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Pa3nea 1. IlepeyeHs niiaHupyeMbIX pe3y/IbTaTOB 00y4eHHUsI 110 AUCHHUILIMHE (MOAYJIIO),
COOTHECEHHBIX C IVIAHUPYeMbIMH pe3yJjbTaramu ocsoeHus OITOII

1.1. Heab u3yvyeHusi AMCHUUIIMHBI (MOLYJIs1)

OcBocHust y4yeOHON TUCHUIUIMHBI (MOIyJs) «MemuIMHCKash TeHETHKAa W TEHOMHKAa» COCTOHWT B
OBJIQJICHHM OOIIETCOPETUYCCKUMHU 3HAHUSIMH B 00JIACTH MEIUIIMHCKOW T€HETUKU W B (hOPMHUPOBAHUH
CITIOCOOHOCTH 'y CTYJIGHTOB NPHUMEHSATh OCHOBHBIC TOHSTHS B O0JaCTH MEIUIIMHCKON T'E€HETHKH,
HEOOXOAUMBIC I peau3alii KIMHUKO-TEHETUYECKOro TO0JIX0/1a MNpU JAHArHOCTUKE, JIEUEHUU WU
npo(UTAKTUKE HACICCTBEHHBIX 3a00ICBAHHIA.

1.2. 3agauu u3yyeHus: AUCHUILINHBI (MOTYJIs1)

Hay‘IHO'I/ICCJIeI[OBaTe.HBCKaSI JACATCIIBHOCTD:

AHanM3 Hay4YHOH JUTEPATYPhl U OPHUITHATBHBIX CTATUCTUYECKUX 0030POB, YUacCTHE B MPOBEICHUN
CTATUCTUYECKOTO aHaJIN3a U MyOJUYHOE MPEICTABICHNE MTOJYYCHHBIX PE3YJIbTATOB;

dopmMupoBaHUE 3HAHHUS O TEHOME YENIOBEKa, MNPUPOJIE OCHOBHBIX TPYMHN HacleACTBEHHOU
IaToJIOIruM 4Y€JIOBEKA: 3THUOJOIHH, MEXAaHU3MOB IIaTOI'CHE34, HpI/ILII/IH KIIMHUYCCKOI'O HOJII/IMOP(i)I/BMa nu
HCITIOJIb-30BaHUE ATUX 3HAHUH 11 TudPepeHIMaTbHON JUarHOCTUKH 3a00JIEBaHHIA.

@®opMUpPOBaHUK HABBIKOB IIPABUIIBHOTO COOPA reHEAIOTMYECKUX JTAHHBIX, COCTABJICHUS U aHAJIN3a
POJIOCIIOBHBIX; cOOpa aHaMHe3a U OCMOTpa OOJIBHOTO C LEJbI0 OMUCaHUs (EHOTHUNA SISl CHHIPOMOJIOTH -
YEeCKOro aHaJIM3a.

OOydeHnue HaBbIKAM 110 MPOBEACHUIO aJIEKBATHBIX MPOMMIAKTUYECKUX MEPOIPUATHI:
BBISIBJICHUIO ((prHH IIOBBIILILICHHOI'O pI/ICKa» CpCIII/I HACCJIICHUSA U UX III/ICHchepI/I?;aIlI/II/I.

I[aqa HpeIlCTaBJIeHI/Iﬁ 0 TCHECTHUYCCKUX OCHOBax I/IHI[I/IBI/IIlyaJII)HOFO OTBE€TAa Ha JICKapCTBeHHOG
BO3JICHICTBHE.

OOyueHue >JIEMEHTAPHBIM MPAKTHUYECKUM HaBBIKAM B OOJACTH MOJEKYJISIPHO-TEHETUYECKOMH,
[IUTOTEHETHYECKON, OMOXMMHUYECKOW M TMpEeHATaTbHOW [HWAarHOCTUKH, a TaKkKe IOKa3aHWsIM K UX
MIPOBE/ICHHUIO.

1.3.MecTo qucuuminHel (Moay.si) B crpykrype OINOII:

Hucnunnuna «MenuIMHCKas TEeHEeTUKa Y TeHOMHKa» OTHOcuTcs K Onoky b 1. JluctumiuHer
BAapUATUBHOW YaCTH, 00s3aTEeIIbHBIC JUCITUTIIINHBL.
OcHOBHbBIE 3HaHHSA, HEOOXOJWUMBIE ISl M3YUEHHUs TUCIUIUIMHBI (POPMUPYIOTCS TPH HIyUYECHUU
JUCLUTIINH:

Hcropus

DKOHOMHKA

JlaTuHCKHM A3BIK

Menuuunckas nHGopMaTHKa

Xumust

buonorus
OCHOBBI OMOOPraHNYECKON XUMHUU
NHOoCTpaHHBIN S3bIK




1.4. O0bexTHI NPO(ecCHOHATBLHOM 1eATeJTbHOCTH
O6bekramu  Tpo(decCHOHANBHOM  JESTENIbHOCTH  BBIMTYCKHHUKOB,
nporpammy
JTUCIHUIUTAHBL (MOJYJIs1), SIBJISIFOTCSI:
dusnueckue nuia;
HaceJleHUE;

OCBOMBIIUX pabouyro

COBOKYITHOCTb CPEJICTB M TEXHOJIOTWM, HAMPABICHHBIX HA CO3/IaHHUE YCIOBUU JIJISI OXpaHbI
3/10pOBbS I'PaXk/IaH.

1.5.Buabl npoeccuoHaILHOM 1esITeJIbHOCTH

[lepedeHp MIAHUPYEMBIX PE3yIbTATOB 00yUEHUS O1eHouHbIC
Ho- Pesynbrarsr 10 JUCUHUIUIMHE (MOAYIIIO) CcpencTBa
Mep/vH- OCBOEHUS
Ne JIEKC OIIOI1 Tt
L v (comeprkanue 3 B Ao teky- | mpome-
HETCHIMH | KOMIICTCHIIUH ) Hatb Ymers JAaneTh HIETO KOH= |- AKYTOH=
TpOJIsL HOM at-
TeCTalUU
1 2 3 4 5 6 7 8
1 |IIK-1 ['0TOBHOCTBIO 31.0cHOBHYIO V1. Ucnone- |Bl.HaBbikamu | Tectupo- | Tectu-
pelaTh CTaH- MEJIHKO- 30BaTh HE YTECHUA U BaHMUeE, poBa-
JapTHbIe 3a7a4yn | Ouosorndeckyo | meHee 900 MMCchbMa Ha Ja- | cobece- HHE,
npoq)ecgno- u dapmaleBTu- TEPMHHOJIO- | THHCKOM si3pl- | /lOBaHKE, cobece-
HaJILHOU Jiesi- YECKYIO TEPMH= [ 1o Ke AHATOM- pedepar | moma-
TEJBHOCTH C HOJIOTHIO Ha HHE.
€IUHHUL] U YECKUX, KITU-
HCIIOJIb30BaHU- | pYCCKOM H Jia- IIpuem
eM HH(pOpPMALH- | THHCKOM si3bike. | LCPMUHO" HIYECKUX, NPaKTH-
OHHBIX, OM0IHO0- SJICMEHTOB. (apmarneBTH- YECKUX
rpadUuecKux YECKUX Tep- HaBBI-
pecypcosB, Me- MHHOB U pe- KOB.
JIMKO- LIETITOB
OHMOJIOTHUYECKOM
TEPMHUHOJIOTHH,
WHPOPMAITUOH-
HO-
KOMMYHHKAIIU-
OHHBIX TEXHO-
JIOTHH U y4€TOM
OCHOBHBIX Tpe-
OoBaHMi1 WH-
(hopMaImoHHOM
0€3011acHOCTH.
31. obmme
3aKOHOMEPOCTH
MIPOUCXOMKICHHSI
U Pa3BUTHSI
JKM3HH, CBOMCTBA
CrocobrocTeo OHMOJIOTHYECKUX
W TOTOBHOCTBIO | (oo
peannsoBarh aHTPOIIOTeHe3 U
THYECKHE OHTOTeHE3
1| yenoexa.
JICOHTONIOTHYE- | CoBpeMeHHbIE
CKMC IIPUHIUIIBL | MeTobl TEHETUKHI
B npodeccho- | yenopeka,
HaJIBHOM OCHOBHBIE
Jes- | IOHATUS U
2 |IIK-2 TEIIBHOCTH. poOIEMBI V2. Cobmona | B2. [Ipuauunam | Tectupo- | Tectu-




ounochepsl U

9KOJIOTHH,
OHoIOTHYECKUE
MIPEAMTOCHUTKH
KHU3HEESITENbHOC
TH ¥ SKOJIOTHA
YeoBeKa
Th MOpAJILHO- | MBpaueOHOM BaHHe, CO- | poBa-
MIpaBOBbIE neoHTonorun | Oecenosa- | Hue.
¢| HOPMBEI; co-| BpaueOHoM 3TH- | HUE. Peme-| Cobece-
u| OmromaTh mpa- | Kd; CHOCOOHO- | HHE CH- JoBa-
BWIa  Bpaued-| cThIO coOmo-| Tyaunon- | Hue.
HOH OSTHKHM H|IaThb ITUYECKHE | HBIX 3ajad.| Pemre-
Y| JCOHTOJIOTHH, |AacTeKThI Bpa-| Pedpepar. | Hue cu-
3aKOHBI | 4eOHOi nest- TyaIu-
HOPMAaTUBHBIC | TEBHOCTH B OHHBIX
aKThI IO pabo- | oOmeHnn c 3ajad.
Te ¢ KOHH-| IeTbMH W  TIOA- IIpuem
JNEHIMATFHOW | pOCTKaMH, nx MIPaKTH-
nHpOpPMALIU- | pOOUTENSIMH U YECKUX
ef, COXpaHATh| POACTBEHHUKA- HaBBI-
BpayeOHYIO MH. KOB.
TailHy,  cTpe-
MHUTBCS K TIO-
BBITIICHUIO
CBOETO  KYIIb-
TYPHOT'O
YpOBHS;  3aKO-
HbBl U HOpMa-
TUBHBIE  TIpa-
BOBEIC aKTBI
nmo pabore c
KOH(UICHIIU-
alIbHOU WH-
dhopmarmeii.

[K-3 l'otoBHOCTBIO K |[31. OOmIHEE 3a-{ Y1.Uutepnpe |[Bl.Menuko- Tectuposa-| Tectu-
WCTIOJIb30BaHHI0 | KOHOMEPHOCTH TUpOBaTh  pe-| Ononorumueckum | HUe. Cobe-| poBa-
OCHOBHBIX  (hU-| IPOUCXOXKACHUS | 3yJIbTaThl  Te-| MOHATHHHBIM ceJJOBaHHME. | HUE.
3HKO- Y pa3BUTHS KHU3- | HETUUECKOTO | amlmapaToM. Pemenne | Cobece-
XUMUYECKUX, HH, cBoiicTBa| ananuza. Mu-| Meronamu u3y- | cuTyaum- | qoBa-
MaTeMaTHye- OMOJIOTUYECKUX | TEPIPETUPO- |uYeHHs  Haciel-| OHHBIX 3a- | HUe.
CKMX M  HHBIX|CUCTEM, aHTPO-| BaTb  pPE3yJib-| CTBEHHOCTH nad. Pege- | Peme-
€CTECTBCHHOHA- | [IOTEHe3 W OHTO- | TaThl  Jabopa-| yenoBeka. par HUE CH-
VUYHBIX ITIOHATUH |TeHe3 4enoBeKa.| TOPHBIX MeTo- | HaBbikamu TyaIu-
n MetonoB 1npH| CoBpeMeHHbIE JOB  JIMarHo-| MUKpOKOIHPO- OHHBIX
pelleHH  TpO-| METOIBI TI'eHETH-| CTHKH Mapasu- | BaHUS. 3ajau.
(heccHOHANBHBIX | KU YeNoBeKa,| TapHbIX u [Mpuem
3ajay. OCHOBHBIC TIOHS- | HACJIEJCTBEH- NPaKTH-

TS ¥ IpOOJIeMBl | HBIX O0JIe3HEH YEeCKHX
ouochepst uly JIeTe o HABBIKOB
9KOJIOTHH;  OHO-| ITOJPOCTKOB.

JIOTUYECKHE IIpuroroButh

MIPEAMOCHUIKH BpEMEHHBIE

KHU3HE- MHUKpoIpena-

JesTEeNbHOCTH U | paTel  Ouono-

9KOJIOTHM  4eJI0-| THYEeCKUX

BEKa. CoBpe-| 00nexTOB u

MEHHOE npen-| uccienoBarhb

CTaBJICHHE O Te- | UIX C  IIOMO-




HOME  YEJOBEKa,| LIbI0 coBpe-
MOJIEKYJISIDHBIE MEHHOM  MHK-
OCHOBBI  Haclle/l-| pOCKOINYe-
CTBEHHOCTH, pO-| CKOM TEXHUKH.
m Hacnen-
CTBEHHOCTH B
OIIpeACICHUH
3I0pOBb W Ta-
TOJIOTHH.
4 | TIK-4 l'otoBrOCTRIO K |31. Marematnue | V1. Ilons3oBa |B1. HaBeikamu | Tectupo- | Tectu-
aHanmu3y U 1my0- | ckue METO/Ibl| ThCSI yU€OHOM, |momcka  Menu-| BaHHE. poBa-
JUYHOMY IIpel-| pelleHns MHTEN- | HAy4HOM, LIUHCKOU uH-| CobGece- HHE.
CTaBIIGHUIO  Me-| JIEKTyaIbHBIX Hay4YHO- (hopmaruu B| noBanne | Cobece-
JULUHCKOM  WH-|3a1a4 v UX Opu- | DOMyJISIpHOM yueOHOM, Hayd-|mo cuty- | moBa-
dbopmanuu Ha| MEHEHHEe B  Me-| JUTepaTypol, |HOW  JuTepary-| almoH- HUE.
OCHOBE  JIOKa3a-| AULIMHE;  Teope-| ceThro HTEp- | pe, B TOM YMCIE | HBIM 3a- Peme-
TEIBbHOM  MeIu-| THUECKHE  OCHO-| HET JUIsl IpO-| ¢ HCIOJIB30Ba- | JadaM. HUE CH-
LIMHBI; Bbl MH(popMaTH- | peccroHans- |HHeM cetn UH- Tyalu-
KH, cOOp, XpaHe- | HOMl  JesiTeNb-| TEpHET;  HaBbHI- OHHBIX
HUe, MOWCK, Me- | HOCTH; MPOU3- | KaMH MpeacTaB- 3ajad.
pepaboTka, Tmpe-| BOOUTH pacde- |JeHHA ©  00- IIpuem
oOpazoBaHue, THI 110 pe3yJib- | CyXKJAEHUS  Me- MIpaKTH-
pacnpocTtpaHe- TaTaM  JKCle-| TUIIMHCKOW  HH- YEeCKUX
HUE uHpopMa-| puMeHTa, dhopmarum. HaBHI-
LMY B METUIIUH- | IPOBOAUTH KOB.
CKHX W OHOJIO-| AIeMeHTap-
THYECKUX CH-| HyIO CTaTH-
CTeMax, HCIOJb-| CTHYECKYIO
30BaHue uHPOp-| 00paboTKy
MaIlMOHHBIX 3KCIIEPUMEH-
KOMITIBIOTEPHBIX | TalbHBIX JaH-
CHUCTEM B MEIU- | HBIX.
LUHE W 31paBo-
OXpaHEHHUH.
7
5. 06bem u Bupg, yuebHoii pabotbl
Bugbl yuebHoI paboTbl TpypoemKocTb CemecTp
Yacel 3,4
Vlekuunm 44 12,32
MpaKkTnyeckme 3aHATUA 44 12,32
CamocTonaTesibHan paboTa (Bcero) 92
KoHTponb 36 36
O6bem 3aHATHIA
Ne Kon xomrie- HaunmenoBanue paznena
Conepxanue pasaena
n/n TEHIIUH JUCHUTUIMHBI (MO JIS)
1 3 4
1. Benenne B memunmuckyo | Ilpeamer u 3agaun MeauumHCKON reHeTUKU. OObeK-

IK-1, ITK-2,

T CHGTI/IKy.HaCHGI[CTBCHHOCTL
" I1aTOJIOT'H.

Tl U3yUCHUs. XapaKTePUCTUKA OCHOBHBIX Pa3JICOB
MeJl. FTeHeTUKH. PoJb HacleACTBEHHBIX (haKTOPOB B
MaTOJIOTHH dYelloBeKa. B3amMOCBsS3b MeOUIIMHCKOM
TEHETUKHU C APYTUMH KIMHUYECKUMHU TUCUUIIIMHA-
mu. OCHOBHBIE 3TaIbl Pa3BUTHS MEAUIIMHCKOM re-

HeTuku. OCHOBHBIE TOCTH)KCHISI COBPEMEHHOM Me-
JUIMHCKOW reHeTUKH. [oHsiTHE BpOXKIEHHOTO, Ce-




[K-3, [TK-4

MEWHOTO0 U HaclieICTBEHHOTO 3a0o0eBanus. OCHOB-
Hble TPU3HAKH HACIEICTBEHHBIX 3a00JICBaHMIA:
IDIEHOTPOTIHSI, MHOXXECTBEHHOCTh U CHCTEMHOCTH
MOpaXXeHU, CeMENHBIN XapaKkTep, NporpeIueHTHOE
TEYEeHHE, KITMHUIECKUI MOIUMOp(hU3M, ITHHIECKHE
ocobenHocT. Kiaccugukarusi HacleACTBEHHBIX
0ose3Heil. MeTopl M3yueHUs TEHETHKH YeIIOBEKA!
[IUTOTEHETHYECKUH, OJIM3HEIOBBIN, IeHEeaJoruye-
CKHH, TOMYJISIIIMOHHO-CTATUCTHIECKUN, OMOXUMHU-
YECKUU U Jp.




I1K-1, IIK-2,
I1K-3, [IK-4

I'enom uenoBeka. CTpykTypa
U (GyHKIMU TeHOB. Peryms-
LIUs1 SKCIPECCHH TEHOB.

[Iporpamma «I'eHom uenoBekay. ['eHOTHIT U cpena.
MounekymsipHas pUPoOJIa HACICACTBEHHBIX 00Je3-
Hel. Perymsinus skcrpeccuu TeHOB Ha TPAHCKPHII-
LIMOHHOM U MOCTTPAHCKPUIILIMOHHOM YPOBHSIX. My-

TaIU¥ COMaTHUYECKUX KICTOK. | CHOMHBIN HMITPUH-
TUHT. MeXaHU3MBbI PETyJISAIUU PA3BUTHS HA PA3HBIX
JTamax OHTOTeHe3a. BpoxIeHHBIE TIOPOKH pPa3BH-
THS: ATHOJIOTHS, MEXaHU3MbI (POPMHUPOBAHHUS, TIpe-
HaTaJIbHAs JUAarHOCTHKA U MTPO(UIAKTHKA.

MK-1, NMK-2, MK-3,
MK-4

I'enusle O0one3Hn

CoBpeMeHHBIE MOJIEKYJIIPHO-TEHETHIECKHIE METOIBI,
JIe)Kalie B OCHOBE TeHOMHBIX TexHosiorui u JJIHK-
JIuarHocTuku. OCHOBHBIE TUIHI TEHHBIX MYTallUH.

Knaccudukarms reHHsIx 00Ne3HeH 1Mo THITY Hacje-
JOBaHUs, KIMHUYECKOW KapTUHE W  MaTOTeHEe3Y.

Kpurtnueckue nepuonipl OHTOreHe3a yenoseka. Tepa-
TOTCHHBIE (PaKTOPBI CPEIBI.

[laTorene3 rennsix Oone3neil. IlepBuuHble U BTO-
puuHble 3(QQEKTbl MyTaHTHBIX ajuiened. Tumbl

HaclleIOBaHHUSI MOHOTEHHBIX OoJe3Heil. MUTOXOH-
IpuajgbHOe HacieaoBaHue. MyTalu MUTOXOHIPH-

anpHoit JIHK. Knmuuveckuit monumop¢pusm u ero
IPUYHHBIL.

TK-1, TIK-2,
TK-3, [IK-4

XpoMOCOMHAs TATOJIOTUs

OTHONOTHS XPOMOCOMHBIX Ooe3nelt. [lepuospl ra-
METOT€HE3a ¥ PUCK BO3HUKHOBEHUS XPOMOCOMHBIX
MyTanui. MIsMeHeHne Yncia Uil CTPYKTYPBI XpOMO-
COM, MHUKPOXPOMOCOMHBIE nepecTporiku. Kiaccu-
(uKanyst XxpOMOCOMHO# MaTOJIOTHH IO THITY MYTa-

nmi. OcoOEHHOCTH MaToreHe3a XPOMOCOMHBIX 00-
ne3Hei. OCHOBHBIE KIMHUYECKUE MPOSIBICHUS. 3Ha-
YEHUE IUTOTEHETUIECKOTO METOIa TIPH MTOI03PEHUHN
Ha XPOMOCOMHYIO ITaTOJIOTHIO. Menuko-
FEHETUYECKOE KOHCYIbTUPOBAHUE CEMEN, UMEIOLTUX
POACTBEHHUKOB C XPOMOCOMHOM MMaToIorueii. AHO-
MaJIiH U TIOPOKH pa3BuTHs. KinHMKa, THarHOCTHKA

U MEIUKO-TEHETUIECKOE KOHCYIbTUPOBAHNE OCHOB-
HBIX ()OPM XPOMOCOMHBIX aHOMAJIHIA.

TK-1, [K-2,
TK-3, TIK-4

MynbTudakTopHaibHbIC
3a00J1eBaHusl.

