanus K NOMeIEHUAM U MATEPHAIbHO-TEXHMYECKHM CPeICTBaM /1l IPOBEACHHS IPO-
neaypbl:

TpeboBaHus K ay TMTOPUHU JIJIs IPOBEACHHUS MPOLIEAYPBl U HEOOXOIUMOCTh TPUMEHEHHS CIIeIIMaIH-
3UpPOBAHHBIX MaTEPUAIBHO-TEXHUUECKHUX CPEJICTB ONPEAEISIOTCS MIPENoaaBaTeIeM.

TpeGoBanus Kk KaAPOBOMY 00eCIeYCHHUIO POBEACHUS MPOLEYPbI:

[Tpouenypy MpoBOAUT MpeNogaBaTeNb, BEAYIIUI TUCHUIUIMHY (MOAYJIb).

TpeGoBanus k 0aHKY OLICHOYHBIX CPE/ICTB:
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Jlo Havana mpoBeIeHHs MPOLIEAYPHI IPEnoJaBaTeseM MOATOTABINBAETCS HEOOXOIUMBIN OaHK TeM
pedepaTtoB. OOyuaromuiicss BBIOMpaeT caMOCTOATENIbHO TeMy pedepara.

Onucanue NpoBeeHUs MPOLEAYPbI:

3aKOHYEHHYI0 paboTy CTy/IEHT cJaeT Ha Kadeapy B OyMaKHOM M 3JIEKTPOHHOM BHJIE.

Pedepar moanexxuT nmpoBepke Ha HaJMYME 3aMMCTBOBAHUH W IUIaruaTa. 3aTeM paboTa HamnpaBiIs-
eTcs Ha pelieH3MpOBaHNUE.

PeniensupoBaHue BKIIIOUAET: BBISBICHNE OLIMOOK U HEJOYETOB B padoTe.

PerieH3eHT BBIACHSAET COOTBETCTBHE pabOTHI TOCTABICHHOMY 331aHHUI0, aKTyaJIbHOCTh TEMbI, CAMO-
CTOSITENIbHOCTh BBITIOJTHEHUSI PaOOTHI, CTETIEHb NPUMEHEHHST TEOPETUUYESCKIX 3HAHWMIA Ha TIPAKTUKE U TpaK-
THYECKYI0 3HAYMMOCTb paboThl, aHATU3UPYET MOJOKUTEIbHBIE CTOPOHBI, HETOCTATKU U OLUIMOKHU, OLICHH-
BaeT CTWJIb U3JI0KEHHUS U 0(OPMIICHUSI.

OcHoBaHMeM JJIs1 IOMyCKa K 3aIIuTe pedepaTta sSBISIOTCA:

- ohopmiieHue paboThl B COOTBETCTBUH C NMPEABSBISIEMbIMU K HalTUCaHUIO pedepaToB TpeOOBaHU-
SMU;

- peleH3Hs PYKOBOJUTEIS M €T0 TOAIUCH Ha TUTYJILHOM JIUCTE.

CryneHt 3apaHee TOTOBUT J10KIa] Ha §-10 MUHYT, BBIOMpasi OCHOBHbIE MOMEHTHI B paboTe, coxpa-
HSISL TIPH 3TOM CTPYKTYpY paOOThL. B BBICTYIUIEHHWH CleqyeT OTpa3uTh MOTHBBI BHIOOpA TEMBI, OOBEKT,
IpeIMeT, 11eJlb, 3aJJa4l UCCIIeI0BaHNs, OCHOBHOE COJIEpyKaHKE, BHIBOIBI M MX 0OocHOBaHUe. [ToaroToBUTH
MYJbTUMEIUHHYIO IPE3EHTALNIO, TOMOTAIONLYI0 PACKPBITh OCHOBHBIE ITOJIOKEHHSI paOOTBHI.