Oruonorus M®3. Bkiaj B aTHonoruo 3aboaeBaHnit
YeJloBeKa TeHETHYECKUX U cpeloBhIX (hakTopoB. [lo-
HATHE (EHOTUNUYECKOH qUCTIepCHy Mpu3Haka. Mo-
JIeNTA TIOJTUTeHHOTo HacnenoBanus. [lonsTre u pac-
yeT ko3 puimerTa HacieayemMoctu. opMupoBaHue
rpyni pucka no M®3 u nepBuuHast mpopuIaKTHKA.

Ponnb HaCJICACTBCHHBIX (baKTOpOB B O9THUOJIOTHH H

maToreHe3e MMMYHOJIE(PUIMTHBIX COCTOSTHUM. [ToHs-
THE MIEPBUYHOTO U BTOPUYHOTO UMMYyHOAedHIUTA.
3a0oneBanusi, acconuupoBanubie ¢ HLA- aHture-
HaMH.

PapMaKkoTeHETHKA U SKOJIOTHYECKas TEeHETHKA.

OHKOTeHBI W WX Ouojormdeckas poib. ['eHeTmue-
CKHE acTeKThl KaHIleporeHesa. JleTepMuHaIys moma.

I'eHeTHUYECKHE aCIICKTHI HapymeHI/Iﬁ IOJIOBOTIO pas-
BUTHA.

IK-1, ITK-2,
[K-3, [IK-4

[Mpodunaxtuka Hacnen-

ypOBHI/I HpO(l)I/IHaKTI/IKI/I HaCJICACTBCHHBIX 3a0oieBa-




CTBEHHBIX 3a00JIEBAHUI. HUMN.

Menuko-reneTndeckoe KOoH- | OCHOBHBIE MOIXOABI K TpodriakTuke. OCHOBHEIC




\/)’JID ll/lpUDaﬂIl\.«.

MIPUHIIAIIBL TPO(QUIAKTUKN HACTIEACTBEHHBIX 3200-
JIEBAaHUH.

3amaun MEIKO-TeHETHIECKOT0 KOHCYTbTHPOBaHUSI.
Oranst MI'K.

HpeHaTaanaﬂ " IIPpEUMINIAaHTAIIMOHHAA JUAarHoCTU-
Ka: IIoKa3aHHusa U MCTOIbI.

OO0mIre MPUHITATIB JISICHMS TEHETHISCKUX 00IIe3-
HEH.




[IpodumnakTika HaclIeACTBEHHBIX 3a00JICBaHNH.

ATTCCTAllM .

Bun npomexyrounoin

He npenycmorpeno

3a4CT

Hroro:

12 | 36| |

72

| 24

TemMaTnuecKkui NJIAH JEKIMI.

Ne
/11

Ne paznena
JTUCLUTUIMHBI

TemaTnka nex-
115071

Coneprxkanue JeKIuit

TpynoeMkocThb
(gac)

Ne 3
CEM.

3

4

5

1-2

BBenenue B Mean-

UHCKYIO I'CHCTU-
ky. Hacnencrsen-

HOCTb H
rus. I'enom.

I1aToJIO-

IIpenmeT u 3a1a4u METUIIMHCKOM Te-
HeTUKH. OOBEKTH U3yUSHHUSL.
OCHOBHBIE 3Tallbl Pa3BUTUSI MEIULIMH-
CKOU I'CHCTHUKU.
OCHOBHBIE TOCTHKCHHS COBPEMEHHOMN
MEIUIIUHCKOU T€HETUKU.
[TonsiTHE BPOKAEHHOTO, CEMEHHOTO U
HacCJIeICTBEHHOr 0 3a00JIEBAHU.
OCHOBHBIE PU3HAKU HACJIEJCTBEHHBIX
3a00JIeBaHUM.
Ponp HacnmencTBeHHBIX (PAKTOPOB B
[aTOJIOTMH YEJIOBEKa.
BzanMocBsI3p MEAUITTHCKON TeHETHKHT
C )Ipyrl/IMI/I KIIMHUYCCKUMU JUCIUIIIIN-
HaMH.
MeTtoabl METUITMHCKOU I'e€HETUKH.
XapakTepucTHKa TeHOMa YeJIOBEKa.
CrpykTypa ¥ pyHKIIHU TEHOB.
Perynsuus skcnpeccuu reHOB Ha TpaH-
CKpI/IHIII/IOHHOM nu HOCTTpaHCKpI/IHHI/IOH-
HOM YPOBHSIX.

CeMmuoruka

HaCJIEACTBEHHBIX
3a00JIEBaHUN.

Oco0eHHOCTH KIMHUYECKHX TPOsIBIIE-
HUI HaCJIEACTBEHHOM IMaTOJIOTHU
OO01re NPUHIUIB KITHHTYECKON Ira-
THOCTHKH HACJIEICTBEHHBIX 00JIe3HEN
OcmoTtp 1 00ceroBaHye MAIEHTOB H
UX POACTBEHHUKOB
KimmHuko-reHeasoruyecKuii METO
CocraBneHue poaoCIOBHON
I'eneanormueckuii aHan3

MonorenHas naro-
Jorus

OCHOBHBIC THITHI TCHHBIX MYyTaITHi.

Knaccudukaius reHHbIX OOJI€3HEH 110

THUIy HACJIEOBAHUSA, KJIMHUYECKON Kap-

THUHE U MTATOTEHE3Y.

[laTorenes renubix Oonesnei. [lepBuu-

HbIE U BTOPUYHBIE (()EKThI MyTaHTHBIX

ajienei.

Tunel HacneTOBaHUST MOHOT€HHBIX 00-

JIe3HE.

MHUTOXOHIPHUATIEHOE HACIEAOBAHMUE.
Knunnueckuit moJIMMOp(U3M U €ro

NPUYUHBIL.

XpoMocoMHas ma-

e DTHOJNOTHUS — XPOMOCOMHBIE MyTallluH.

11




TOJIOTHs

Ileproapl ramMeToreHesa M PHCK BO3-
HUKHOBCHHMSI XPOMOCOMHBIX MYyTallUH.
* Krnaccudukanust XxpoMOCOMHO¥ mMaTo-
JIOTUH 110 THITy MyTaIlHH.
*  OCOOCHHOCTH MaTOreHE3a XPOMOCOM-
HBIX 0OJIE3HEH.
*  OCHOBHbIE KIIMHUYECKHE IIPOSBICHHUI.
e 3HayeHHE [IUTOTEHETHIECKOIO METOIA
B JMAarHOCTHKE XPOMOCOMHOM MaTOJI0-
THH.
Menuko-reHeTHYecKoe  KOHCYJIBTHPO-
Ba-HUE CEMCH, UMCIOIIUX POICTBCH-
HUKOB C XPOMOCOMHO¥ MaTOJIOTHEH.

Mynbtudaxropu-
albHBIE 3a00JeBa-

HHA.

Otuonorus MO3.
[lonsTHE (QEeHOTHITMYECKOW IUCTIEPCHU
IpU3HAaKa.
Mozeny oJUreHHOTO HacleI0BaHuU.
[onsTre u pacdeT Kod(pUIHEHT]
HaCJIeTyeMOCTH.
®opmupoBaHue rpymni pucka no Md3
W TIepBUYHAS IPOPHUIAKTHKA.
dapmakoreHeTHKa M 3KOJOrMYecKas
T'CHETHKaA.
OHKOTEHBI U UX OMOJIOTHYECKas POJIb.
I'eHeTnueckue aceKThl KaHIIEPOTeHe-
3a.
I'eHeTHKa OJIOBOTO Pa3BUTHSL.

[IpodunaxTika

HaCJIEACTBEHHBIX
3a00JIEBAHNIA.

YpoBHH NPOPUIAKTUKH  HACIIEICTBCH-
HBIX 3a00JIEBaHUN.

OCHOBHBIE TTOIXO/IbI K MPOQIIAKTHKE.
3a7a4yl  MeIUKO-TEHETHYECKOI0 KOH-
CYJIBTHPOBAHWSL.
Oranst MI'K.
ITpenaraabpHas ¥ IPEUMILIAHTAI[HOHHAS
IIMArHOCTHKA: ITIOKA3aHUSI U METO/IBL.
OO0111¥ie IPUHITMITHT JICYEHNS TeHETHYe-
CKHUX 00JIe3HEd.

Hroro:
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3.5. TemaTn4ecKuil JIAH NPAKTHYECKUX 3AHATHH (CEMHUHAPOB)

Ne paznena
JUCIUTUIAHBI

Temartuka npax-
TUYECKUX 3aHsI-
TUH (CEMHUHAPOB)

TpynoeMkocTb(4ac)

CopepxaHue mpakTU4eckux (ce-
MUHApPCKHX ) 3aHATUI

2

3

4

HaCJ'IC,Z[CTBCHHOCTB
" I1aTOJIOTUs.

[IpeameT u 3amau MeEIULIMHCKOU
reHeTHKH. OOBEKT N3yYCHUSI.
OCHOBHBIE STamnbl pa3BUTHUS MEIU-
IIMHCKOM TeHETHKH.

OCHOBHBIE TOCTHXEHUSI COBPEMEH-
HOM MeIUITMHCKOI I'e€HETHKH.

Poub HaciieIcCTBEHHBIX (haKTOPOB B
MMaTOJIOTHH YeJIOBEKa.
Krnaccudukanus HacleacTBeHHOM
ITaTOJIOTHH.

OO0mass xapaKTepUCTUKAa HaCJe]l-




CTBEHHOH MaTOJIOTHH.
O1mpoc ¥ TECTOBBIC 3aIaHUA.

T'enoMm deoBeka.

IlonsTHE TEHOMA M TEHOMHUKH.

Crtpykrypa u|* Crpykrypa U GyHKIHU T€HOB.
byHKIIH reHoB.| *  Buerennsie anemMeHThl. TUIBI MyTa-
IIUM TeHOB.
Perymsauus 9Kc-| * IIporpamma «['enom uyenoBekay,
HpeCCHU TCHOB LENY U 33JJa44 IPOrPaAMMBI.
* bBuorexHonorus.
» Tpanckpunuuss uHPOPMALUU c
JHK na uPHK;
* IlonsatMe  TpaHCKPHUIITOMA, ero
CTPYKTypa u QyHKITHS.
* Metoapl  wccneqOBaHUS TpaH-
CKPHIITOMA.
* CrutaiicHHT —peryJisaiusl.
» TectupoBaHue
CemuoTHnka e KiImHHMKO-TeHeanorndecKuil METOJI,
HAC/ICICTBEHHBIX €ro BO3MOKHOCTH U 3HaYCHUE B ME/IU-
3360/ BAHMIL KO-T€HETHUECKOM KOHCYJIHTUPOBAHHHU.
L] -
K IMHIKO- Iloka3anusi Uis MPOBEACHUS KIIH
. | HUKO-TeHealorn4ecKUXHCCIIe0Ba-
reHeaNOTn4eCKuil .
HUIL.
METOI.
* CocraBneHue KapThl (EHOTHIIA.
* CocrapneHue pogoCIOBHOMN.
* Ormpenenenue HACJIEACTBEHHOTO
XapakTepa MaToJOTHH.
* Onpenenenue TUIa HaCIETOBAHUS.
* Pemienue cuTyalOHHBIX 3a1a4.
* Onpoc ¥ TECTOBBIE 3a/laHHS.
I'enHble Oomne3-| * OTHONOrUs, MATOTE€HE3, IPUHLMIIBI
HI. DTHOJIOTHS, Kiaccu(UKalMd MOHOTEHHOW  IaTo-
matorenes,  kmac-| JOTHA: ONUAEeMHOIIOTUYECKHE XapaK-
TEPUCTHKH.
cuduka-
*  Tumbl Hacne10BaHUS MOHOT€HHBIX
OUSL,METOABl  JIha- .
OonesHen.
THOCTHKH.

» Knunauyeckuii momumopduszm H
reHeTHYecKasi TeTepOreHHOCTh. ['e-
HOMHBIN HIMIIPUHTHHT .

* Perienue TeMaTHUECKUX 33724,
pazbop ucropuii O0JNIE3HH C COCTaB-
JICHUEM U aHAJIM30M POJIOCIOBHBIX.
* buoxumuueckue METOMBI, X 3HA-
YEHHE.

* Meroas JHK-guaraoctuku.
MeTo1 TeHETUKH COMAaTUYECKHIX
KIJIETOK.

* CymiHOCTh MOJICKYJISIPHO-
reHeTu4ecKoro Meroja. Ero 3nade-
HHE B JUATHOCTHKE.

* [IpuHIUIIBI JICYCHHMS.

* Ompoc ¥ TeCTOBBIE 3a/IaHUSI.

» [IlpencraBieHue JOKIaA0B.

Monorenssle 3a-

OosieBaHus, KU~

* OO0mrast XxapaKTepPUCTHKA M KJIACCH-
(bukanus
* Cunapom Mapdana, MapTrHa-

HUYECKHE  (hOPMBL.
HaciencrBennnie
0one3Hu o0OMeHa

Benn, nefipodudbpomaros
JluarHocTHKa ¥ Je4eHne GpeHmIKe-
TOHYPHUH




Bemects ( HBO).

*  JlmarHocTHKa W JIeYeHHE MYKOBHC-
1032 U CEMEWHOM TUIEePXOJIeCTEePH-
HEMUH

* HBO u mpu3HaK{, MO3BOJISIOIIHNE
WX 3aI0103PUTh.

* [IpuHIUIIBI paHHEW TUarHOCTUKHU U
npodmraktuku HBO.

* [lepBuunnie 1 BTopudHBIC 3DPEKTHI
MYTaHTHBIX aJIJIEIEH.

* AJIbOMHN3M, FaJIAKTO3EMHS, TOMO-
MUCTHHYPHS, AIKAITOHYPHSL.

* Omnpoc u TeCTOBBIC 3aTaHMSL.

» Pedepatsr

MuToxoHapHuaib-
Hasl MaTOJIOTHSL.

* ['eHOM MUTOXOHIpUH.

*  Oco0eHHOCTH MUTOXOHAPHUATILHO-
r'0 HacJeJOBaHus.

* DTHUOJIOTHA U MTATOT€HE3 MUTOXOH-
JpUANBHBIX 3200J1€BaHUMI

* Kiaccudukanusi MUTOXOHIPUIIB-
HOH aTOJIOTUu.

*  OcCHOBHBIE KIIMHUYECKHE TPOSIBIIE-
HUSI MUTOXOHIpHAJIbHBIX 3a00JeBa-
HUI.

*  OcCHOBHBIE KIIMHUYECKHE TPOSIBIIE-
HUSI MUTOXOHZPHUAIbHBIX CHHAPOMOB
u Oonesneii (arpodust TUCKOB 3pH-
TENBHBIX HEpBOB Jlebepa, cuHIpOM
Jlesi, MUTOXOHIpHATTBHBIE IIUTOMA-
THH).

* Kimandeckuii momuMopQu3M 1 ero
NPUYMHBI, THOMHBIA UIMIIPUHTHHT.

* TectupoBanue.

* [IpencraBieHne TOKIAI0B.

O6mas Xapakre-
pUCTHKA XpOMO-
COMHOH aToJO-
UH.

* CTpykTypHO-QYHKIIMOHATIBHAS ~ Op-
raHu3anus XpOMOCOM.

* XpOMOCOMHBIE ~ MyTallMd.  Bujupl
XPOMOCOMHBIX IIEPECTPOEK.

* Ilepuoner  rameroreHeza M PHUCK

BO3HHKHOBEHHSI XPOMOCOMHBIX MYyTa-
LU,

* Knaccugukanust XxpoMOCOMHO na-

TOJIOTHH IO THITy MYyTalHuH.

* OcobeHHOCTH TIATOTeHE3a
COMHBIX 0OJIe3He.

* OCHOBHBIE KJIIMHUYECKHE IPOSIBIIE-
HUSL.

* DTanbl U BO3MOKHOCTH HHTep(az-
HBIX U MeTada3HBIX IUTOTeHEeTHYe-

CKHX METOJIOB B FCHETHKE YEJIOBEKA.

* Ompoc ¥ TeCTOBBIE 3aJaHNS.

* [IpencraBieHue JOKIAI0B.

XpOMO-

XpoMmocoMHas ma-
tonorusi. Kinunu-
Yyeckue (hOpMBI.

* [Ipocteie = BapuaHTBl ayTOCOMHBIX
Tpucomuil. Cunapomsl: JlayHa, IaTay,

DnBapca.

* Mozaunusm.

* CUHAPOMBI, 00YCIIOBJIICHHEIE CTPYK-
TypHBIMHU TiepecTpoiikamu. CHHIpO-
MbL: Bonbga-XupuixopHa, «komadse-
T'0 KPHUKa.




* Hapymenns B cucremMe IMOJIOBBIX
xpomocoM. Cuaapomsr Kimaitadenbre-
pa, lepemeckoro-TepHepa, TpUILIO-
X.

» CamocTOATEIbHAS TOCTAHOBKA /THA-
rHO3a MO cliaiijaMm OOJBHBIX, (OTO-
rpadusam MeTadazHbIX MIACTHHOK.

* TectupoBaHue Mo TemMe «XpoMo-
COMHasl TATOJIOTHUSI.

Bpoxzaennsle  10-
POKH pa3BUTHS.

* CTUTMBI JUCOMOpHOTeHe3a, Mallbie
QHOMAJIMH Pa3BUTHSL.

* OnpeneneHue U K1acCHPUKaINs
BIIP.

* Kputnueckue n TepMUHALIIOHHBIE
mepuoIbl SMOpHoreHesa, ¢Bs3b ¢ BIIP.
* DTnonorus u narorene3 BIIP, ne-
KapCTBEHHBII MyTareHes.

* Tuns! BIIP (au3pynums, manbsgop-
Marusi, fedopMarius, TUCIIa3us).

* BpoxeHHbIE IOPOKU pa3BUTHSI,
noJjIekariye o0s3aTenbHOM peru-
CTpalUH.

* Bapuants! koppekuuu BIIP.

* TectupoBaHue
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brnusHenoBelii  Me-
TOI I/ISY‘ICHI/ISI re-

HCTHKHM YCJIOBCKA.
Tlonynsuonnas

T'CHCTHUKA.

e Bknag B sTHOJIOrHMIO  3a0oieBaHUM
YelloBeKa Te€HETHYECKMX W CPEJOBBIX
(hakTOpOB.

* ban3HenoBeld MeTOoA. OTambl U
BO3MOKHOCTH OJIM3HEIIOBOI'0 METO/IA.
* OrpenieieHre 3UTOTHOCTH OJIM3HE-
LIOBBIX TIap.

* Pacuer koaddunmienta HaciemoBa-
HHUSL.

* OCOOEHHOCTH YEIIOBEYECKHX TTOITY-
JISALUHA.

* ['eHeTHUECKUH TPY3 YEIIOBEUECKUX
MOMYJISIUH.

* TlonynsunoOHHO-CTATUCTUYECKUI
METOJ ¥ €r0 3HaUeHHE B TEHETHUKE Ye-
JIOBEKa.

* OrmpenaeneHne TEHETUUECKON CTPYK-
TYPBI 9eTTOBEYCCKUX TTOITYJISIIHA.

* Pemenne cCUTyallMOHHBIX 3a]1a4.

* Onpoc ¥ TECTUPOBAHKE.
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MynbTi-
(axkTopuanbHbIe
3a0o0JieBaHusl.

* Posib reHeTHUECKHX U BHEIIHE -
CpeaoBBIX (paKTOPOB B pa3BUTHH JaH-
HOH Ipynibl NaTOJOTHH.

* DNHIEMUOJIOTHYECKUE XapaKTepH-
ctuku M@3.

* Monenu HacnenoBanus. Koagdu-
[UEHT HACJIeyEMOCTH.

* 3HayeHne KIIMHUKO-
TCHUAJIOTUYECKOTO METoJa U aHailu3
ponocioBHBIX Tpu MD3.

* O6nacTd NMPUMEHEHHUs TOIMYJISALH-
OHHO-CTaTUCTUYECKOT0 M OJM3HELO-
BOTO METOZOB UCCIIEZIOBAHUSI.

* [Ipodunaktuka M®3. I'pymmst puc-




Ka W TEeHeTHYEeCKHEe MapKephl Mpen-
PACIONIOKEHHOCTH K Pa3BUTHIO 00-

JIC3HHU.

» dapMakoreHeTHKA U IKOJIOTHUECKAast
TeHEeTHKa.

* [IpencraBneHue NOKIAA0B IO TEME.

12
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Opdannbie 3a00-
JICBAHUS.

* Onpenenenue u o0Imas XapakTepu-
cTHKa opaHHBIX 3a00JIeBaHUI.

* 3aKOHOJATENBHBIE aKThI, BKIFOYAF0-
1IMe BOIIPOCHI, Kacaromuecst opgan-
HOW MaTOJIOTHH.

* ['pynmbl 3a0051eBaHMiA, BXOASIINX B
repeueHb OpQaHHbIX OOJIC3HEH.

* Mearko-conaibHbIe BOIPOCHI, CBS-
3aHHBIC C JIeueHHEeM Op(haHHBIX 00-
Je3Hen

* [IpexcraBnenne JOKIAI0B MO TEME.
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OHKOTeHETHKA.

* OHKOTeHBI U UX OHoJoruyecKast
pOJIb.

* ['eHeTHYeCKHE acTIeKThl KaHIIEpoTe-
He3a.

* O01IMe PECTaBICHUS O 3HAYCHUHU
HACJIE/ICTBEHHBIX (DAKTOPOB B BO3HHUK-
HOBEHUH paKa.

* DakTOpBI BHEIIHEN CpeNIbl, ACCOLU-
HPYIOIIHECs ¢ PaKoM (KaHIIEPOTEHBI).
* BupycHble 1 KeTOYHbIE OHKOT€HBI.
* OU3MOIOTHYECKasl POJIb KJICTOUHBIX
MIPOTOOHKOTE€HOB.

* MexaHU3MBbI IPEBPAILEHUS IPOTO-
OHKOT'€HOB B OHKOT€HBI.

* ['eHBI-Cynpeccopbl OIIyX0JI€BOI0
pocTa.

3.6. CamocTosiTeIbHAsA padoTa 00y4aroLerocs

Ne ce-
MecTpa

HaunmenoBanue pasnena qucuu-

TUTHHBI (MOZYJIST)

Buner CPC

Bcero
JacoB

2

3

4

3

BBenenue B METUIIMHCKYIO T€HETHUKY .
HacneacTBeHHOCTE M ITATOJIOTHS.

HO)II‘OTOBKa K 3aHATHAM, I1I0ATO-

TOBKa K TCCTHUPOBAHUIO, IIOATO-
TOBKA K TCKYHICMY KOHTPOJIIO.

I'enom wenoBeka. CTpykTypa u pyHK-
LMK TEHOB. Perymsanms skcrpeccun
TeHOB.

[ToaroToBKa K 3aHATHSIM, TIOJTO-
TOBKa K TECTUPOBAHUIO, TIOITO-
TOBKa K TEKYIIEeMY KOHTPOJIIO.

I'ennnle 601€3HN.

[ToaroroBka K 3aHATHSIM, MTOJITO-
TOBKa K TECTHPOBAHHIO, TOJITO-
TOBKa K TEKYIIEMY KOHTpOJIIO,

MOJIrOTOBKa pedepaToB U JOKIIa-
JIOB.

XpOMOCOMHaﬂ IaToJIOT U

IToaroToBka K 3aHATHSIM, TIOZATO-
TOBKa K TECTHPOBAHUIO, TOATO-
TOBKa K TEKYIIEMY KOHTPOJIIO,

MOArOTOBKA pe)epaToB U TOKIIa-
JIOB.




2 MynbrudakropuaibHbie 3a00seBanus. | [loAroroBka K 3aHATHSIM, ITOJTO-
TOBKa K TECTHPOBAHUIO, TOATO-
TOBKa K TEKYIIEMY KOHTPOJIIO,
MTOATOTOBKA pedepaToB U JOKIIA-

JIOB.
3 [Ipodunaktrka HaciaeacTBeHHBIX 3a- | [loaroroBka K 3aHATHAM, TOATO-
OoJIeBaHMI. TOBKa K TEKYIIEMY U IPOMEXKY-

TOYHOMY TECTHPOBAHUIO, TOATO-
TOBKa K coOEeCe0OBaHHMIO IO BO-
mpocaM 3adera, IOJArOTOBKa pe-
(deparToB K 3a4eTy.

Wtoro yacos B cemecTpe:

24

Bcero 4acoB Ha caMOCTOSITEIIBHYIO PabOTY:
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3.7. JlabopaTopHbIil NPAKTHKYM
Y4eOHBIM [JITAHOM HE MPEAyCMOTPEH.
3.8. [IpumepHasi TeMATHKA KYPCOBBIX IPOEKTOB (PadoT), KOHTPOJIbHBIX padoT

Pasnen 4. [lepeyennb yueOHO-MeTOAUYECKOT0 H MATEPHAIbHO-TEXHHYECKOT0 00ecneyeHus

AMCUU-TIJIMHBI (MOIYJIs1)

4.1. Tembl pedepaToB

I'enHbIl ypOBEHb OpraHU3alMy HACIEACTBEHHOIO MaTepuana. XuMu4ecKas OpraHu3anys resa.
MoHOMEpBI HYKJIEMHOBBIX KUCIOT — HyKjieoTuabl. Buael Hykneoruaos JIHK u PHK.
buonornyeckuii (reHeTHYECKUI) KOJ M €r0 CBOMCTBA.

CsoiictBa JIHK: permkanus u penapanus.

OcHoBHble paznuuus B crpoeHnu u pyHkuusax JJHK n PHK.

Jlokanu3anys HyKJIEMHOBBIX KHCJIOT B KJIETKE.

HyknennoBbie kucinotsl. Bunel HykinenHobix kucinot. JIHK n PHK kak 6uononumepsl.

Bunet PHK. Ctpykrypa IHK. Moaens JIxx. Yorcona u ®@. Kpuka.

Ortansl peanu3anuy reerndeckoit uHopmaruu. Tpanckpunius u npoueccuar PHK.

Oransl peanu3alnuy reHeTnyeckoi nupopmanuu. TpaHCIsIIKs U TOCTTPAHCIALNOHHBIE U3Me-

HeHnd Oenka.

I'ennbie MyTalluu. OnpeﬂeneHI/Ie. Knaccmbnxaunﬂ. MyTOH. Bo3MoxHbBIE MEXaHU3MBI BO3HHUK-

HOBCHUA U MMOCICACTBUS I'CHHBIX MYTaHHﬁ. HpI/IMepH Y 4CJIOBCKA.

buonornueckue anTuMyTaMoHHbIe MexaHu3Mbl. Penapanus JTHK.

DTHUOJIOTHSA, TATOT€HE3 U OCOOCHHOCTH KIIMHUKH XPOMOCOMHBIX OOJIE3HEH.
JlnarHocTrka XpoOMOCOMHBIX OOJIe3HEH.

Cunnpowm Ilatay. Otnonorus, KIMHNKA, XapakrepHbie BIIP.

Bpoxnennsie mopoku pa3Butus npu cuaapome layna.

Cunnpom /layHa: BApUaHThI KIMHUYECKON KapTUHBI.

[TpuHIMITB AUaTHOCTUKHU U JieueHus Oone3nn [layHa.

[TonucoMuu Mo MOJIOBBIM XPOMOCOMaM.

CHUHAPOMBI YaCTUYHBIX aHAYTLTOUAMI.

[IpyuurHBI XPOMOCOMHBIX aHOMAJIMI U KX PACIPOCTPAHEHHOCTb.

Cunnapowm fra-X. DTHonorus, naTorenes, KIMHUKA, JUAaTHOCTHKA, JICICHUE.

Cunnpom KnaitHdenbrepa. DTHONOTHSI, TATOTEHE3, KIMHUKA, TUATHOCTHKA, JICYCHHUE.
Cunapom Tpurio-X. ITHONOTHS, TATOT€HE3, KIMHUKA, IMarHOCTHUKA, JICYEHUE.
DTHONIOTHS U KIAaCCHU(PHUKAIUS TeHHBIX 00JIe3HEH.

bone3np AnbireiiMepa. OTHOJIOTHS, TATOTEHE3, KIIMHUKA, THarHOCTHKA, JICUCHHE.
Cungpom Mapdana. Ituonorus, naTtoreses, KIMHAKA, XATHOCTHKA, JICUCHUE.
Cungpom Dnepca-Jlannoca. ITUOTOTHS, TATOT€HE3, KIMHUKA, TUATHOCTUKA, JICYEHHUE.
Axonpaporniazus. DTHOJOT U, TaTOTeHe3, KIMHUKA, TUarHOCTHKA, JICUCHHUE.

MeTtoabl [UarHOCTUKH T'€HHBIX 3a00I€BaHUI.

CewmeitHas runepxoyieCTepuHeMuUs. DTHOJIOT U, TATOT€HE3, KIMHUKA, TUAarHOCTUKA, JICYCHUE.



[TepokcucomHubIie O0IE3HU. ITUONOTHS, TATOTCHE3, KIIMHUKA, AMATHOCTHKA, JICUCHUE.

Muonartus [{romenna-bekkepa. ITHOIOTHS, TATOT€HE3, KIMHUKA, TUAarHOCTUKA, JIEYEHHUE.

CHHIPOM TECTUKYISIPHON (heMUHU3AIUU. DTHOJIOTHS, TATOTeHEe3, KITMHUKA, TUarHOCTUKA,
JICUCHHE.

Xopes ['eHTUHTITOHA. DTHOJIOTHS, TATOTeHE3, KIIMHUKA, TMarHOCTHKA, JICUCHHE.

Heiipodubpomaros. DTHONOTHS, TATOTeHE3, KIMHUKA, TMATHOCTUKA, JICYCHHE.

AJIpEHOTE€HUTAIIBHBIN CUHAPOM. DTHUOJIOTHSI, HATOT€HE3, KIMHUKA, TUArHOCTUKA, JICYCHHUE.

MuoTtonu4eckast TuCTpodus. ITHONOTHS, TATOTCHE3, KIIMHUKA, JHATHOCTHKA, JICUCHUE.

Mertoap! n3ydeHust 00JIe3HEH C HACIIEICTBEHHON MTPEAPACIIONOKEHHOCTBIO.

Accoranus HacJaeACTBEHHBIX 00J1e3Hel ¢ cuctemoi anturenos HLA.

I'unepronnueckas 6oe3Hb. [ eHeTHUEeCKHuE OCHOBBI ITPEAPACIIONIOKEHHOCTH.

S3Bennas 6one3nsb xenynka u JAITK. ['eHeTndeckre OCHOBHI MPEAPACIONIOKEHHOCTH.

MHCynMH3aBUCUMBIN caxapHbIi 1uadeT. ['eHeTnuecKkre OCHOBBI MPEaPACTIONOKEHHOCTH.

I'enernyecku 00yCIOBIIEHHAS HEMEPEHOCHMOCTh JICKAPCTBEHHBIX TPEIIapaToB.

HenepenocumocTs rimtoreHa. ['eHeTHYeCcKre OCHOBBI TPEAPACTIOIOKEHHOCTH.

[TurmenTHas kcepoaepma. ['eHeTnyeckre OCHOBBI MPEPACTIONOKEHHOCTH.

AJikoronusMm. ['eHeTnyeckrue OCHOBBI TPEAPACTIOIOKEHHOCTH.

I'eneTrueckue OCHOBBI paka.

CTpyKTypa MEAMKO-TEeHETHUECKON CITY>KOBI M €¢ (YHKIUH B 31PAaBOOXPAHECHUH.

[IpekoHnenuuonHas npoduaaKTUka.

Ponb reHHol MHXEHEPUH B MPOPHIIAKTUKE HACTIEICTBEHHBIX OOJIE3HEN.

Menuko-reHeTH4eckoe KOHCYIbTUPOBAHUE HACEIIEHUS - OCHOBA MPO(MUIIAKTUKY HACIEICTBEH-
HOM I1aTOJIOTUH.

CrpykTypa 1 OpraHu3aus MEUKO-TeHETUUYECKUX KOHCYJIbTAIUH.

[IpenaranbpHas 1MarHOCTUKA BPOKIACHHBIX IOPOKOB Pa3BUTHSI.

CKpUHUHI-METO/Ibl, UX 3HAYE€HHE B IPO(UIAKTUKE HACIIEICTBEHHON ATOJIOTUH.

[IpenmnaHTalIMOHHAs AMATHOCTHKA.

AMHUOLIEHTES.

[InanupoBaHue ceMbU KaK METOJ NMPOQPHIAKTUKHN HACIEICTBEHHBIX OOJIe3HE.

4.2. IlepeyeHb OCHOBHOI U J10TOJIHUTEIbHON y4eOHOM JINTepaTypbl, HeO0OX0AMMOM 1151
OCBOCHUS TMCUMILUINHBI (MOYJIs1)

4.2.1. OcHOBHasI JUTEpaTypa

KoJu-Bo rx3eMmif-

Ne T'oa, MmecTo M371a- Hanuuue B
o/ HaunmenoBanue ABTOp(BI) st poB 3EC
B OMOJIMOTEKE
1 2 3 4 5 6
1 Kmnanaeckas re- | boukos H.II. M.: I'S0TAP- 196 +
HETHKA:  y4eOHUK Menma, 2006 - 9bC «Kon-
JUISL BY30B. 2011, 480 ¢ CyABTaHT €Ty~
JIEHTa)

4.2.2. JlonoJiHUTEIbHAS JJUTEPATypa

Ne I'ox, mecTo m3pa- | KoJu-Bo 3x3eMIuisipoB Hamnuue B
HaumeHoBanue ABTOP(BI)
n/m HHSA B On01uoTEKe IBC
1 2 3 4 5 6
1 IIpenaranpuas au-| Koseouun B.A., | Kupos: 2011.-88 c., 50 +
arHoctrka Hacneqa- | Kocbix AA., |
CTBEHHBIX 3a0one-| Ponuna H.E. 9bC Kupos-
BaHUM U BPOXKIECH- ckoro I'MY
HBIX IOPOKOB pa3-
BUTHSIL: yaeOHoe




rnocodue

Oo6mas renetuka u | E.B. Konenaesa, | Kupos, 2016. — 69 40 +
renetuka  uenose-| H.E. Poquna. . OBC Kupos-
Ka: yaeOHOe TI0Co- cxoro I'MY
Oue
Knunnueckas  re-| I.P. MytoBun M.: I'D0TAP- +
HeTHKa. [ eHOMMKA Menua, 2010. - 832 9bC «Kon-
" IPOTEOMHUKA C.: WL CYJIETAHT CTy=
. JICHT)
HACIIE/ICTBEHHOM
MaToJoTun  [D1ek-
TPOHHBIM  pecypc]:
yuebHOe ocodue
MonekynsipHast Mymkambapos | M.: MUA, 2016 - 25 -
oumonorus:  Yue6.| H.H., Ky3nenos | c.85-117.8
IMocobue mis cry-| C.JL MeE/I.BY30B; M.:
JIEHTOB MEJ1.BY30B; MHUA, 2016 - ¢.85-
117.
l'enetuka B wim-| B.H. Topbyno- | CIIG.: Cremyur, 5 }
HUYecKoW mpaktu-| Ba, M.A. Kop- [2015.-
Ke: PYKOBOJICTBO| KEHEBCKast

JU1d Bpauei




OuneHoYHbIe CpeACTBA /JIA NPOBeJeHUs] TNPOMEKYTOYHON arrecTaluud OO0y4YaroImxcsi 10
aucuunanHe (moay.no) (mpuioxenne b)
OTBeTHTH Ha BONPOCHI 110 TeMe 3aHATHS.
Bonpocs 1uia cobecenoBanusi:
IlonsTue reHoMa U T€eHOMHKH.

CtpykTypa 1 GyHKIIUU T€HOB.

Buerennblie aneMeHThl. TUIBI MyTalMil TEHOB.

[Iporpamma «I'eHOM YenoBeKay, LEIU U 3aJ]a4d TPOTPaMMBbI.
buorexHomorus.

Tpanckpunums napopmarmu ¢ JJHK na uPHK;

[ToHsITHE TPAHCKPHUIITOMA, €T0 CTPYKTYpa U PYHKITHS.
Merto/ibl uccaeI0BaHKs TPAaHCKPUIITOMA.

CrutalicuHr — peryssiuus.

IIpakTnyeckas padora.
Pabora 1. CTpykTypa reHoma 4ejioBeKa.
Lenv pabomur: I3yanTh 0COOEHHOCTH CTPOSHHS T'eHoMa 4YeoBeKka. ONeHNTh (PyHKIMOHAIBHOE 3HAYECHUE
OTJEJIBHBIX CTPYKTYPHBIX 3JIEMEHTOB IT'€HOMA.
Ilepenecure nanHy0 cxeMmy B pabouyro T€Tpab.

T'eHoM 4Je10BeKa

3000 Mb
I'eHbl U cBsI3aHHBIE ¢ T€HAMHU I10CJIE0BATEIHLHO- JHK, ne BXonsiias B cocTaB
CTH T€HOB
22000 CBsi3aHHBIE C Hucneprupo- Tan
T'€HOB reHamMu nocienosa- | | BanHsle moBTOpHI 1400 JIEMHBIEO0-
TEJIHLHOCTH Mb JIacTH
945 Mb 600
L S L Tpanc
INE INE TR TO30HBI
) 4 ) 4
MHTpOoHS!, Ilces-
HETPAHCIUPYESMBbIC JIOTEHBI v
obmactu -
foYaYaYaTa W W 1 Muk ﬂp

LZUUUVU VIV

po- yrue o0a-
CaTEILTUTHI CTH




3anoJHUTe CICAYIONIYIO TaOIHILY.

®pakuus reaoma @OyHkoHanbHele 0co0eHHO- | [locnmencTBus n3mMeHeHuil re-
CTH HOMa

I'ennr

IIceBmoreHsl

JlucnieprupoBaHHbIE TOBTOPBI

TpaHCIO30HbBI

Taugemubieo0IacTH

Brimonnenue paboTsl BeneTcst B hopMe 00CYKISHHS BMECTE CO CTYACHTaMU MMEIOIIUXCS TaHHBIX T10
CTPOEHHIO TEHOMA.

Patora 2. CpaBHeHHe TeHOB Pa3HbIX OPraHU3MOB.

Lenv pabomwi: U3yunTh pa3nuyuusi B CTPOEHUU TEHOMOB.

Ha pucynke npencraBieHbl XpOMOCOMHBIE KapThl Pa3IMYHbIX OPraHu3MoB. OnpeaennuTe XxapakTepHble
pa3ianurs FeHOMOB 3TUX OPTaHU3MOB U T€HOMa YeIOBeKa.

Puc. IIIOTHOCTB I€HOB y YETBIPEX OPraHU3MOB.

a) Bakrepusa E. coli

iles carB caiC fixA

[EET T

GLK1 SRO9 HIS4 FUST AGP1 KCC4 t t BUD3 GBP2

B) Yenosex

V28 V29-1 TRY4 TRY5
L L e e |
r) Kykypysa P
< —_ e
i L Togaid e el 3 T ey 26 B o b g BT T T S I T Rb o i |
0 10 20 30 40 50

[:] len D MNcesnorex D Mostopul AAHK

a) 50 ThIC. I.H. yyacTok Hauyasa reHoma E. Coli;

0) y4acTOK XpOMOCOMBI 3 JIPOKIKEH;

B) 50 THIC. I1.H. y4aCTOK XpOMOCOMBI 7 YeJIOBEKa, /i€ PaCOiI0KEH I'eH, KOJUPYIOIUI perenTop KIeTou-
HOU TIOBEPXHOCTH;

T') Yy4aCTOK TeHOMa KyKypy3bl, okpyxatoumii reH Adh 1-F.

Tabm. CpaBHHTeHBHa XapPaKTCPUCTHKA I'CHOMOB pPa3HbLIX OPraHU3MOB.

Opranusm Pasmep renoma Yuci10 reHoB
(Mera6asbl)
Escherichiacoli 4,64 4397
Bacillussubtilis 4,21 4212
Rickettsia prowazekii 1,11 834
Mycoplasma pneumonie 0,82 710
S. cerevisiae (IpOXKKN) 12 6548
P. falciparum (MansipuiiHBIN TIIIA3MOJIHIN) 30 6500
C. elegans (HemaToa) 97 bonee 20000
D. melanogaster (1u1010Basi MyIIKa) 170 ~ 16000
7. mays (KyKypy3a) 2500 ~ 20000

31



| H. sapiens (4eoBex) | 3300 | ~ 35000 |
[Ipoananu3upyiTe BhIIIE MPEACTABICHHBIC CXEMY U TaOJHUIly U OTBETHTE Ha BOIIPOCHI:
OCOOEHHOCTH CTPOEHUS TEHOMA MPOKAPHUOT;
Oco0EHHOCTH CTPOCHHS TCHOMOB DYKapHOT.
Brimonnenue paboTsl BeneTcst B hopme 00CYKISHHS BMECTE CO CTYACHTaMU MMEIOIIUXCS TaHHBIX T10
CTPOCHUIO I'€HOMA.

Padora 3. 'eHeTn4ueckass KapTa XpoMoOCOM.
L]env pabomwi: 3yduTh KapTUPOBAaHUE XPOMOCOM Ha ITPUMEPE XPOMOCOMBI 3 YeJIOBEKa.
PaCCMOTpI/ITe TCHCTUYCCKYIO KapTy XpOMOCOMBI 3 yenoBeKa. OHpCI[CJ'II/ITC JJOKAJIN3AIIUIO IMTaTOJOIrn4e-CKux
MYTaIHi{, KOTOpbIE BEAYT K HACIECICTBEHHBIM OOJIE3HSIM.
/ Cuunpom dou Xurnmens—JluHnay

Pe3anCTeHTHOCTD K THPEOMAHOMY rOPMOHY
0

MesiKoK/IeToYHas KapIHHOMA JIErKUX

[Mcenocunnpom LletsBerepa

IGM 1 -raHrMo3Ha03

Curapom Mopkuo, Tun B

TTy3bIpuaThiif IMCTPODUUECKHH IMHAEPMOTHI
KapuuHoMa KIeTOK MeYeHH®

HemocTtaToyHoCTh Geka S
/ [eMoMMTHYECKAS aHEMUSA B Pe3y/1bTaTe
7 HEIOCTATOYHOCTH TTYTATHOHTIEPOKCHAA3b!
£ Bonesxs Rh-Hosb
/
1 / OpoTHKaLHaypHs
TponuoHataeMns, pecB-Tun
/Z/ ATpaHcheppHHEMHS
(I | THroLepyIOTUTa3MHHEMHST, HACICACTBCHHAS

TTUrMEHTHBII PETHHHT-S
ITocTaHeCTE3UYECKOe AnHo3

/ HenepeHOCHMOCTD Caxapo3bl

Briedhapodumos, 0BpaTHbIH IMHUKAHT U NTO3

TpomBodumus B pesyabTate H30HITKA HRG

Hea0CTaTOYHOCTb TUPOTPOMNMH-PHIHIHHI -
ropMOHa

3anoHUTe CICAYIONIYIO TaOIHILy.