CTyaeHT B CBOEM JOKJIAJIE IOJIKEH PACKPBITH CJACAYIONINE BOPOCHI:

- aKTYaJbHOCTb TEMBI, 11€JIb U 3a7a4u pabOThl, 0COOCHHOCTH HOPMAaTHUBHOT'O PETYJINUPOBAHUS HCCIIE-
TYEMBIX BOIIPOCOB;

- COCTOSTHHE U OCOOEHHOCTH UCCIIETyEMOM MPOOJIeMBbI;

- IOJTyYCHHbIE PE3yIbTAThI, BEIBOABI U MPEJIOKEHUS, CTETICHb UX HOBU3HBI.

2) OTBeTHI CTYJICHTa Ha BOIIPOCHI PELIEH3EHTa U WIEHOB KOMHCCUU, IPUCYTCTBYIOIINX.

3) 3akimoueHue MpernoiaBaTeNis C OLEHKON padoTBhL.

Pe3yabTaThl npoueaypsi:

Pedepar ouenunBaercst o NpeAsio)KEHHOMY OLIEHOYHOMY JIHCTY:
OLIEHOYHBI JINCT PE@EPATA 11O TEHETUKE
Crynenta ®daxynbTeT Kypce

Tema pedepata

Kpurepun onenkn

Ne | OuenuBaemMble KpUTEPUHU bamn or MaxkcumanbHO HaGpannbrii
0102 | BO3MOXHBIH Oamn Oamn

A) CooTBeTcTBHE COeP:KAHUA TeMe* (Tema pa- 0
00ThI BEIOMpAETCS CTYACHTOM B TEUEHUE Ce- 1
MecTpa 1 He TyOiaupyeTcst BHYTPH IPYIIIIbI) 2

0

YpoBenb anajan3a npoodjembl (UCIIOJIb30BA-
HUE HAYYHO-TIOMYJISIPHBIX JaHHBIX; HH(OpMa-
b) | uus u3 cnenuanu3upo-BaHHBIX HCTOYHUKOB;
caMble COBPEMEHHbIE U aKTyaJlbHbIC HAYYHbIE
JIAaHHBIC)

[N
N

CamMoCTOsSITeJILHOCTH BbINOJIHEHHS (CO0-
CTBEHHO MPOaHATN3UPOBAHHBI 00bEM MaTe-
pHaJia; 3HaHHE U YMEHHUE TMO0JIb30BaThCs Me-
JIMKO-T€HETUYECKON TEPMHUHOJIOTUEN U T.1.)

B)

3aKOHUYEHHOCTDH paGOTLI U YMEHHUE 1€J1aTh
r) AJCKBATHbBIC€ BbIBO/AbI H 3aAKJIIOYE€HUE (YCBO'
CHUC MaTCpualia Tak KC JOJKHO IMMOATBCPIK-

N| R O N | O DN
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JaThCSl OTBETAMU Ha JOTIOTHUTEIbHBIE BO-
MIPOCHI)

KauectBo odopmiaenusi (ymenue opopMuTh

paboTy B IMOJIHOM COOTBETCTBUH C TPEOOBaHU-
SIMU - CTPYKTYpa, TUIaH, TEXHUIECKoe 0(hopM-

JIeHue).

1)

UTOI'OBBIN BAJLJ

O 0a/110B — MOJTHOE HEBBINOJITHEHHE KPUTEPHUst
1 6a1)1 — yacTHYHOE HEBBINOJHEHHE, BLINMMOJIHEHHE ¢ OIIHOKaAMM

2 0aju1a - KpPUTEPHUil BHINOJHEH MOJHOCTHIO

«3aureno»: 6-10 0a110B
«He 3a4uTeHoO»: 5 1 MeHee 0a1J10B

!*HeBbInoJIHEHH E KpUTEpUA A) ABTOMATHYECCKH BEACT K OLICHKE «HE 3aYTCHO»

SAKJIIOYEHHUE: pedepar 3auteH / He 3a4uTeH

IIpenopaBartenn / Hara

20
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