[Tatosnoruyeckoe Howmep xpomo- [ IInedo VYuacrok CermeHt
COCTOSIHHE COMBI
MenkokierouHas
KapIMHOMA JIETKUX
[Tocranecre3nyeckoe
aIrHO?

Kapuunoma knetox
NEeYeHU
Tpombodunus n3-3a
HEJOCTATOYHOCTH
Oenka S
I'eMonuTnueckas
aHEeMUs
Brimonnenue paboTsl BeaeTcst B popme 00CYkASHHSI BMECTE CO CTYIEHTaMHU UMEIOIIHUXCS IaHHBIX 10 Te-
HOKapTHPOBAHUIO.

Padora 4. CTpoeHne rena 3yKapuor.
Lenv pabomulr: I3yunTh 00I11€€ CTPOSHNE TEHOB YEI0BEKA U 3aBUCUMOCTh BIIMSIHHS MyTalllii Ha CHHTE3 Oerka
OT UX JIOKAJIMU3allUK B TEHE.



[Ipoananu3upyiite CTpyKTypy 0€Ta-r1o0MHOBOTO reHa yenoseka. [lepeHecure nanHyio cxemy B pabo-4yio
teTpaab. Ha pucyHke 0603HaubTe CTPYKTYPHBIE SJIEMEHTHI IeHa.

Puc. Crpykrypa Oera-riiodunoBoro resa yenoseka (o ['mnbepr C., 1995).

Caur Canr 3
UHULMaLMK UHULMaLMm Caiir
TPaHCKpUNUuUM TpaHCHsLumn TepMUHaLWK
(k3n-cai) aal TPAHCNAUMY o
aa aa aa aa aa) nonvageHUnMpoBaHus
Al 30 31 104 105146 e
— ' L TepMUHaLMm
wonoa WHTpOH2 TPaHCKPUNLMM
S | 9k3oH1| Sk3on2 9Kk30H3 |
3 ST1GMEHTE! JNvpep WHTpOH 1 Tpeiinep
npomoTopa
TATA
60KC

OT0 camblii KOPOTKUH TeH y uenoBeka: 1100 m.H, obpazyrommx 3 sk30Ha (90, 222 n 126 n.H.) 1 2
uHTpoHa (116 1 646 n.1.). OH BK/IIOYAET:

[IpomoTop (TATA-O0KC — OCTaTKU TUMMHA U a/IEHUHA) U Ip. BOKCHI pacnoiokeHsl nepes TOuKon
MHULMAIUH (K3I1-CalT).

Kbm-caiit — ocnoBHoii nHumatopusiit komruieke (OUK) ans npucoenunenus PHK-nomumepasbt
Il.

OK30HEI U pasaciArOIue NX HHTPOHBI.

CpG — ocTpOBKH (IMHYKJICOTH/IBI) MU YIACTKH, Pa3elIIIoNIne 3K30HbI 1 HHTPOHHI (aa3 1, aal04,
aal05, aal46).

5" u 3’ - HEeTpaHCIUpyeMbIe 00J1aCTH.

Tpeﬁﬂep - KOHIICBAas 9aCTb MOJICKYJIbI I/IPHK, BKJIIO4aromass HOHCCHC-KOAOH U monu-A mociacaoBa-
TCIIBbHOCTD.

HeGoubime peryasTopHble caifTel, yuacTBytome B ”HUIHAuu (koo ATT) unu repmuHanuu
TpaHcsiuuu (kogoH TAA).

HeGoubme peryasiTopHble y4acTKH, HE00X0AUMBIE IJIs1 yCUIIeHUs! (SHXaHCephl), ocaabiaeHus
(caitneHcephl) U TEPMUHALUH TPAHCKPHIILINH.
VY4acToK CUTrHAJIa ITOJIMAICHUIINPOBAHUSL.
Ilepenecure B pabouyro TeTpaib CIEAYIOIIYIO CXEMY.

TaIyst

AHo- N3-



/ \.

MaJIbHBINA Oe- | MEHEHHE KO-
HOK JINYECTBA

CHuxenue QyHKIUU

YBenuuenue QyHKIUU

[osiBneHne HOBOM (yHKIUU

3armoMHUTE CICIYIONIYIO TaOIHUITy.
Tabn. MyTanuu B pa3aiyHbIX y4acTKax reHa.
YyacTok reHa IlocnencTBus Ay cuHTe3a OelIKa [TocnencTBus, BeIpaxarnmecs
B U3MEHEHUU (QYHKIIUU

TATA-60kC
Koan-caiit

CaliT "HUIIUaluu
TPAHCIISIITUU
DK30HbI

NHTpOHBI

CpG — octpoBkH

5" u 3’ - HeTpaHCIu-
pyeMble 061acTu
HoHnceHnc-ko10H
[Tomu-A nocnenosa-
TEJILHOCTh

Caiit TepMUHaLUN
TPaHCKPULIUU
DHXaHCEpPBI
CaiineHcepsl
Brinonnenue paboTel BeneTcs B popMe 00CYKIECHUS BMECTE CO CTYICHTAMH UMEIOIIUXCS TAHHBIX O
CTPOCHUH T'€HOB U MEXaHU3MaX BOZHUKHOBEHHUS MyTaIluH.

Pabora 5. Peryisiuusi 3kcnpeccuy reHoB 3YKapHoT.
Lenv pabomul: I3yunTh 3aKOHOMEPHOCTHU IKCIIPECCUN T€HOB AYKapUOT U €€ Peryssiuu.
Ha cxeme npencraBieH MexaHU3M IKCIPECCUU TeHOB. ONpeaennTe OCHOBHBIE 3BEHbsI SKCIIPECCUH I€HOB B
SIpe YU NUTOILIA3ME KIIETKH.
OCHOBHBIE 3BEHbSI IKCIIPECCUH T'€HOB:

- Slapo kuerku: pacruerenne Hured Mmonekynsl JIHK, Tpanckpunums MPHK ¢ nomompro PHK-
nosmmMepassl I, mporecCuHr u crtaiicuHT (CO3peBaHME).

- Huronua3ma kierku: Tpancrnopt cospenieit MPHK oT spa k pubocomam, nmepeBos (TpaHCHISI-IUs) ¢
nomomipio pPHK u TPHK wunpopmanmu o mnocienoBaTedbHOCTH HYKJIeoTHA0B B Mojekyine MPHK B
MOCIIE0BATEIHbHOCTS aMUHOKHCIIOT B MOJIEKYJIe OeKa.

Onwumute B paboyeil TeTpaan peryisinio SKCIPECCHH T'e€HOB JUIs KaKI0Tr0 3BEHa.
Boinonnenue pabotsl BeneTcst B hopme 00CYKACHHSI BMECTE CO CTYI€HTaMU MMEIOLIUXCS TaHHBIX O CHH-TE3€
Oenka.

Padora 6. PHK-unTepdepennus.

Lenv pabomui: N3yunts mexanuzm PHK-unTepdepeniun.

Ha cxeme npencrasnen mexannsm PHK-unrepdepennnu. @epment Dicer paspesaer apynenoueunyio PHK.
ITpu sTOoM 06pazyrotes siRNA. 3t npouecccupoBannbsie PHK cBsi3pIBalOTCS € KaTaTMTUYECKH aK-TUBHBIMU
6enkamu Hykieasamu — RISC (RNA-induced silencing complex). Kommuteke RISC u siRNA (short interfering



RNA) crietmudmuecku paszpymaer mRNA u npenorBpainaet tpancisinuio. Ilepenecure nanuyro cxemy B
pabouyro TeTpab.

T s

l : depment Dicer

SIRNA I [TTTT1 [T]]

'm'm'r‘rr/ e s
-

l 1

-
- -
- T

~ KOMITJICKC

Jerpananns y AHTUCMBICIIOBOM
KOMILJIEMEHTapHOM uenouku U RISC

LHCTOYKH

s paspesanue mRNA

mRNA LU LU

L LU

Brimumurte B pabouyro TeTpaab BO3MOXXHOCTH UCTIONB30BaHus MeTo10B PHK-unTepdepenm B meau-mune.
3a orkpeitTue PHK-unTepdepennnn amepukanckue ucciepoBatenn DHapio Paiip u Kpeiir Memno Obutn
ynocroenbl HoGeneBckoit mpemuun no ¢uznonorun u MmeaunuHe B 2006 r. Ha ocHOBe ONMUMCAaHHOTO UMHU
MeXaHu3Ma pa3pabOoTaHbl METO/bl HANpaBIEHHOTO IOJAABICHHUS AKTMBHOCTU T'€HOB C IOMOIIBIO KOPOTKHUX
cuntetnueckux PHK nymnexcos. Takue myruiekcsl MoryT ObITh co3nanbl npotus 1060t MPHK Gmarona-ps
TOMY, 4YTO IOCJEAOBATEIBHOCTh I'€HOMAa MHOTHMX OpPraHM3MOB, BKJIKOYas 4YeEJIOBEKa, YXKE€ HU3BeCTHa. B
HacToslIlee BpeMs M3ydaroTcsl nepcrekTuBbl npuMeHeHus PHK-unrepdepeHunu B MenunuHe Ui Jiede-HUS
MHQEKIMOHHBIX, OHKOJIOTHYECKUX U JPYTUX 3a001€BaHUH.

Hns nocraBku cuHTetnyeckux PHK nymiekcoB B KIETKHM IIMPOKO HCMOJB3YIOTCS MOJIXOAbl HA OCHOBE
HaHoOMoTexHoJorui. Cpeau HHX: JUIOCOMBI, YITIEpPOAHBIE HAHOTPYOKH, CaMOOPTaHU3YIOIIMECS IOJIU-
MepHbIE HAaHOYACTHUIbl HA OCHOBE IHMKJIOAEKCTpUHA U Ap. [loBepXHOCTh ATHX HAHOYACTHI MOAU(PULIUPY-IOT
AHTUTEJIaMU WM JAp. U BEKTOpPAaMHU Il HAIPABJICHHOM [OCTaBKM B DPAKOBBIE KIETKHM, K O4YaraM BHYTPH-
COCYAMCTOTO MOPaKECHUSA U T. II.



BrimotaeHne paboThl BeneTcs B popme 00Cy IACHUS CO CTYACHTaMHU.

Pa6ora 7. THK-guarnocruka.
Lenv pabomuwi: Tlo3HaKOMHUTBCS ¢ GUHTEPIPUHTUHTOM — MeToioM JIHK-nuaraoctuku.

a) Ha Puc.1 nokazansl pe3ynasratel punrepnpuaTuara npod JIHK ot marepu (M), npeamnonaraemMoro oTia
(F) n pebenka (C). Y pebGenka mmeeTcss 6 TOJIOC, AaHAJIOTHMYHBIX MATEpUHCKUM M 11 — aHaJIOTHYHBIX
OTI[OBCKUM, a TaKXe 5 0OIIMX I10JI0C.
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Puc. 1. PegyinTaPramit igmmmnyinTinra 1po6 JTHK ot marepu (M), npexnonaraemoro otia (F) pedenka (C)

0) OunrepnprimmlH kmmopoii Matepu (Mz2), pedenka (C2) u npeanonaraemoro otna (F) mokasaHsel Ha
CIeTYIOMIEH-CX eNE s VIC a8 OTOM Cllydae y pebeHka 8 MaTepHHCKHX MOJIOC, 15 OTIOBCKHX, 6 0OIMX s
MaTepy 1 ApeIoAaracMoto oTia 1 1 monoca He 06HAPYXMBAETCA HM Y MaTepH, HU y oTIa. Kak 06b-ACHHUTH
Hanuyue 3Toi nmonocel? OG0CHYTE OTBET, aHATU3UPYS MPEACTABICHHbIE Ha PUCYHKE (PUHTEepP-TIPUHTBHI.
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Puc. 2. ®unrepnpunt JHK BTOpoii matepu (Mz2), pedenka (C2) u npeamnonaraemoro otua (F2).

OTBeTbTE HAa BONPOCHI, aHAIU3UPYS NIPE/ICTaBICHHbIE HA PUCYHKE (DUHT€PIPUHTHI.
MO>HO JI Ha OCHOBAaHHMHU ATHUX JTaHHBIX C/ETIaTh BBIBOA 00 OTIIOBCTBE MY>KYMHBI B IEPBOM Cirydae?
Kak 00bsiCHUTH HaJIM4Ke OJJHOM MOJIOCHI, HECOBIMAAIONIEH ¢ OTLIOBCKUMH U MATEPUHCKHUMHU I10JI0-
caMH BO BTOPOM ciydae?

Beinonuenue pabotsl BeieTcs B popMe 00CYKICHHSI BMECTE CO CTYJCHTaMHU.

PemmnTh cuTyanmoHHbIE 3214 1.
VY4eOHBIM IJIAHOM HE MPEyCMOTPEHO.

3aganus 1Js rpynnoBoi padorsl.
Y4eOHBIM MJIaHOM HE MPEIyCMOTPEHO.
CamocTosiTeIbHASI BHEAY/IMTOPHAsI paboTa 00y4aommxcs mo Teme:
3aoanus ona camocmosamenvHoU 6HeayOUMopHOL pabomvl CMyO0eHmos8 no YKA3AHHOU meme:
1) O3HaKOMHUTBCS C TEOPSTUUYSCKUM MATEPUATIOM TI0 TEME 3aHSATHUS C HCIIOIb30BAaHHEM KOHCIIEKTOB JICK-IIHA
W/WIIM PEKOMEHTyeMOi yu4eOHOH TUTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI JIJIs1 CAMOKOHTPOJIS:

[ToHsiTHE TEHOMA ¥ TEHOMHUKH.

CrtpykTypa v QyHKIHUU TEHOB.

Buerennble 31eMeHThI. THUIBI MyTalMil TEHOB.

[Iporpamma «I'eHOM YenioBekay, Leau U 3aJa4l IPOrPaMMBbl.
buorexnomorus.

Tpauckpunuus nadopmaruu ¢ JJHK na uPHK;

[ToHsITHE TPAHCKPUIITOMA, €r0 CTPYKTYpa U (PYHKITHS.
MeToabl uCCIe10BaHMS TPAHCKPUIITOMA.

CrutaiicuHT — perymsiuus.

ITpoBepuTh CBOM 3HAHMSA C UCIIOIB30BAaHUEM TECTOBOI'O KOHTPOJIS
1. Bvibepume 00un npasuibHulil omeem.

MenuuuHcKasi TeHETUKa U3ydyaeT: a) KIMHUYEeCKHEe OCOOEHHOCTH HACIEJCTBEHHBIX Ooe3Hel; 0)
STHOJIOTHIO, TATOTE€HE3 HACIEICTBEHHBIX OoJie3Hel 1 00JIe3Hel ¢ HAaCIeICTBEHHOIO MPEIPacIIOI0KEHHO-CThIO;
B) MyTH NpOQUIAKTHUKU HACJIEICTBEHHBIX OOJIe3HEW; TI') pOJb HACJIEACTBEHHBIX ()aKTOPOB B MATO-JIOTUU
YeloBeKa.

2. Bovibepume 00un npaguiibHulil Omeem.

HazoBuTe n3BecTHOE YMCIIO HACTIEACTBEHHBIX 3a0oneBanuii: a) 1500; 6) 3500; B) 5000; ) 15
000.

3. Bvlibepume 00uH npasuibHviii Omeen.

[TporieccuHr o0ecrieynBaeT: a) TPAHCKPHIILNIO; 0) TPAHCIAIUIO; B) “BbIpe3aHHe’” HHTPOHHBIX
o0acTei.

4. Bvibepume 00uH npasuibHvlil Omeen.

[TonsiTie reHa BKIIOYAeT B ceOs: a) TOJIBKO HMHTPOHBI; 0) TOJBKO SK30HBI, B) YacCTh IK30HHBIX
y4acTKkoB TeHa; T) ydactok JIHK, oTBeTCTBEeHHBIN 3a CHHTE3 MOJUNENTHIA; J1) YYacCTKH Oeyika, OTBET-
CTBEHHBIE 32 CHHTE3 CIIO)KHOTO OelKa.



5. Bvlibepume 00uH npasuibHwiii Omeen.
Bribepure npaBuiibHOE OIpeieIeHUE MOHATHS “TeHOM™ 4elloBeKa: a) COBOKYNmHocTh snepHoit JIHK;
0) XpOMOCOMHBII HaboOp OpraHu3Ma; B) COBOKYIMHOCTh TpaHciaupyeMmbix ydacTkoB JIHK; r) coBo-kymHOCTB
siaepHoi U nuTorutazmatudyeckon JJHK.
Omeemot 1- 6);2-0);3-B);4-1); 5-1).
[ToaroToBuTh pedepar 1o cienyrouei Teme:
Pozanung @pankind — BKIaa B uccienopanue mojenu JJHK.

MexaHu3Mbl BOSHUKHOBEHHUSI SKCIIAHCUU TPUHYKIICOTUIHBIX TOBTOPOB. bose3nu, BeI3BaHHBIE 1 -
HAMUYECKUMH MYTalUSIMHU.
[Tpuonnbie 6OE3HMU.
Ocob6ennoctu PHK-unTepdepeHiny y mpokapuoT U 3yKapuoT. 3HAYCHUE OTKPBITHSI 3TOTO MeXa-
HU3Ma I METULIUHBI.
[ToaAroTOBUTH AaHHOTAIIMIO HAYYHOM CTAThU IO TEME.
Y4eOHBIM MJIaHOM HE MPEAYCMOTPEHO.
BreinonHuTh Apyrue 3aganusi, Mpe1ycMOTPEHHbBIE padoyell mporpaMMoi o JUCIHUILINHE.
B paboueii TeTpaau 3aI0JTHUTH TEPMUHOJIOTUYECKHI CIIOBApPb.

Tepmun

T'enom —

['eHOMHBII UMIIPUHTUHT —

I'enernueckuit noaumMoppusm —

[Tpronnsle 601€3HU —

bone3nu HakomaeHus —

DKCMaHCUs TPUHYKJICOTUIHBIX MTOCIIEI0BATEIbHOCTEH—

AHTHIIETTaINA —

Yuukanbasie nocienoparenbHoctu JJHK —

Cpenne noropstomuecs nociegorarenbHoct JJHK —

Bricoko noBTopstonuecs nocienoarenbHoctn JJHK —

IlceBnorenn —

TpaHCO30HBI —

AJbTEepHATUBHBINA CIUTANCUHT —



Pa3nea 3. I'ennnie 00J1e3HM.
Tema 3.1. CeMHOTHKA HACJEeACTBEHHBIX 3200aeBanMii. KIMHUKO-reHeaJornuyecKuii MeTo.

Heab: M3yunTh KIMHUYECKHE OCOOCHHOCTH TEYCHHS HACICACTBEHHBIX 3aboneBanuii. M3ydnTh
3HAQUYE€HHE KIMHUKO-TEHEATOTHYeCKOTO METOJla, €ro OCHOBHBIC IeJM W 3adaud. HayuuTbcs mTpaBUIIBLHO
KCIMOJIb30BAaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMUHOJOTUYECKUE TMOHSITHS MEIUIMHCKONH TCHETUKH, O0Yy-YHTh
CTYJICHTOB TPUMEHCHUIO KIMHUKO-T€HEATOTHYECKOTO METOJ/a, H3yYHUTh OCOOCHHOCTH HaCJEA-CTBEHHOMN
IIaTOJIOTHH.

O0yyammiics 10J17KkeH 3HATh.

Oco0eHHOCTH KIMHUYECKHX TPOSBICHHUA HACJICICTBEHHOW MATOJOTUHU, OOIIME MPUHIUIBI KIMHUYSCKON
JTUArHOCTUKU HACIEJCTBEHHBIX 00JIe3HEH, MPUYMHBI TPOUCXOXKICHUS W JIHarHOCTHYECKYH) 3HAYMMOCTH
MOP(OTreHEeTUUECKNX BApUAHTOB, 3HAUCHUE U OCHOBBI KIIMHUKO-TEHEATOTHYECKOTO METO/Ia JJISI TUarHO-CTHKH,
HACJICJICTBEHHOMW MATOJIOTUH, TUIIBI HACTICIOBAHUS 3a00JIEBAaHUN U MPU3HAKOB YETIOBEKA.

OOyyarommiics 10/15KeH YMeTb.

OO6cnenoBarh OOJMHHOTO HA BBISABICHHWE HACICACTBCHHOW IATOJOTHH, PACIIO3HABATH OOMINE MPOSIBICHUS
HACJICJACTBEHHON MaTOJOTUH, JUArHOCTUPOBATH BPOXKICHHBIE MOP(OTreHETUYECKUE BAPUAHTHI, MPABUIIb-HO
WCIIOJIb30BAaTh COOTBETCTBYIONIYIO TEPMHUHOJIOTHIO TPH OIKMCAHWW KIMHUYCCKOW KapTHHBI ((PeHOTHUTIA)
00JIBHOT0; COOMpPATh AHAMHECTUYECKHE JAHHBIE W TeHEATOTHYECKYI0 WH(OPMAIHIO, COCTaBISTH POJIO-
CIIOBHYIO, MPEACTABIATh €€ B rpamueckoM BUJC W aHAIM3HPOBATH HACIEJAOBAHWE 3a00JICBAHUS WA TIPH-
3HaKa 00JIC3HH B CEMbE.

Oo0yuarommiicsi 10J15KeH BJIa/1eTh.

Menuko-0uoIOTHYECKUM  TTOHSATHIHBIM  armapaToM. MeTojaMu W3YyYeHHUs HaCJICJICTBCHHOCTH YeIOBEKa.
HaBbikamu moucka MeaunMHCKOW MH(pOpMAIUU B yueOHOW, HAYYHOW JUTEpaType, B TOM YHUCIE C HUCIOJb-
30BaHHMEeM ceTu HTepHeT; HaBbIKAMU MPEICTaBICHUS W OOCYXACHHUS MEAUIMHCKOW uHbopManuu. bazo-
BBEIMH TEXHOJIOTHSIMH TPEOOpa3oBaHusl MHPOPMAIMHU: TEKCTOBBIC, TAOIWUYHBIC PEIAKTOPHI, MMOUCK B CETH
HNuTtepner.

CamocTrosiTesbHASA ayAMTOPHAs padoTa 00y4aroIMXCs 10 Teme:
OTBeTHTH HA BONPOCHI 10 TeMe 3aHATHS.
Bomnpocs! 11t coGeceioBanus:
KimanKo-reHeajornuecKuii METOJ, €0 BO3MOXHOCTH 1N 3HAYCHHUEC B MCIUKO-TCHCTHUYCECKOM KOH-
CYJIbTUPOBAaHUHU.

IToka3zanust U1 NpOBeIeHUs KIMHUKO-TE€HEATOTNYECKUX HCCIeI0OBaHUH.
CocraBnenune kapTbl (EeHOTHUIIA.

CocraBnenue poI0CIIOBHOM.

Omnpenenenne HACIEICTBEHHOTO XapaKTepa MaToJIOTHH.

OHpe,Z[CJ'ICHI/IC THIIa HACJICAOBAaHMA.

IIpakTuyeckas padora.
PaGora 1. Onpenesnenne Tuna HacJie0BaHUS.
Lenv pabomwi: 3y4nTh OCHOBHBIC 3aKOHOMEPHOCTH HACJICIOBAHUS.
W3yunte mpencTaBieHHbIE HIDKE TpadudecKue n300pakeHus POJOCIOBHBIX, IEPEHECUTE UX B pabouyro
TeTpalb.
Onpenenure xapakTep HaclleJOBaHUS ayTOCOMHOI'O MIPU3HAKA U PACCTABHTE T€HOTHUIIBI BCEX UJICHOB
POIOCIIOBHOI:
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POBEANTE aHATIM3 POJOCIOBHOM CeMbU € OJIM30pYKOCThI0. OmpeennTe THIT HACIEeI0BaHNUS IIPU3HA-Ka,
TEHOTHIIBI BCEX WICHOB POAOCIOBHON. BhIuncnuTe BepoITHOCTD POXKICHUS ONM30PYKHUX JETEi B CeMbe
ot Opaka 3 u 6.
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[To xapakTepHbIM (PEHOTUMHUYECKUM MPU3HAKAM U (PparMeHTy POJIOCIOBHOM MpoOaH/ia ONpeaesnTe
3a00JIeBaHNE U TUI HACJIEOBAHUS.
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HpOBCI[I/ITC aHaJIn3 pO)lOCJ'IOBHOﬁ CeMbU C aIbOMHU3MOM. OHpeI[eJ'II/ITe TUIlI HACJICAOBAaHWA IIPU3HAKA,
T'CHOTHUIIBI YJICHOB pO)IOCJ'IOBHOfI. Brerumnciure BCPOATHOCTD POKACHUSA OOIBHBIX neTeﬁ oT 6pa1<a lu2

(1.







PonocioBHas ceMbu ¢ BUT D- OSITHOCTh POXKJIE
. HUS
310poBbIX Aereii ot @paka 3 (II) co 3mopdBO# >keHIu .
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Puc. 3.33. PopocnosHas ¢ X-CuenneHHbIM AOMUHAHTHBIM TUMOM HacnepoBaHus
(BUTaMUH D-pPE3NCTEHTHbIN paxur)

Puc. 3.34. Pe6eHok 7 net ¢ BUTamuH D-pesncTeHTHLIM PaxuTom
(Ha popocnosHoi = 111-9), TUnnHee BapycHoie NeDOPMALMN HUKHUX KOHEHHOCTE,
X-CL@NN@HHBIA JOMUHANTHBIA TUN HACHeA0BAHWA



[Ipoananu3upyiiTe poAOCIOBHYIO cCeMbH ¢ TeModunueit. OnpeaenuTe TUIT HACIESTOBAHUS
MpU3HAaKa, TEHOTHITHI YWICHOB POJOCIOBHON. BhIUMCINTE BEPOATHOCTD POKICHUS OONBHBIX U
3I0POBBIX JIeTeH OT Opaka 1 u 2.
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[Ipoananu3upyiite poOIOCIOBHYIO CEMbH C TUIEepTpuxo3oM. Ompeaenure TUI HACJIEIOBaHUS,
TeHOTHU-TIBI YICHOB POJOCIOBHOI. BhIurcInTe BEPOSATHOCTD POXKACHUS IETEH ¢ THIEPTPUXO30M OT
opaka 1 u 2 (II). Onpenenute moa 3TUX AETEH.
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Boinonnenue pabotsl Benetcst B hopMe 00CYKISHHUSI BMECTE CO CTYACHTAMU UMEIOIINXCS IaHHBIX 10
TH-TIaM HacJIEeA0BaHUS.

Pa6ora 2. DTansl KJIMHHYECKOI0 MMOUCKA.

Llenv pabomei: VI3yuuTh TOCIIENOBATEIBLHOCTh MPUMEHEHHUS METOJIOB JIMATHOCTUKH B TEHETHUKE.
Hcnonb-3ys nanHble pedepaTuBHBIX COOOIECHHM, OXapaKTepU3yHTe ITalbl JUArHOCTHYECKOTO TIOUCKA
JUTA KOH-erTHBIX KIIMHUYCCKUX cnyqaeB.

Kimnanueckuii



[TapaknuHuyecKuii

BrimotHeHne paboTsl BeseTcs B popme 00Cyk ACHUS BMECTE CO CTYJEHTAMU UMEIOIINXCS TAHHBIX 110 Me-
TOJAM JUArHOCTHUKH.

PemmmTh cMTyauMmoHHbBIE 32124 H.

1) Anroput™m pa3bopa 3amad.
Ornpezenure TUI HACIEIOBAHUS MPU3HAKA.
Ornpenenrre reHOTUIIBI BCEX WIEHOB POJIOCIOBHOM.
Breraucnure BEPOATHOCTD POXKIACHUSA I[eTeﬁ C MMaTOJIOTMYCCKUM IIPU3HAKOM.

2). Ilpumep 3a1a4u Ha aHAJIU3 POJIOCIOBHBIX C Pa300OPOM MO ANTOPUTMY
Onpenenrre TUI HACIEIOBAHMS MPU3HAKA.
Ormpesenure reHOTUIIBI BCEX WIEHOB POJIOCIIOBHOM.
BrruncnuTe BEpOsITHOCTh POXKACHUSA JETEH ¢ TaTOJIOTMYEeCKUM MTPU3HAKOM B CEMbE OT Opaka 8 u 6.
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Tun nHacnegoBaHus IIpHU3HAKa — aYTOCOMHO-HOMHHaHTHBIﬁ.

I'enoTunel Bcex 4jaeHOB pOZ[OCHOBHOﬁ.
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Brrunciaenue BCPOATHOCTHU POKIACHUA JIETeH C IIaTOJIOTUYECKUM IMPU3HAKOM.
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BeposTHOCTh IOMMHAHTHOTO [PU3HAKA B CeMbe OT Opaka 6 u 8 pasna ~ /4 (2 3akon Mennens).

3amauu sl CaMOCTOATEIBLHOTO pa3dopa Ha 3aHITHH:

3amaua 1. XKenmna crpagaer gocdar-quaderoM (X-CLHETUICHHBIA TOMUHAHTHBIN THIT HACJIeq0-
BaHUsA), IBE €€ CECTPHI M OTELl TaKXke 00JIbHBI. bobHas TeTka 3aMy>keM 3a 3J0POBBIM MYKYMHOM U UMEeT
MATEPBIX JETe; IBe JOoYepU, OJUH CBhIH - 3IOPOBBI; OJUH ChIH U J04Yb - O0sbHBI. COCTaBbTE POJOCIOB-
Hyt0. Onpenenure BEpOITHOCTh POXKACHUS 00JIbHOTO pedeHka y nmpobanaa. Eciu cein y mpobanna Oyner
00JIeH, KaKO¥ MPOTHO3 JIIsl €r0 AeTei?

3apayva 2. [Ipobana — 6osnbHON Muonaruen omenHa manbuuk. [1o qaHHBEIM aHaMHE3a — pPOIu-
TEJIW M JIBE CECTpbl Mpobana 3710poBel. [1o OTHOBCKOI IMHMM ABa A1, TETKa, Aea U 0abka mpobaHaa
310pOBBI. J[BE€ JBOIOPOIHBIE CECTPBI OT ASAM U JABOIOPOAHBIN Opar OT TeTu mpobanma 370poBel. [lo
JUHUM MaTepH MpodaHaa OJUH U3 ABYX Asjel 6onen muonatueil. Bropoii ns1s — 310poBbIi — UMET IBYX
3J10-POBBIX CHIHOBEH M 310pOBYIO J04b. TeTs mpobanna umena 6oiapHOrO chiHa. [len u 6abka 340pOBBHI.
Co-cTaBbTe POJOCIOBHYIO U OIPEIEIIUTE TUIl HACIIEIOBAHUS.

3amaua 3. [TocTpoiiTe pogOCIOBHYIO, HA KOTOPOM ObUTH OBl IMMOKa3aHbl BAXKHEHIITHE OCOOCHHOCTH
ayTOCOMHO-PELECCUBHOTO THUIIa HACJIEJOBAHMS B TPEX MOKOJIEHUSIX BOOOpakaeMoil CeMbH.

3amaua 4. K Bpauy - cTOMaToJI0Ty 0OpaTHIIMCh POAUTENN MAJIbYHMKa 3 JIET, HIMEIOLIETO BPOXKICH-
HYIO paclienuHy Iyosl 1 HeOa, ¢ mpock00ii 00 OnepaTHBHOM JICYEHUH 3TOTO MOpOKa pa3BuTus. Mx Taxke
MHTEPECOBAII PHCK TIOBTOPHOTO POXKIEHHsI pebeHKa ¢ mogo0HoI aHomarnuei B 3Toii cembe. [locie ocmoT-
pa peGeHKa Bpad OCMOTpPEN POJAUTENCH. Y poauTeNiel KIMHUIESCKHE MPOSIBICHUS 3200 ICBaHHSI BBISIBIICHBI
He ObuTH. Manpuuk ObUT HA3HAYEH Ha ONepaIfio ISl yCTpaHeHUs JeeKToB I'yObl 1 HeOa. B cBs3m ¢ Tem,
YTO y poauTenel He Obls10 0OHAPYKEHO MPOSBICHUN 3a00JI€BaHus, Bpad pacleHuI 3a00eBaHne peOeHKa
KaK HEHACJIEeJICTBEHHOE, CBSI3aHHOE ¢ KAaKUMHU-TO HEOJIAronpusATHBIMHU (paKTOpaMH BO BpeMsi OEpeMEeHHO-
cTH. [IporHo3 B OTHOILIEHUU POKICHUS MOCIEAYIOIUX AETeH B 3TOM ceMbe, IO cjIoBaM Bpaua, Obl1 Oa-
ronpuaTHeId. [IpaBuiibHA TM TaKTHKA Bpaya B OTHOIIEHUH peOeHKa M MPOTHO3a Oy yIiero moToMcTaa’?

3amaua 5. K Bpauy-TepaneBTy oOpaTuiiachk keHIIMHa 19 neT c¢ kanobamu Ha 0oiib B 00JacTH
cepaua. [Ipu obcnenoBanuu y Hee OB BBISIBIICH MOPOK cepalia. boiabHYI0 Takke HHTEPEeCOBaN MPOTHO3 B
OTHONICHUU OyyIIEro MOTOMCTBA, T.K. OHA HEJAAaBHO BHIILIA 3aMYK U XO0UeT UMeTh aereid. [lpu obcneno-
BaHUU ee Myxka 20 JeT U3MEHEeHH CO CTOPOHBI cep/illa He BhiABIEHO. M3 paccipoca 00IbHOI BBICHU-
JIOCh, YTO €€ MaTh CTpajaeT UIIeMUYECKON OO0JIe3HbIO Cep/Illa, a OTell - TUIePTOHNYecKoi Oone3nbro. Ha
OCHOBaHMM aHAMHe3a JIeyalluil Bpad Jaj 3aKJIIOYEHHE O HACJIEACTBEHHOM IPOMCXOXKICHUU MOpOKa
cepAla y 3TOM KEeHIUHBI, T.K. €€ POJUTEIHN TaKKe CTPAZal0T CepAeYHO-COCYTUCTHIMU 3a00JI€BaHUSAMU U
OTIpeNIeNIUI BBICOKUI PUCK POKIEHUS Y Hee O0sbHBIX JeTell. Kak paciieHuTh NOJy4eHHOe 3aKII0UeHUe U
nouemy?

3ananus A8 rpynmnoBoii paéorsl
VY4eOHBIM IITAaHOM HE MPETYCMOTPEHO.
CamocTrosiTe/IbHAA BHeayAUTOPHasi padoTa o0y4alouuxcs o Teme:
3aoanus ona camocmosamenvHol 6HeayOUmopHoU pabomsi cmy0eHmo8 no YKa3aHHou meme:
1) O3HaKOMUTBCS C TEOPETUUYECKUM MATEPUAIOM IO TEME 3aHATHUS C UCIOIb30BaHHUEM KOHCIIEKTOB JIEK-
U 1/WIM PEKOMEHIyeMOol y4eOHOM TuTepaTyphl.
2) OTBeTUTH Ha BOIIPOCHI ISl CAMOKOHTPOJIS:

KnmHuko-reneanornuyeckuii METoJl, €ro BO3MOXHOCTH M 3HAYEHUE B MEAMKO-

TeHETUYECKOM KOHCYJIbTHUPOBAHUH.

IToxazaHus U1 MPOBEAEHUS KIMHUKO-TEHEATOTHYECKUX UCCIIEI0BAaHUM.
CocraBnenue kapThl peHoTHUA.

CocraBneHue pogoCIOBHOM.

OmnpezneneHue HacIEICTBEHHOIO XapaKkTepa NaTOJIOIHH.

OHpCIleJ'IeHI/IC THITIA HACJICJOBAHU .



[TpoBepuTh CBOM 3HAHUS C UCTIOIH30BAHUEM TECTOBOTO KOHTPOJIS
1. Bvibepume 00un npasuivHulil omeem.
OuibTp - 3TO: a) pa3Mep HOCOBOTO X0/1a; 0) pacCTOSIHUE OT OCHOBAHMSI HOCA JIO KPACHOW KailMbl
ryOBbI; B) OTHOIICHHE JJIMHBI HOCA K IIIUPUHE €0 HUKHEH YacTH.
2. Bvibepume 08a npasuibHulX omeema.
[TonoxxeHusIMH, XapaKTePU3YIOIIUMHU ayTOCOMHO-PEIIECCUBHBIN TUIT HACIICIOBAHMUSI, SIBIISTFOTCS:
a) 3a00yieBaHNE OIMHAKOBO YaCTO BCTPEUAETCS Y MY>KUMH U JKEHIINH; 0) )KEHIIIMHBI OO0JICIOT Yallle MYK-
YHH; B) BEICOKAsl 4aCTOTa KPOBHO-POJCTBECHHBIX OPaKOB; ') 3a00JI€BaHKE MTPOCICKUBACTCS 11O TOPU30HTA-
mu Omeem:1 - 6), 2 — a), 1).
[ToaroroBuTh pedepar Mo ClIeayIImUM TEMaM:
Merona FISH —npunnum, 061acTh MpUMEHEHUS.
brnorTuHr — KiaccuuKanys U TPUHIIAITEI PA3TUYHBIX METOJIOB OJIOTTHUHTA, 00JIaCTh MpUMeE-
HEHUSL.
DTHOJIOTHS, KITUHUYECKHE CUMIITOMBI, THAaTHOCTHKA U OCHOBHBIC TTPHHIIUIIBI JICYCHUS

doc-dar-guadera.
DTHUOJOTHSA, KIMHUYECKHE CUMITTOMBI, IMAarHOCTUKA U OCHOBHBIC MPUHIIUIIBI JICUEHUS TEMO-
¢umms A u B.
[ToaroTOBUTH AaHHOTAIIMIO HAYYHOM CTAThU IO TEME.
Y4eOHBIM MJIAHOM HE MPEAYCMOTPEHO.
BrinonauTs Apyrue 3aganus, Ipe1ycCMOTpEeHHbIE pabodeil mporpaMMoi 1o
nucuurmHe. B pabodeit TeTpaay 3anoaHUTh TEPMUHOJIOTUUECKHI CIIOBAPb.

Tepmun

broT-rubpuanszanus no Caysepny —

CpaBHHTENIbHASI TECHOMHAsA THOOWIU3AIIMS —

Ho3sepH-010TTHHT —

Mainsle aHOMaIuyu pa3sBUTHSI—

Butunuro—

I'nmneprenopusm —

I'mnorenopuszm —

I'mneprpuxos—

I'mnorpuxos—

['upcyruzm—



Junacrema —

MakpoTtus —

MukpoTusi—

Mukporenus

Mukporaatus

«MBIC BIOBEL»

[Iporenus

IIpornarus

Cunodpus

Pa3nen 3. I'ennble 0o0s1e3HU.
Tema 3.2. I'ennbie 00/1€3HU. ITHOJIOTHSA, IATOreHe3, KJIACCH(PUKAIUA, METOAbI ITMATHOCTHKH.

Heab: M3yunth TUIIBI MOHOT€HHBIX MYTallUi, MEXaHU3Mbl UX BO3HUKHOBEHUS B IEPUOJ FraMeTo-
reHe3a, STUOJIOTHIO, TTaTOTeHE3 U KIMHUYECKYI0 KapTHHY HanboJiee 4acTO BCTPEUAIONINXCS TEHHBIX 00-
JIE3HEN.



3agaumn: PaccMOTpeTh OCHOBHBIE TEPMUHOJIOTUYECKUE MIOHSATHS MOHOT€HHBIX 0OoJie3HEeH, 00yIHUTh
CTYAEHTOB NPUMEHEHUIO KIIMHUKO-TEHEATTOTMYECKOr0 METOAA I ONPEIEICHHS PUCKA MOSIBJICHUS I€TEN
MOHOTEHHOM MMaTOJIOTHEH.
O0y4yaromuiics 10J17keH 3HATh.
Jlo nzydenus TeMbl (0a3UCHBIC 3HAHUS) — TUITBI TCHHBIX MYTAIIHiA, MEXaHU3MbI UX BOSHUKHOBCHHSI B
MEpUOJ TaMETOTreHe3a.
[Tocne u3y4yeHus: TEMbI — STHOJIOTHIO M THIIHl MOHOTEHHBIX OOJIe3HEH, KiTacCu(hUKAIIMI0 MOHOTEHHOH Ia-
TOJIOTHH, TIATOTE€HE3 TeHHBIX O0JIe3HEH, KIMHUYECKUH MOJIUMOP(PHU3M M TEHETUUECKYI0 TeTepOTeHHOCTb,
T€HOMHBIM UMIIPUHTHHT.
OO0yuaromuiicsi 10/I2K€H yMeTh.
Hcnonb30BaTh KIMHUKO-TEHEATOTHYECKUIA METOJT JUIsl ONPENCIICHUSI PUCKAa MOHOT€HHOM maTtoJyioruu. Pe-
IaTh 3aJ1a4d Ha OMNpPEEICHUE BEPOSATHOCTH TOSABJICHUS ATOJOTUH B 3aBUCUMOCTH OT THUIIA MOHOT€HHOMN
MyTauuu. HayduTbcs mpaBuibHO UCIIOIB30BaTh COOTBETCTBYIOLYIO TEPMUHOJIOTHIO.
OO0yuaromuiics 10JI2KeH BJIAJAETh.
Menuko-010JIOrHuecKuM MOHSATUHHBIM armapaToM. MeTtogaMu M3ydeHus HaclIeJICTBEHHOCTH YEJIOBEKa.
HaBbikamu novcka MeIUIIMHCKON nH(OpManuu B yueOHOM, HAyYHOU JIUTEepaType, B TOM UUCIE C UCIOIb-
30BaHuEeM ceTH MIHTepHeT; HaBbIKaMU MPEACTABICHUS U 00CYX AeHUsS MeIuIUHCKON nHpopmanuu. bazo-
BBIMH TEXHOJIOTHSIMH TpeoOpa3oBaHus HHPOPMAIMK: TEKCTOBbIC, TAOJUYHBIC PEAAKTOPHI, TIOUCK B CETH
Nurtepner.
CamocrosiTe/IbHAs1 ayIMTOPHAs padoTa o0y4yaruuxcs 1o remMe:
1. OTBeTUTH HA BONPOCHI IO TEMe 3aHATHS.
Bormpocs! 1u1st cobeceoBaHus:
DTHOJIOTHUS, TATOT€HE3, MPUHIIUIIBI KJIACCU(PUKAIIMY MOHOTC€HHOU MaTOJIOTHH.
DNHUAEMHOJIOTUYE-CKUE XapaKTEPUCTUKHU.

Tunel HacjleTOBaHUS MOHOT€HHBIX OOJIE3HEH.

Knununueckuii monuMopdusm 1 reHeTHuecKas reTeporeHHOCTb. [ eHOMHBI UMIPUHTHHT.
buoxumuueckue METOIbI, UX 3HAUYCHUE.

Metoasl JIHK-nuarHocTUKH.

MeTto reHeTHKH COMaTHYEeCKUX KIIETOK.

CylrHoCTh MOJIEKYJISIPHO-TEHETUYECKOT0 MeToa. Ero 3naueHue B JMarHoCTUKeE.
IIprHIMIIBI JIEUEHUS.

IIpakTyeckas padora.
Pabora 1. IlaTorenes MOHOreHHBIX 3200J1eBaHHIA.
Lenv pabomwi: VI3yuuTh OCHOBHBIE 3BEHbBS MMATOT€HE3a TEHHBIX O0JIE3HEH.
Ucnionp3ys nanabie pedepaTUBHBIX COOOIIEHHH, BBIJICIMTE OCHOBHBIE 3TAITBl PA3BUTHS TEHHBIX 3a0071€e-
BaHUM.
[Tepenecute B T€Tpaab U 3aMOJHUATE CIISAYIOMIYIO TAOIHILY.
Tabi. I[TaTorenes reHHBIX 3a00I€BaHMIT

Hazpanue 3a0oneBanus T'en Jloxanu3zauusa | Usmenenus | Mi3meHeHue [Ipomexyrounsie | OCHOBHBIE
TeHa Ha Xpo- B 00pa3oBa- | BRIOJTHIEMOH | COOBITHA B Pa3BH- | CHMOTOMBI
MocoMe HHUHM Oenka GyHKIMH THH 3200JIeBaHUS

AHupuaus PAX6

Bonesns 'mpuimpysra RET
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Pak MOI04HOM Kee3bl BRCA1,

BRCA2
Cemeiinas runepxoie- LDLR
CTCpUHEMUS
HacnencrBennsnlii Heno- MSH?2,
JUIO3HBIN pak Toicroro | MSHG,
KUIIIEYHUKA MLH1,
MLH3,
PMS1,
PMS2

MenymnapHas kapuuno- | RET

Ma IIUTOBHUIHOM JKeJIe3bI

Buramun /1- PHEX

PE3UCTEHTHBINA PAXUT

T'emodmmus A, remodpu- | HEMA,
nusa B HEMB

Brmonnenue paboTel BeeTcs B popMe 00CYKACHHS BMECTE CO CTYI€HTAMU UMEIOIINXCS JAHHBIX T10
MOHOT€HHBIM 3a00JI€BaHUM.
Pab6ora 2. /lmarHocTuka MOHOT€HHbBIX 3a00./1IeBaHMIA.
Lenv pabomul: I3ydnTh OCHOBHBIC METOJIbI TUATHOCTHKYU TEHHBIX O0se3Hel. cmonb3ys qanabie y4ueo-
HUKa U peepaTUBHBIX COOOILICHHI, 3a0THUTE B paboueil TeTpaau caeayrolryto Tadnuiy. Tao.

JlnarHocTHKa TeHHBIX 3a00JICBaHUM.

Ha3zBauue 3a0oneBanus

Bbuoxumnyeckue nokasa-
TCIN B OKUJIaeMbIe H3Me-
HCHUA

CrneunpuyHOCTb METO-
J1a (BBICOKAs/HU3Kas)

JIHK- nna-
THOCTHKA

Crierup MIHOCTH METO-
J1a (BBICOKAs/HU3KA)

Anupuaus

Bbonesns 'upumnpynra

Pak MoJ109HOI1 JKeJ1e35l

HacnencTBeHHBIN HETTOIH-
MTO3HBIH PaK TOJICTOTO KU-
[IEYHNKA

MenymispHas KapuHHOMa
IIUTOBUIHON JKeJIe3bl

Buramun JI-pe3ucTeHTHBIN
paxut

I'emodmmus A, remodumus
B

Brimonnenue pa60TBI BCACTCA B (bOpMC O6CY)K,Z[CHI/ISI BMECTC CO CTYACHTAMH UMCHOIINUXCS JaHHBIX 11O
MOHOI'CHHBIM 3a00JIEBaHUSIM.

3.Pemuth cUTyaniuOHHbIE 32/1a4H.
Y4eOHBIM IJIaHOM HE MPEAYCMOTPEHO.
3agaHus AJ1s TPYNIoOBoil padoThI.
Y4eOHBIM IJIAHOM HE MPEAYCMOTPEHO.
CaMocTosiTeIbHASI BHEAYIUTOPHAsI padoTa 00y4alomuxcs 1mo reMe:
3adanus ona camocmosamenvHol 6HeayOUMOpPHOL pabomvl CMyOeHmo8 no YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUYECKUM MaTepUaioM IO TeME 3aHATHUS C UCIOIb30BaHHEM KOHCIIEKTOB JIEK-
AW W/ PEKOMEHIYEeMOH y4eOHOH JInTepaTyphl.




OTBeTUTH Ha BOIIPOCHI ISl CAMOKOHTPOJIS:
DTHOJOTHS, TATOTeHE3, MPUHLIUIIBI KJIacCu(PUKAITUH MOHOT€HHON TaTOJIOTHH.
ONUaEeMUOIOTHYECKUE XapAKTEPUCTHKH.

Tumel HaciIeTOBaHUS MOHOTE€HHBIX OOJIE3HEN.

Krnnanueckuit momuMoppu3M U reHeTHIeCKast FeTepOreHHOCTh. | € HOMHBIM MMIIPUHTHHT.
bruoxuMmnyeckue MeTOIbI, UX 3HAUYEHHE.

Metoasl JIHK-auarHocTuKU.

MeTo reHeTUKH COMAaTHYECKUX KIETOK.

CyIiHOCTh MOJIEKYIISIPHO-TEHETHIECKOTO MeTo1a. Ero 3HaueHne B TMarHOCTUKE.

HpI/IHI_[I/IHBI JICUCHHMA.

[TpoBepuTH CBOM 3HAHUS C UCIIOIH30BAHHUEM TECTOBOI'O KOHTPOJIS (IPUBECTH TECTOBbBIC 3aaHMs, OTBE-
ThI Pa3MECTUTH MOCJIE TECTOB).
1. Bvibepume 00un npasuibHulil omeem.
YKaKUTE BEPOSATHOCTH IMOBTOPHOTO POXKICHUS OOIBHOIO peOCHKA Y CYNPYroB, HMEIOIINUX OOJIb-
HYIO JIEBOYKY ¢ (DEHUIIKETOHYpHUEH (ayTOCOMHO-PEIICCCHBHBIN THII HacaenoBanus): a) 50%; 0) 6im3Kko K
0%:; B) 75%; 1) 25%.
2. Bvibepume 06a npasuibHulX omeema.
BeposiTHOCTH poxieHus1 00JIBHOTO pebeHKa B ceMbe, B KOTOPOW MaTh 0oJibHA (DEHUIKETOHYPH -
ei, a OTell ABJIIETCS T€TEPO3UTOTHBIM HOCUTENIEM reHa (DeHUIIKETOHYPHH, COCTaBIsIeT mpuMepHO: a) 0%;
0) 25%; B) 50%; 1) 75%.
Omeem:1 - 1), 2 — B).
[TonroroBuTk pedepart 1no cieayronuM TeMam:
bonesns 'mpmmpynra (RET-nporooHkoren).
Cungpom MEN2 (MenynnsipHas KapMHOMA UIUTOBUIHOM JKeJe3bl).
BRCA 1 u BRCA 2 —accounnpoBaHHbIN pak MOJIOYHOM JKEJIE3BI.
HacneacTBeHHBIN HENOJIMITO3HBIN PaK TOJICTOTO KMIIEYHUKA.
Anupunus (myranuu PAX 6).
Cewmeiinas runepxonecrepuemus (LDL-myranyn).
[TonAroToBUTH aHHOTALIMIO HAYYHOM CTAThH 1O TEME.
Y4eOHBIM IJITAaHOM HE TTPETYCMOTPEHO.
BeimonHuTh Ipyrue 3aianHus, NpeaycMOTpeHHbIe pabouelt mporpaMmMoit o
JUCLHUIUIMHE. YYeOHBIM IJIAHOM HE MPETYyCMOTPEHO.

Pexomennyemas aureparypa:
OcHoBHast:
bouxos H.IT.Knunnyeckas reneruka: yueOHuk ais By3os/ M.: [DOTAP-Meaua, 2006 -2011, ¢.480
JlononHuTENHHAS:
Ko3sonun B.A., Kocbix A.A., Poguna H.E.IlpenaTtanbHas quarHocTuka Hacjiae/ICTBEHHBIX 3a00-
JIeBaHUH ¥ BPOXKACHHBIX MIOPOKOB pa3BUTH: yueOHoe nocodbue Kupos: 2011.-88 c., n.
Konenaesa E.B., Poqura H.E.. O6m1ast reneTrka v reHeTHKa YenoBeka: yueonoe mocoodue/ Kupos,
2016. - 69 c.
MyrtosuH I'.P.. M. Knunandeckas resetuka. [' eHoMMKa 1 mpoTeOMUKa HACIIEICTBEHHON
naToJioruu [DneKTpoHHbIHN pecypc]: yuedbHoe nocodue/ [D0TAP-Menua, 2010. - 832 c.: ui.
I'opoynosa, B.H., KopxeneBckas M.A.. ['eHeTHKA B KITMHUYECKOM MPAKTHUKE: PYKOBOJICTBO IS
Bpa-ueit/CI10.: Cnerymar, 2015.-329 c.
Mymkam6apoB H.H., Ky3neros C.JI. Monekymnsipaast Ouosnorus: Yue6. [locodue mis
CTyZIeHTOB Me/.BY30B; M.: MUA, 2016 - ¢.85-117.B men.By30oB; M.: MUA, 2016 - ¢.85-117.



DNEKTPOHHBIE PECYPCHI:
http://omim.org/

Pasznea 3. 'ennble 00J1€3HN.
Tema 3.3. MoHorenHble 3a00/1eBanus, KiuHu4eckue popmbl. HaciiencTrBenHnbie 00s1e3HM 00MeHa
BemecTs (HBO).

Heab: M3yunth OCHOBHBIE KIMHHYECKHE MPOSBICHUS HauboJiee 4acTO BCTPEUAIOIIMXCS MOHO-
TeHHBIX CUHJPOMOB U OOJIe3HEH.

3agauu: CdhopMupoBarh NOHATHE HACIEACTBEHHBIX Oose3Heil oOMeHa BemiecTB. PaccMoTperh
ATHOJIOTHUIO, MTATOTEHE3, KIMHUYCCKUE TIPOSBICHUS, IPUHIIUITBI JUATHOCTUKY U JICUCHUsT HanOoJee 4acTo
BCTPEUAIONINXCS MOHOTEHHBIX CHHAPOMOB U Oone3Hed (cuHapom MapdaHna, QeHHIKETOHYPHS, MYKO-
BUCLIUJI03, CeMEiHasl rumepxosiecrepuHemus, cuHapom Mapruna-bemn (Fra-X). W3yunts ocHOBHBIE
MIPUHIIMIIBI TEPATTUK TEHHBIX OOJIE3HEH.
OOyuarouuiicsi 10J17KeH 3HATb.
DTHOJIOTHIO U MaToreHe3 cuHapoma Mapdana, GeHUIKETOHYPHH, MYKOBUCIIUA03a, CEMEIHON TUIepXo-
aecrepunemun, cuaapoma Mapruna-bemr (Fra-X).
OOyyaromuiics 101KeH yMETb.
Pemiate 3a1aun Ha ornpesiesieHre BEPOATHOCTH TMOSIBJICHUS HACIEICTBEHHBIX 00JIe3HEl 0OMEHA BEIIECTB B
3aBHCHUMOCTH OT THIIa MOHOTE€HHOM MyTalluu, ONpeneisaTh no Gororpadgusm GeHOTHUIBI OOIBHBIX C TeH-
HeiMu MyTanusyvu: OKY, axonapomiasus, cuaapom MapdaHna, ceMeiiHasi THIIEPXO0JICCTEPHHEMHUS.
OOyuaromuiicst 10J12KeH BJIaJeTh.
Menuko-010JIOrHuecKuM MOHSATUHHBIM arlapaToM. MeToaMu U3y4eHUsl HACJIeICTBEHHOCTH YeIOBEKa.
HaBpikamu moncka MeTUIIMHCKOW MH(POPMAIIUK B YIEOHOM, HAYIHOU JTUTEPATYPE, B TOM YUCIIE C UCTIONb-
30BaHHEM ceTu VIHTepHeT; HaBbIKaMH MPEICTABICHUS U OOCYKACHHs MeAuIIMHCKoN nHpopmanuu. bazo-
BBIMH TE€XHOJIOTUSIMHU TpeoOpa3zoBaHus HHPOPMAIMH: TEKCTOBbIe, TAOIUYHBIE PEAAKTOPHI, TIOUCK B CETH
Nurtepner.
CamocTrosiTe1bHAS ayIMTOPHAas padoTa 00y4yalomumxcsi 1o TemMe:

OTBeTUTH HA BONIPOCHI IO TeMe 3aHATHSA.

Bomnpocs! myist cobecenoBanus:

OO0m1as xapakTepuCTUKa U KJIacCUUKaIus

Cunapom Mapgana, Mapruna-benn, Helipo¢pudbpomaTos.

Jnarnoctuka u nedyeHue GeHWIKETOHYPUU
JlnarHocTrka v Je4eHrne MyKOBUCIIHI03a U CEMEMHOM THUIEPX0JIECTEPUHEMUN
HBO u npu3Haku, Mo3BOJISIONINE UX 3a0J03PUTh.

[Tpuniune! panHel AuarHocTuku U npoduinaktiuku HBO.
[TepBuunblie U BTopuyHbIe 3G (HEKTH MyTaHTHBIX alesel.
AnBOMHM3M, TaIaKTO3EMHUsI, TOMOIIUCTUHYPHS, AIKAITOHYPHSL.

2. [IpakTnyeckas padora.
Pabora 1. ®eHoTMNIHYECKHE H3MEHEHHUSsI NIPH FeHHBIX 3200/ 1¢BAHUSIX.
Lenv pabomur: U3yunTh HEHOTUTIMUECKHE W3MEHEHUS TTPU HanboJyiee pacpoCTpaHEHHBIX TeHHBIX 3a00-
nesanusix. [lo npencraBieHHbIM oTorpadusM OONBHBIX ¢ MOHOTEHHOH MaTojoTHel ompeaenuTe 3a00-
JIeBaHUSI.
OtBetbTe B paboueil TeTpaau Ha CIIEAYIOIINE BOIIPOCHL:

Hazpanue 3a0oneBanus.

DEeHOTUITNYECKHE NTPOSIBIIEHUS (TEPMUH U €T0 OIPEEICHHUE).


http://omim.org/

IIpuMepHBIi BO3pAcT, KOIAA MOSABIIIOTCS JaHHBIC IPU3HAKH.
Beinonnenue pabotel Bepercss B popMe OOCYX AEHUS BMECTE CO CTYACHTAMH HMMEIOIIMXCS JAHHBIX IO
MOHOT'€HHBIM 3a00JIEBaHUSM.

Pabora 2. DTHOJIOTHA U MATOreHe3 MOHOTeHHBIX 3200J1eBaHH.

Lenv pabomvi: VI3yduTh OCHOBHBIC IPUYMHBI BOZHUKHOBEHUS U Pa3BUTHUS I'CHHBIX OoJie3Her. Mcnonb3ys
JaHHBbIC yu4eOHMKA U pedepaTUBHBIX COOOIIEHUH, BRIICIUTE IPUUYUHBI U MEXaHU3MbI PAa3BUTHUS HEKOTO-
PBIX TEHHBIX 3a00JICBaHUH.

[TepenecuTe B TETpaab U 3aIIOJHUTE CIICAYIOMIYIO TAOIHILY.

Taba. DTHOIOTHS U ATOre€HE3 F'eHHBIX 3a00JIeBaHUMT.

HasBanue 3a6oneBanus | ['eH, ero Jo- IIpomykT Tun Hacneno- | Otuosorus 3a00JIeBaHUS OcHoBHble | OCHOBHBIC
KaJIu3arus T'CHa, ero BaHUS JTambl pa3- | CUMITOMEBI
¢byHKIUSA CrpykrypHble | 3meHneHne BUTHSI 00-
WU3MCHCHHUS B GbyHKIUN JIC3HU
JHK IPOLYKTa
reHa

Heiipodubdbpomaros
Cunnpom Mapdana

Cunnpom Maprtuna-
bein

CemeitHast runiepxoJie-
CTEPUHEMUS

DeHMITKE TOHY U

MyxkoBucLen03

ANpOMHHA3M

["anakTo3zeMus

["omormcTuRypHs

AnKanToHypus

Boinonnenue pabotel BeeTcs B popMe 00CYKIASHUS BMECTE CO CTYI€HTAMU UMEIOIINXCS JAHHBIX I10
MOHOT'€HHBIM 3200JIEBaHUSIM.

Patora 3. /[uarnocTuka reHHbIX 3200/1eBaHUIA.

Lenv pabomui: I3y4uTh OCHOBHBIC METO/IBI JUATHOCTUKH TeHHBIX Oosie3Hel. Mcnonb3ys nanHbIe yueo-
HUKa 1 pedepaTUBHBIX COOOIIEHUH, 3aII0THUTE B paboyel TeTpaau cieayromyto Tadnuiy. Taom.
JlmarHocTHKa TeHHBIX 3a00JICBaHUIA.

HasBanue 3a0oue- Manundecrauns | Knuanueckue | buoxummdeckne | JJHK- Hpyrue MeToas! aua-
BaHUs 3aboJieBaHus JIaHHBIE MoKa3aTeny u JUAarHOCTHKA THOCTHKH
OKU/TaeMBbIe
HM3MEHEHHUS
Heiipodpubpomaros
Cunnpom Mapdana

Cungpom MapTtu-
Ha-bemn

CewmeiiHas rumep-
XOJICCTCPUHEMHUS

DeHUTKETOHYPHS
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MyxkoBucieno3

ANpOMHN3M

T"amakTo3emus

I'omonuctunypus

AJKanTOHYpHS

Brimonaenue pa6OTI)I BCACTCA B (bopMe O6CY)KI[CHI/ISI BMECTE CO CTYACHTAMH UMCIOIINUXCA JAaHHBIX I10
MOHOT'€HHBIM 3a00JI€BaHHIM.

Pabora 4. [IpuHuMIbI JedeHUs TeHHbIX 3a00J1eBaHMid.
Llenv pabomul: I3yunTh OCHOBHBIE IIOJXO/IbI K JICUEHHIO TeHHBIX Oose3Hel. Mcnomnb3ys JaHHble yueOHU-
Ka U pepepaTUBHBIX COOOIIEHUH, 3aMOTHUTE B pabodeli TeTpaau clIeAyonyro Tadmuiy. Taomr.
ITpuHIMIIBI JIeYeHUs] TeHHbIX 3200J1€BaHUH.

Ha3zBanue 3aboneBanus OrtnotponHoe geueHue | Ilatorenernueckoe nedeHune | CuMnToMaTHYecKoe Xupypruueckoe

JICUeHUE JIeYeHue
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Heiipodubdbpomaros
Cunrnpom Mapdana

Cunngpom Maprtuna-bemn

CemeitHast runiepxoJie-
CTEPUHEMHUS

DeHnIKeTOHYpHUs

MyxkoBucLen03

ANpOMHHA3M

["anakTo3eMus

["'omonucTunypus

AnKanToHypHS

Brimonnenue pa60TLI BCACTCA B (bopMe OGCY)KI[CHI/IH BMCECTC CO CTYACHTAMH UMCIOINUXCA JaHHBIX I10
MOHOT€HHBIM 3a00JICBaHHIM.

3.PeliuTh CUTYallMOHHBbIE 32124 H.
Anroput™m pa3zdbopa CUTyallMOHHBIX 3aJau:
ITpenBapuTenbHbIi 1uarno3?
Ortuonorus?
Kaxoit Tun nacnenoBanus?
Kaxoit MeTo1 TeHETUKU UCTIONB3YETCs Il JUArHOCTUKHU?
Hanpasnenus neuenns?



[Tpumep 3a1auu ¢ pa3dboOpOM IO aITOPUTMY
Tsokenass yMCTBEHHast OTCTaJOCTh Yy JAeTed Npu (DEHWIKETOHYPHH pa3BUBACTCS TOJBKO TPU HATUYUHU
aMUHOKHCIIOTH (eHmnanannHa B mmmie. Jlmera, OenHas (eHmIasaHuHOM, OOECIeunBaeT HOPMAaIbHOE
pasBuTHe peOeHKa. B poiome BBISBICHO 3 HOBOPOXKACHHBIX peOeHKa ¢ peHmITKeToHypuei. OIHH 13 HUX
NEePBbIX JHEW KU3HU HAXOMIICS Ha nueTe 0e3 (heHuIanannHa; BTOPOH JISUHIICS JIMIIb STTU30IUYECKH, a
TPETUil MUTAJICS KaK OOBIYHBIN 310poBBIN pedeHok. Kakoii Tun HacienoBanus ¢eHmikeronypun? Kakoit
METO/] TeHETUKU UCHOJb3YeTCs il AUarHOCTUKU PeHukeTonypun? Kakoe jedyeHue BO3MOXKHO MpHUMe-
HUTB?
DOEHUIKETOHYPHSI.
Myranus B rene PAX, koaupytomem ¢pepMeHT PpeHnTaTaHuHTHIPOKCUIIAa3y
(DAT), oTBeuaromumii 3a mpeBpaiieHue GpeHmagTaHiHa B THPO3HUH.
Tun HacnenoBaHusl ayTOCOMHO-PELECCUBHBIM.
JI1st TMarHOCTHKYU MCTOJb3yeTCsl OMOXUMUYECKUI MeTO/1 (MacCCOBBIN CKPUHHUHT,
yTOYHSIOIIasi OMOXUMHUYECKasi AMArHOCTHUKA, MOJIEKYJISIPHO-TEHETHYECKas TUarHOCTHKA).
Jleuenue penmikeronypun (OKY) — HazHaueHue queTsl (HE Mo3aHee 2 Mecsa
KU3HHU): OrpaHUYeHHE OEJIKOBBIX MMPOIYKTOB ISl MPEAOTBPAILIEHUsI HAKOIUIEHHs cyOcTpara
U €ro MPOM3BOAHBIX, BOCIIOJHEHHE OelIKa ¢ MOMOIIBI0 aMUHOKHCIOTHBIX CMECei.

3ajauu JUIsi CaMOCTOSTEILHOTO pa30opa Ha 3aHITHH.

3anaua 1. /[ByxJileTHUI MaJIbUMK HAIlpaBJ€H B KJIMHUKY JUUIS OLEHKHU IIPUYMH 33J€PKKU pocTa. B paHHeM
JIETCTBE y peOeHKa OTMEYalld MOHOC U KOJIUKHU B JKUBOTE, UTO Pa3pelInIOCh MOCJe 3aMeHbI JIETCKOI cMme-
cu. Korga B pannon n106aBuiu oObIUHYIO NI, Y peOeHKa MOSBUIICS 37I0BOHHBIN CTYJ, COAEpKAIIHA He-
nepeBapeHHble YacTUllbl Nuinu. Ha BTOpoM roay >KM3HHM MallbUMK IJI0X0 poc. OTMEdYeHa NMOBBIIICHHAS
3a00J1IeBaeMOCTh pecupaTOpHbIMU MHGEKIUAMU. B ceMbe HU y KOro He ObUIO HM3KOTO pOCTa, HapyIle-
HUS TUTaHUS UM XPOHUYECKHX JIETOUHBIX 3a0o0neBanuil. [Ipu ocMoTpe oTMeUeHbI CHIYKEHHE MAcChl Tea

pocTa, paccessHHbIE€ XPHUIBI M HEOOJBIIOE pacluIupeHHue HOTTEBHIX (anmaHr. B ocTanbHOM JdaHHBIE
ocMmoTpa 0e3 maronoruu. Kakoe 3aboneBaHue MOxHO mpennonoxuts? KakoBa ero stuonorus? Kak
HacJeayeTcs qanHoe 3a0oseBanne? Kakue CyecTByrOT METOIbl AUAarHoCTUK? Jleuenue?

3anava 2. Manbuuk /I, mectu jet, HanmpaBlieH B JETCKYIO O0JACTHYIO KIMHUYECKYIO OOJNBHUILY B CBS3H C
YMCTBEHHOM 3aJIeP’KKON U THIEPAaKTUBHOCTHIO0. OH HE CMOT MOCeIaTh NeTCKU cajl, TOCKOIbKY Bell ce0st
arpeccuBHO, MO OTHOIICHHUIO K CBEPCTHHKAM, HE B COCTOSIHMHM ObUT BBIIIOJHUTH 3aJlaHUE, UMeNl OeTHbIe
peueBbIe U JBUTaTeIbHbIC HABBIKH. B aHamHe3e — 3aaepikka pazButus: cugen kK 10-11 mecsauam, Havan
xonuTh K 20, Mecsiiiam, TOBOpuII 2 WK 3 SICHBIX clloBa k 24 MmecsanaM. B ocransHoM pebeHok 310poB. Ero
MaTh U TETS MO MAaTEPUHCKOW JIMHUU UMENU HeOOoMbIIHe MpodieMbl 00yueHus B AETCTBE, I/ 10 MaTe-
PUHCKOW JIMHMM YMCTBEHHO 3aaepxaH. [IpensapurtensHbiii nuarHo3? [lpuumna ero pazsutus? Tun
HacienoBanus? [Ipeaoxxure METO bl TMarHOCTUKY 1 HAINIPaBJICHUE JICUCHUS.

3amaua 3. [Ipu oOcnenoBaHuM 370pOBOTO 16-JIETHETO yYE€HHUKA IIKOJIBI BBISIBJICHO: aCTEHUYECKOE TEJO-
ciokeHnue, HeOompImas AedopManus TPYIUHBI IO TUITY «KYPUHOWY» TPYIU, apaxHOMAKTHIIHS, CTPUH Ha
rieyax u Oelpax, ayCKyJIbTaTUBHBIN IIyM, CBUIAETENCTBYIOMIMA O NUCHYHKIIUU a0PTAIBLHOTO KIaraHa.
DOxokapauorpadus BeISBHIA pACHIMPEHUE KOPHS aOpThI ¢ a0pTalbHON peryprurtanueit. OdranbsMonoru-
gyeckoe 00clieZIoBaHKe TIOKA3aJIo JIETKoe IBYCTOPOHHEE CMEIeHHe XpycTanuka kBepxy. Kakoe 3aboneBa-
HUe BbIsBIIEHO Yy nojipocTka? Kak oHo Hacnenyercs? KakoBa atuosorust qanHout naronoruu? Kak ycra-
HaBJIMBaeTcs quarnos3 (kputepun)? HampasieHus neueHus: 1 mpoPHIaKTUKI OCIOKHEHHH?

3anaua 4. Manbuuk 2 jeT, IpoXOoAUT 00ciIeI0BaHUE B CBSI3U ¢ OOHApY)KEHUEM 5-U IATEH IBETa «KOde C
MOJIOKOM», TPU U3 HUX Oojee 5 MM B nuamerpe. [Ipu ocMoTpe He ObUIH BBISIBIEHBI BECHYIIKU B TOAMBbI-
IIEYHBIX WJIM TaxXOBBIX OOJIACTSX, MOPOKU pa3BUTHS KOHeuHocTed M HelpohuOpomsl. KnmHuueckuii
OCMOTp 000MX pOJUTENCH HE BBIBUI NMPU3HAKOB HelpopuOpomaToza. MOXKHO M YCTAaHOBUTH TUArHO3
HelipoduOpomaroza? KakoBbl ero quarHoctuueckue kpurepuu. Kak Hacnenyercs nanHoe 3aboneBanue?
Kakoga ero stuonorusi. TpeGyercs 11 B JTaHHOM ciydae jeuenue? BpaueOnoe nHabmoaenue?



3anaua 5. Pogureny 1eBOYKM 0OpaTHIIMCH K Bpady C Kajio0aMu Ha HAIWYME y peOeHKa 3y SIIUX KOXKHBIX
BBICBHIIIAHUI M IJI0XO0€ NpubOaBiieHue B Bece. [locine Hayana BCKapMIIMBaHMS Y HEE MOSBUIIOCH LIEITyIIE-
HUE U TUIIEPEMHUS KOXKH ILEK, KOHEYHOCTEH, conpoBokaatonxcs 3yaoM. Ilocne Hauana npukopma 3Tu
NPOSIBJIICHUS YBEIUYHIINCH, TTOSIBIJIUCH CPBITUBAHUS, IJI0X0H coH. Pebenok cran GecriokoifHbiM. Bpau —
JIEPMATOJIOT PacLEHWII 3T U3MEHEHUs KaK 3KCCYJAaTUBHBIN AMAaTe3 U Ha3HAuWl BHYTPb aHTUTMCTaMMH-
HBIE TIPEnapaThl U MECTHO — LUHJO0M (IIOACYIINBAOLIECE, AaHTUCENITUYECKOe CpeaAcTBO). Jleuenue ¢ dek-
Ta He nano. HabGnromaercst Mukporedanus, NOBBILIEHHE CYXOXKHUIbHBIX Pe(ICKCOB, THIIEPKUHESBI, CY10-
poru. OTMeUaeTcs CHWKEHHE MUTMEHTAIMK KOXH, Bosioc. PanyxHble 000704YKu romyboro 1Bera. Bamm
IPENOI0KHUTENbHBIA Tuarno3? Dtuonorusa’? Tum HacnenoBanus JaHHOTO 3aboneBanusa? Kakue wuccre-
J0BaHUS HE0OX0aMMO TpoBecTu? HampaBnenus neuenus?

3anaya 6. Ha KoHCynpTanuio HalpaBJIeH Majb4MK 7 JIET IO MOBOAY IPEKIEBPEMEHHOIO 10JIOBOTO CO-
3peBanus. [Ipn ocMOTpe BBISABICHBI YBETUYEHHBIC TCHUTAINN, HAUYaBIIEeCs: OBOJIOCEHHE JIOOKOBOI 00a-
CTH, NUIMEHTalUsl MOUIOHKH. Manbuuk orctaer B pocrte, HapyumeHus L{HC kak npuunHa npexaeBpe-
MEHHOTO CO3peBaHus UCKItoueHbl. Kakoil AuarHo3 MoKHO IPEANON0KUTE? DTUOIOTHS JAHHOTO 3a00J1e-
Banus? Tun HacnmemoBaHus JaHHOW maTonorud. Kakue JOMOJHHUTENbHBIE MCCIETOBAHUS HEOOXOAUMO
nposectu? Jleuenue?

3amava 7. Ha xoHCysbTalMIO 00paTuiach CeMbs, B KOTOPOH BTOPOM peOEHOK, 1eBOYKa, POIUIACH C MO-
POKOM pa3BHUTHUS JIEBOM PyKU — Ty4eBOil KocopykocThio. [Ipu pentreHorpaduu oOHapykeHa TUIOIIA3US
ny4yeBoit koctu. [Ipu ocMoTpe ObLT 3am003pEH BPOXKICHHBIN MOPOK Cep/Iia, a Mpu MPOBEACHUN JTOTION-
HUTEJIBHBIX UCCIICJOBAaHUM MOATBEPXKIEH Ne()EeKT MexOKemynoukoBoi meperopogku. Ilomumo 3toro, y
JIEBOYKH OTMEUAIOTCS KIMHOJAKTHIINS 5-TO IMajiblia, HeOobInas runoruiasus kirouuil. [Ipu ocMoTtpe po-
nuTenel y oTia peOeHKa BbISBICHA TUIIOIUIA3Hsl IEPBOTO Maiblia IPaBOi PyKH, BOPOHKOOOpa3HOE BIAB-
JICHHE TPYAUHBI JIETKOW CTETEHH, MPOJIAliC MUTPAIILHOTO KilamaHa. Math U crapimuil OpaT JeBOYKH 3]10-
poBbl. Bamn quarno3? K kakoii rpyrine naToiorud OTHOCUTCS 3To 3aboneBanue? Dtuonorus? Tum Hacre-
noBauug? MeToabl IUArHOCTUKHU U JIEYEHUS?

3amaua 8. Y BTOpOro pebeHKa MOJOJBIX, 30POBBIX POAUTENEH HAOIIOJACTCS KENTyXa C MEPBBIX AHEH
JKU3HHU, HenpsaMol ounnpyoun 1o 30 mMr%, yBenudenue nedeHu. [lepsriii peOeHOK morud B pe3ynbrare
aHaJIOTUYHOTrO 3a00JIeBaHUs B BO3pacTe 4-X JIeT (IBYCTOPOHHSS KaTapakTa, YBEIMYEHHE MEUYEHH, XKell-
TYIIHOCTh KOXKHBIX TOKPOBOB, CYIOpOXHbIN cuHapoM. [IpennonoxurensHsiii auarno3? IlpuumHa BO3-
HUKHOBEHUs 3aboseBanus? KakoBa TakTHKa Bpadya B OTHOUIEHHUHU 3TOr0 peOeHKa?

3agaua 9. YV peOeHka B pOAMIBHOM JIOME BbISIBIIEHA MOJIOKUTENIbHAS Peakiys MOYM Ha XJIOPH]L JKeje3a
(IIT). Kakoe 3aboneBanre MokHO npeAnoiaoxkuTh? Kak ono Hacnenyerca? KakoBa nanpHelnas TakTUKa
Bpaya B OTHOIIEHUH 3TOro pedeHka?

3aganus A9 rpynnoBoi padorsl.
Y4eOHBIM IJTAaHOM HE TTPETYCMOTPEHO.
CamocTtosiTe1bHAs BHEAYAUTOPHasi padoTa 00y4alOLIUXCH 110 Teme:
3aoanus ons camocmosamenbHoU 8HeayOUMopHOU pabomvl CMYOeHmMOo8 O YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MATEPUAJIOM 10 TEME 3aHATHUS C UCIIOIb30BAaHUEM KOHCIIEKTOB JIEK-
U W/WIHM peKOMEHTyeMo yueOHOI TuTeparypsl.
2) OTBeTUTH Ha BOIIPOCHI ISl CAMOKOHTPOJIS:
OO0m1as xapakTepUCTUKa U KJIacCUpUKAIUS
Cunapom Mapgana, Mapruna-benn, nelipodpudbpomaTos.
Junarnoctuka u nedyeHre GeHUIKETOHYPUU
JlnarHocTuka u JieueHne MyKOBUCLIM103a U CEMEWHOU TMIIEPX0JIECTEPUHEMUN
HBO u npusHaku, N03BOJIAIONINE UX 3aI0JA03PUTh.
[Tpuniune! panHel AuarHocTuku U npodunaktiuka HBO.
[TepBuyHbIe U BTOPUUYHBIC Y3PPEKTH MYTAHTHBIX aJUICICH.



AnbOMHU3M, ralakTO3eMHUs, TOMOLUCTUHYPHSI, AIKANTOHYPHUSI.
[TpoBepuTH CBOM 3HAHUS C UCIIOIH30BAaHHUEM TECTOBOI'O KOHTPOJIS (IPUBECTH TECTOBbBIE 3aaHMs, OTBE-
ThI Pa3MECTUTH MOCJIE TECTOB).
1. Bvibepume HecKoIbKO NPAGUIILHBIX OMBEMO8.

Ha3zoBute 3a00neBanus, STHONIOTUYECKUM (DAaKTOPOM KOTOPBIX SIBJISICTCSI MyTallUsl THIA "IKCIIAHCHUS
TPUHYKJICOTUTHBIX MOBTOPOB'": a) CEpHOBUAHO-KIETOYHAs] aHeMHus; 0) TajacceMus; B) MUOAUCTPOduUs
Mromenna-bekkepa; r) cunapom Fra-X; 1) xopest [ eHUHITOHA; €) MyKOBUCIIUIO03.

2. Bvibepume 00ur npasuivhslii omeem.

YKaxuTe BepOATHOCTh MOBTOPHOTO POXKACHUS OOJIBHOrO peOeHKa B CEMbE, B KOTOPOH pOIUTENN
3I0POBBI M UMEIOT OOJILHYIO AEBOUKY C CHHAPOMOM Mapdana (ayToCOMHO-TOMUHAHTHBIH THIT HACJIEO-
BaHus): a) 50%; 6) 6xu3ko k 0%:; B) 100%; 1) 75%.

Omeem:1—r), n), 2 — 0).
[ToaroroBuTk pedepart 1o crieayronuM TeMam:
['eppon Apunbanib] 1 €ro KOHIENIHS «METab0INnIecKoro 0JI0Kay.
Anxanronypus (mytaunu HGD -rena okcuaassl TOMOI€THH3UHOBOM KUCIIOTHI).
AnpOuHM3M. MyTanuy reHa THpO3UHKUHA3bI U TUIIBI albOWHU3MA.
[Muctunypus. Myrauuu resa SLC3A1 u TUIIBI LUCTUHYPUH.
["anmakro3emust U MyTarus raiakTo3o-1-pocharypuamirpanchepassr.
['enbI-monynsTopsl. Knaccudukanus u GyHKIHH.
IToArOTOBUTE aHHOTALMIO HAYYHO! CTaThHU I10 TEME.
Y4eOHBIM MJIAHOM HE MPEAYCMOTPEHO.
BoinonHuTe Apyrue 3agaHus, NpeaycMOTpPEHHbIE padoueil mporpaMmon 1o
JUCLIUIUIMHE. YUYeOHbIM IJIAaHOM HE IIPEyCMOTPEHO.
Pa3pean 3. I'ennnie 00J1e3HM.
Tema 3.4. MuTOXOHAPHATbHAS NATOJIOTHS.

Heab: M3ydnTs TUIBI MUTOXOHAPUAIBHOM IMATOJIOTMH, STHOJIOTHIO, IATOI€HE3 M KIMHUYECKYIO
KapTHHY HanboJiee 4acTo BCTPEUAIOIIMXCS CUHIPOMOB.

3agauu: PaccMOTpeTh OCHOBHBIE TEPMHHOJOTHYECKHE MOHATHS MHUTOXOHIpPUAIBHBIX OOJe3HEH,
chopMUpOBaTh HaBBIKM MO MPUMEHEHUIO KIMHUKO-T€HEAJIOTMYECKOro METOoJla JUIsl ONpEeNIeHUsl pucka
MOSIBJIGHUS JIETeM ¢ MUTOXOHJIPHAJIbHOM MaToyIoruei, pa3o0paTth OCHOBHBIE CHHIPOMBI P JIaHHOM ma-
TOJIOTUHU.



O0yuarommiicst 10J15KeH 3HATh.
CtpoeHre U QpyHKIUH MUTOXOHIPUNA, OCOOEHHOCTH MHUTOXOHJIPHAILHOTO F€HOMa DTHOJIOTHUIO U THIIBI
MHUTOXOH/IPHATIBHBIX Oose3Hel. Kimaccudukanuo MUTOXOHAPUAIBHON naTonoruu. [laroreHe3 MUTOXOH-
JpuanbHbIX Oone3nel. Kimmunveckue nposiBieHus: Hanbosiee 4acTo BCTPEUAIOIINXCS MUTOXOHAPHATIBHBIX
CHUHJPOMOB.
OO0yyammiics 10J17KeH YMeEThb.
Hcnonb30BaTh KIMHUKO-T€HEATOTHYECKUM METOJ JJIs ONPENEICHUs PUCKa MUTOXOHIPUAIBHON MATOJIO-
UM, [IPU HAJUYUU OINPENEICHHOI0 CUMITOMOKOMILIEKCA 3all0103pUTh 3a00sIeBaHKe, CBA3aHHOE C MaTo-
JIOTHEeN MUTOXOHJIPHIA U Ha3HAYUTh 00CIIeJOBaHUE.
Oo0yuarommiicsi 10J15KeH BJIa1eTh.
Meanko-61M0I0rHYeCKUM MOHATUHHBIM armapartoM. MeTtogamMu U3y4eHUs! HACJIeICTBEHHOCTH YellOBeKa.
HaBpikaMu morcka MEITUITMHCKON HHPOpPMAITNK B YI€OHOM, HAyYHOU TUTEpaType, B TOM YHCIIE C HCIIOJb-
30BaHMEM ceTd MHTepHeT; HaBbIKaMH MPEAICTaBICHUS U 00CYXIeHUS MeIUIMHCKON nH(popmarmu. bazo-
BBIMHM TE€XHOJIOTUSIMU TpeoOpa3zoBaHus HHPOPMAIMHN: TEKCTOBbIE, TAOJUYHBIC PEJAKTOPhI, TOUCK B CETH
HNuTepHer.
CamocTrosiTe1bHAs ayIMTOPHAs padoTa o0y4yalommxcs 1o Teme:
OTBeTHTH Ha BONIPOCHI 110 TeMe 3aHATHS.
Bomnpocsr myist cobecenoBanus:
['eHOM MUTOXOHIpUI.
Oco0eHHOCTH MUTOXOHIPUAIILHOTO HACIIEI0BAaHUSI.
DTHOJIOTHS U TATOTeHEe3 MUTOXOHIPUAIbHBIX 3a00I€BaHUIA
Knaccudukanus MUTOXOHIPUIBHOMN MMaTOJIOTHH.
OcHOBHBIE KJIMHUYECKHE MTPOSBICHUS MUTOXOHPUATHHBIX 3a00ICBaHMIA.
OcHOBHBIC KJIMHUYECKHE TPOSIBICHUSI MUTOXOHJPUAIBHBIX CHHAPOMOB U OoJie3Hel (aTpodus
JIVICKOB 3pUTEHLHBIX HEPBOB Jlebepa, curpom Jlesi, MUTOXOHApUAIbHBIC ITUTONATHH).
Knunnueckuit monuMop@usm 1 ero Npu4IUHbI, THOMHBII UIMIIPUHTHHT.
IIpakTHyeckas padora.
Pabora 1. CTpoeHue MUTOXOHAPHIA.
Llenv pabomul: I3yunTh 0COOEHHOCTH CTPOEHUSI OPTaHOUAA.
Hapucyiite u B paboueil TeTpaau NOJMUIINTE CTPYKTYPHbIE 3JIEMEHTHI MUTOXOHJIPHH.

Boinonnenue pabotel BeeTcs B popMe 00CYKISHUS BMECTE CO CTYA€HTaMU UMEIOUINXCS JaHHbIX.

Pabora 2. CTpyKTypa MUTOXOHAPUAIBHOI0 F€HOMA.

Llenv pabomur: U3ydnuTh CTPYKTYPY MUTOXOHIPUAIBHOTO T€HOMA, €r0 OTJINYHUS OT siAepHoro. Mcnonb3ys
MIPEIOKEHHYIO CXEMY, TPOAHATM3UPYHTE OpraHU3alMo TeHOMa MUTOXOHIpui. [lepepucyitte nannyro
cXeMy B pabo4ylo TeTpaib.
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Bemummre TeTpaab GyHKIMHA TPOAYKTOB AKCIPECCHH BCEX YKA3aHHBIX T€HOB M PETYISTOPHBIX 001a-
CTEN.
Boinonnenue pabotel BeneTcs B popMe 00CYKIASHUS BMECTE CO CTYACHTaMU UMEIOUINXCS JaHHbIX.

Pa6ora 3. MUTOXOHAPUAIBLHBII THII HACTEIOBAHMSI.

Lenv pabomuwi: VI3yunuTh OCHOBHBIE XapaKTEPUCTHKHU JaHHOTO THUIIA HACIICIOBAHMUSI.

[Ipoananu3upyiite poIO0CIOBHYIO, OMIPEACIIUTE XapaKTEPHbIE OCOOEHHOCTH, IEMOHCTPUPYIOIINE MUTO-
XOHJIpHANIbHOE HACJIeI0OBaHUe 3a00IeBaHMUS.

[lepenecure B pabouyto TeTpaab 1aHHYIO CXEMY.

Cxema. MUTOXOHIpHAIbHBINA TUIT HACIEAOBAHMUS.
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OTBeThTE Ha CIENYIOLINE BOIIPOCHI:
BcerpeyaemocTh npr3Haka B MOKOJIEHUSX ?

3a0051eBaeMOCTb CPEA MY>KUHMH U SKEHIINH?
Hanuuue npusnaka y aereit 601bHOr0?
Hanuuue npusnaka y nereit 601pHON MaTepu?
BeposTHOCTB Hacie0BaHus y 1€BOYEK?

Brinonaexnue pa6OTBI BCACTCA B (bopMe O6CY)K,[[CHI/I$I BMECTC CO CTYACHTAMU HMCIOHIUXCA NAHHBIX IIO
MHUTOXOHAPHUAJIBHOMY TUITY HACJICOBAHUA.

Pabora 4. MuTOoXOHApPHAIbHAS NIATOJIOTHS.

Lenv pabomei: I3yunth Hanbosee pacnpocTpaHEHHbIE 3a00JI€BaHUs, CBA3aHHBIE C MUTOXOHIPHAIBHBIM
TUIIOM HacjenoBaHus. Vcnomib3ys nanHble pedepaTuBHBIX COOOLICHHM, pa3o0paTh reHeTHYeCKUe Mexa-
HU3MBI U OCHOBHBIE KIIMHUYECKUE CUMIITOMBI MUTOXOHIPUAIbHOU I1aTOJIOTUH.

HCpCHCCI/ITe B pa60qy10 TETpadb U 3alIOJIHUTEC CIICAYIOIIYIO Ta6HI/II_Iy.

3aboneBaHue KAnHn4yecKaa xapakTepucTmka Tun HachepoBaHUA

ATpoduA AUCKOB 3pUTENBbHBIX
HepBoB Jlebepa
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CuHapom Jlea

Brimonnenue paboTsl Benetcst B hopMe 00CYXISHHS BMECTE CO CTYACHTaMU MMEIOIIUXCS TaHHBIX T10
MUTOXOHIPUAJIBHON ITaTOJIOTUU.

3.Pemuth cUTyaliMOHHbIE 3a1a4H.
Y4eOHBIM IIAHOM HE TIPEyCMOTPEHO.

3aganus A9 rpynnoBoi padoTsl.
Y4eOHBIM IJIAHOM HE MPEAYCMOTPEHO.
CamocTtosiTeIbHAs BHeayAUTOPHasi paboTa 00y4alouuxcs Mo Teme:
3aoarnus ons camocmoamenbHoU 8HeayOUMopHOU pabomvl CMYOeHmMOo8 No YKA3AHHOU meme:
1) O3HaKOMUTBCS C TEOPETUUECKUM MATEPUAJIOM 10 TEME 3aHATHUSA C UCIOJIb30BAHUEM KOHCIIEKTOB JIEK-
U W/WIH peKOMEHTyeMO# yueOHOI TuTepaTyphl.
2) OTBeTUTH Ha BOMIPOCHI JJIsl CAMOKOHTPOJIA:
['enom MuTOXOHApHIA.
Oco0eHHOCTH MUTOXOHIPUAIILHOTO HACIIEI0BAaHUSI.
OTHOJIOTHS U TATOre€HE3 MUTOXOHPUAIbHBIX 3a001€BaHUM
Knaccudukanus MUTOXOHIPUILHOM MMaTOIOTUH.
OcCHOBHBIC KJIMHUYECKHE TIPOSIBICHUSI MUTOXOH/JPUAIBHBIX 3200JIEBaHUHA.
OcHOBHBIE KJIMHUYECKHE MTPOSBICHUS MUTOXOHPUATBHBIX CHHIPOMOB U OoJie3Hel (aTpodust
JIUCKOB 3pUTENbHBIX HEPBOB JleOepa, cunapom Jles, MUTOXOHIpUaIbHbIE IUTONATUH).
Knunnueckuit monmuMop@u3M u ero NpuIMHbI, THOMHBIN UMIIPUHTHHT.
[TpoBepuTh CBOM 3HAHUS C UCTIOIB30BAHUEM TECTOBOI'O KOHTPOJIS (IPUBECTH TECTOBBIE 3ajaHMsl, OTBE-
Thl Pa3MECTUTh I10CJIE TECTOB).
1. Bvibepume necKoIbKo NpaguibHbIX OMEEemos.
VYKaxkuTe NPU3HAKH, XapaKTEPU3YIOIME MUTOXOHAPHUAIBHBIA TUIl HACIEJOBaHM: a) POAUTENIH pe-
OeHka (DEHOTUITMYECKH 3JI0POBBI, HO aHAJOTHYHBIC 3a00JICBaHUSI BCTPEUAIOTCS y CHOCOB mpobaHaa; 0)
ChIH HMKOI/IA HE HacjeayeT 3abojeBaHHE OT OTIa; B) OJMHAKOBO 4YacTO 3a00jeBaHHE BCTpeYaeTcs Y
MYXYUH U y JKEHILIUH; POAUTENN OOJIBHOrO pedeHKa 37J0pOBbI; I') 3a00JI€eBaHUE BCTPEYACTCS B KaXIOM
IIOKOJICHUH.
2. Bvibepume 0sa npasunvbhvix omseema.
OTHOJIOTMYECKUMHU (DaKTOpaMH MOHOTE€HHOM HAacCJIEICTBEHHOM MAaTOJIOrMM SBISIOTCS: a) MEPEeHOC
y4dacTKa OJIHOM XpoMOCOMBI Ha Ipyryto; 0) usmenenue crpykrypsl JJHK; B) B3aumoneiictBue reneruye-
CKHX U CPEOBBIX (PAKTOPOB; T') MyTallUU T'€HOB; 1) JeJIelHsl, IyIUINKALHs, TPAHCIOKalUs y4acTKOB XpoO-
MOCOM.
Omeem:1 —06), B), T); 2—0), ).
[TonroToBuTh pedepar 1no caeayrnuM TeMam:
Cunapowm Jles (mogoctpasi HEKpOTU3HPYIOIIas YHIE(HATOMUOTIATHS ) K MyTaIlUH
IUTO-XPOM C-OKCHJa3bl.
ATpodust TuckoB 3puTeNbHBIX HEpBOB Jlebepa.
Cunnpom MELAS.
[ToaAroTOBUTH AaHHOTAIIMIO HAYYHOW CTAThU O TEME.
Y4eOHBIM IJIAHOM HE MPEAYCMOTPEHO.
BoinonHuTh Apyrue 3aganus, Mpe1ycMOTpEeHHbIE paboyell mporpaMMmoi 1o
qucuminHe. B paboueil Terpaan 3anoiaHUTh TEPMUHOIOTHUECKUN CI0BApPh.

Tepmun

MuToXoHIpHAIbHOE HACIICIOBAHHUE —



HacnenoBanue marepuHckoe —

I'omomnasmus —

I'eTepornazmus —

PerutekatuBHas cerperauus —

D¢ dekT OyTHIIIOUHOTO TOPJIBIIIKA —

Pa3znen 4. XpoMocomMHasi maToJI0rusl.
Tema 4.1. O01mas XapaKTepucTHKAa XPOMOCOMHOI NATOJIOTHH.

Henpb: M3yunTh TUIIBI XpOMOCOMHBIX MYTallMi, 3THOJIOTHIO, IATOI€HE3 U KIIMHUYECKYIO KApTUHY
HauboJee YacTo BCTPEUYAIOUINXCS XPOMOCOMHBIX CUHIPOMOB.
3agauu: PaccMOTpeTh OCHOBHBIE TEPMHHOJIOTHYECKHE MOHITHUSI XPOMOCOMHBIX Oose3Hel, 00y-
YUTh CTYJCHTOB NMPUMEHEHHIO IIUTOJIOTMYECKUX METOAOB JUIsl ONpENeJIEHUs] pUCKa MOSBJICHUS JIeTel ¢
XpOMOCOMHOM maTonorueit (maTepdasHeiii 1 MeTadasHblii METOIBI).
OOyuaromuiicsi 10J12KeH 3HATb.
Jlo nzydenus teMsbl (0a3uCHbIE 3HAHUS) — CTPOEHUE XPOMOCOM U METO/Ibl UX U3YyUEHUS; TUIIBI XPOMO-
COMHBIX MYyTalWM.
[Tocne n3yueHus: TeMbl — MEXaHU3MbI BOSHUKHOBEHHSI XPOMOCOMHBIX MyTallUuii B IEPUOJ] FraMETOreHe3a
U UX MOCJEJCTBHS; KIACCU(PHUKALMIO XPOMOCOMHOM MaTOJOTHH; STHOJIOTHIO, KIMHUYECKUE MPOSBICHUS
HauboJIee YacTo BCTPEYAIOLINXCS XPOMOCOMHBIX CHH/IPOMOB.
OOy4yaromuiics 101KeH yMeETb.
OnpenensaTh TUIT XPOMOCOMHOM MyTanuu 1o ¢ororpaduu ¥ Mo MUKpOIpenapaTy KapuoTHIla YeJI0BeKa.
OnpenensaTs THMBI FraMeT, 00pa3yIOLIMXCS MPHU Pa3IMYHBIX XPOMOCOMHBIX MyTalMsx. Pemare 3a1aun Ha
OIIPEZICIICHUE BEPOSATHOCTH MOSIBIICHUS ITaTOJIOTHH B 3aBUCUMOCTH OT TUIIA XPOMOCOMHOM MyTtanuu. IIpa-
BUJIbHO MCIIOJIb30BaTh COOTBETCTBYIONIYIO TEPMUHOJIOTHIO.



OOyuaromuiicsi 10J17KeH BJIaeTh.
Mennko-61M0I0THYEeCKUM MOHATUHHBIM armaparoM. MeTtogaMu U3y4eHUsl HacJIeCTBEHHOCTH YellOBeKa.
HaBpikaMu norcka MEITUITMHCKON HHPOpMAITUHU B Y4eOHOM, HAyIHOH TUTEpaType, B TOM YHCIIE C UCIIOb-
30BaHHEM ceTu VIHTepHeT; HaBbIKAMH TPEICTABICHUS W OOCYKACHHS MeauIMHCKON nHpopmammu. bazo-
BBIMH TE€XHOJIOTUSIMHU MpeoOpa3zoBaHus UHPOPMAIIMK: TEKCTOBbIC, TAOJUYHbBIE PEAAKTOPHI, TIOUCK B CETH
Nurtepner.
CamocrosiTe/ibHAs1 AyIMTOPHAs padoTa 00y4yaouuxcs mo remMe:
OTBeTUTH HA BONIPOCHI IO TeMe 3aHATHA.

Bomnpocs 1u1s cobecenoBanusi:

CtpykTypHO-(pyHKIMOHATFHAS OPTaHU3AIUST XPOMOCOM.

XpOMOCOMHBIE MyTallu. BUbl XpOMOCOMHBIX IEPECTPOEK.

[Tepronpl raMeToreHe3a U PUCK BOSHUKHOBEHHUSI XPOMOCOMHBIX MYyTallHi.

Knaccugukanus XpoMOCOMHO# NaTOJIOTUH MO THITY MYyTallHi.

Oco0eHHOCTH TTaTOTeHE3a XPOMOCOMHBIX OO0JIe3HEH.

OCHOBHBIC KITMHUYECKHE TTPOSBICHHUSI.

DTanbl ¥ BO3MOKHOCTH I/IHTep(l)aSHI)IX u MCTa(ba3HBIX OUTOI€HCTHYCCKUX METOAOB B I'CHCTHKE YCJIOBCKA.

IIpakTnyeckas padora.

Pabora 1. HapymieHusi HOpMaJIbHOT0 KAPUOTHIIA.
Lenv pabomwi: N3yunTh U3MEHEHUSI KApUOTHUIIOB MIPU HamOoJee paciIpoCTPAaHEHHBIX XPOMOCOMHBIX 3a-
OoneBanusx. [lo mpexacraBieHHsIM ¢oTorpadusM KapuoTuna OOJBHBIX C XPOMOCOMHOW MaTOJOTHEH
ONPEAEIIUTE TUIT XPOMOCOMHBIX MYTaIIHiA.
OtBeThTe B paboyeil TeTpaan Ha CIEAYIOIUE BOPOCHI:

Tur XpoMOCOMHOM MyTalUu.

MexaHu3M BO3ZHUKHOBEHUS MYTalLlMH.

HasBanue 3aboneBanus.

[ToBTOpHBIN pUCK pOKIEHUS OOIBHOTO peOEHKa B CEMbE.

[IpodunakTryeckue MEpOTIPUSITHS.
Brmonnenue paboTsl BeaeTcs B popMe 00CYk ACHHSI BMECTE CO CTYICHTAMU UMEIOIINXCS JAHHBIX IO
XPOMOCOMHOM NIaTOJIOTUH.

Pabora 2. HacieacrBeHHble 3200/1€eBaHUS, CBA3AHHbIE ¢ MUKPOCTPYKTYPHBIMHM HAPYIIEHUSIMU
XpOMOCOM.

Lenv pabomul: I3yunTh 0COOEHHOCTH KJIMHUYECKHUX MPOSBICHUN HACIEICTBEHHBIX 3a00JI€BaHUM, pa3BuU-
THE KOTOPBIX BBI3BAHO MUKPOCTPYKTYPHBIMU HapyuieHussMu. [lepenecure Tabnuiy B pabouyro TeTpaib.

HacnencrBennsie O6nacte mukpojene- | Yacrora B momyinsiiuu | OCHOBHBIE CHMITTOMBI
CHHJIPOMBI IIUHU WM TYTUTAKAIAN
XPOMOCOMBI
Mukpoaenenumn
Cunapom  Ilpanepa-| del(15)(ql1-13) 1:20 000-1:25 000 YMcTBEHHas OTCTa-
Bum B XPOMOCOME OT OTIIa JIOCTh, O)KUPEHUE,

MAaJICHBKHUEC KUCTHU U
CTOIIBbI, TUITIOTOHUA

Cunapom Amnrensma-| del(15)(ql1-13) 1:20 000 3HauNTEIIbHAS yM-
Ha B XpPOMOCOME OT Ma- CTBEHHAs OTCTAJIOCTh,
Tepu 3aJiepKKa peyH, aTak-
CHsI, IPUCTYIIBI CMEXa

Cunapom Bunbsimca | del (7)(q11.23) 1:20 000-1:50 000 YMcTBEeHHas oTcTa-

JIOCTb, cnernuduye-

CKOE JIMIIO, BPOXK/ICH-
HBIC TOPOKHU Cep/IIia

Cunapom Bonbda-| del(4)(p16) 1:100 000 ['unmorpodus, MHKPO-
XupuxopHa nedanus, BBICTYIIa-
IOLI[HE HaZOPOBHBIE
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IyTH, BBICOKHH 100,
SIUKAHT, NTO3, TH-
MEPTEIIOPU3M, KIJTFO-
BOBHJIHBI HOC, MUK-
pOrHATHS,  YMCTBCH-
Has OTCTAJIOCTh

Cungpom  Jlanrepa-| del (8)(q24) 1:30 000 YMcTBeHHAs oTCTa-
I'mneona JIOCTh,  XPSAILUEBBICIN-
30CTO3bI, CBOEOOpPA3-
HOE JTUIIO, TPYIIEBU/I-

HBII HOC
MHUKpOTYTUTHKAIHH
Cunapom Kopuenun | dup(3)(g25-929) 1:10 000-1:30 000 Huskuii pocr, muie-
ne Jlanre BbI€ MUKPOAQHOMAJIHUH,
MOPOKU Cep/Ilia, BbI-
paKeHHAss  YMCTBEH-
Hast OTCTAJIOCTh
Cunapom BeksuTta-| dup(11)(pl5) I'peika MYIOYHOTO
Bunemanna KaHaTHKa, MakKpo-

IJIOCCUSl,  THTAHTH3M,)
TUTOTJIMKCMHSI,  MUK-
poredanus, BpPOX-
JICHHBIC MTOPOKHU
BHYTPEHHUX OPraHOB

[To mpencraBneHHbM hoTOrpadusiM GOTBHBIX ¢ MEKPOXPOMOCOMOH MAaTOJIOTHEH OTPEICITUTE BEPOSITHBIHI
JINarHos.

Boinonnenue pabotel BeeTcs B popMe 00CYKIASHUS BMECTE CO CTYI€HTAMU UMEIOIINXCS JAHHBIX I10
XPOMOCOMHOM NaTOJOTHH.

Pabora 3. AHOMaJINH 11O NTOJIOBBIM XPOMOCOMAM.
Lenv pabomui: I3yunts nHTEpPA3HBIN METO/ TUarHOCTUKH XPOMOCOMHBIX 3a00JIeBaHUA.
[Tepenecure ciaenyronyro TabIUIly B pab0dyI0 TETPaib.

leHoTMn Aniue-| FeHotun  cnep- leHoTun 3uroTtbl | HasBaHMe cuH- | Yucno rabi-
Knetku  no no-| matosouga no | no NnonoBbIM | Apoma 6ok  nono-
NIOBbIM  XPOMO-{ NONIOBbIM ~ XPO-| XPOMOCOMaM BOrO XpO-
comam MOCOMaM MaTUHa

XX X

0 X

XX y

0 y

3.Pemuth cUTyaliuOHHbIE 321a4H.
Y4eOHBIM IIAHOM HE TIPEyCMOTPEHO.

3aganus A9 rpynnoBoi padorsl.
Y4eOHBIM IITAaHOM HE MIPEAYCMOTPEHO.
CamocTtosiTeIbHAs BHEAYAUTOPHasi padoTa 00y4aloIuxcs Mo Teme:
3aoanus ons camocmosamenbHoU 6HeayOUMopHOU pabomvl CMYOeHmMO8 NO YKA3AHHOU meme:



O3HaKOMUTBCS ¢ TEOPETUYECKUM MATEPHUAIIOM T10 TEME 3aHATHUS C UCIIOJIB30BAHUEM KOHCIIEKTOB JICK-
AN W/ PEKOMEHIyeMON Y4eOHOH JTUTepaTypHI.
OTBETUTH Ha BOIIPOCHI JUI1 CAMOKOHTPOJIS:
CtpykTypHO-(pyHKIMOHATFHAS OPTaHU3AIUSI XPOMOCOM.
XpOMOCOMHBIE MyTalui. BHIIBI XpOMOCOMHBIX IEPECTPOCK.
[Tepronpl rameToreHe3a U pUCK BOSHUKHOBEHUSI XDPOMOCOMHBIX MYTAaIIUi.
Kraccudukarus XxpoMOCOMHON ATOJIOTHH 10 TUITY MyTallnH.
Oco0eHHOCTH TTaTOTeHe3a XPOMOCOMHBIX 00JIe3HEH.
OCHOBHBIC KITMHUYECKHE TIPOSBICHHUSI.
DTtansl ¥ BO3SMOKHOCTU MHTEP(a3HBIX U MeTa(pa3HbIX IUTOTCHETHYSCKUX METO/IOB B TEHETHKE YEIOBEKA.
[IpoBepuTh CBOM 3HAHUS C UCIIOJIB30BAHUEM TECTOBOTO KOHTPOJIs (IPUBECTH TECTOBBIC 3aaHUsl, OTBE-
Thl Pa3MECTUTh I10CJIE TECTOB).
1. Bvibepume 06a npaguibHbix 0meemos.

Kaxkue BuibI XpOMOCOMHBIX aHOMAJIMI HE BCTPEYAIOTCS Y dKUBOPOXKJIEHHBIX: a) TPUCOMUU T10 ayTO-
comam; 0) TPUCOMHHU TIO TMOJOBBIM XpOMOCOMaMm; B) MOHOCOMHUH IO ayTOCOMaM; I') MOHOCOMHHU MO X-
XPOMOCOME; ) HYJUTUCOMUS 110 X-XpPOMOCOME.

2. Bvibepume 06a npasuibHulX omeema.

Kakue mMyTamuu OTHOCATCS K TECHOMHBIM: a) WHBEPCHH, TPAHCIOKAITUH, TYTUTUKAIIUH, ICICIHH; 0)
MOJIUTUIOUINH, aHEYIIJIOUINU; B) TPUIUIOUINH, TETPAIUIOUIUH; T) BHYTPUXPOMOCOMHBIE M MEXKXPOMO-
COMHBIE ITEPECTPOUKH.

Omeem:1 —B), n); 2 — 0), B).
[ToaroroBuTh pedepat Mo clieayoInuM TeMam:
MukpouunupoBanue. [ [puHIMIIBI TEXHOIOTUH UCTIOIB30BAHUS OUOTOTHYECKUX
MHUKPO-YHIIOB.
Orryeckue mpoodIeMbl TPOGUIAKTUKH, JTHATHOCTUKH U JICUSHUST XPOMOCOMHBIX
0one3-Heil.
[ToAroTOBUTH aHHOTAIMIO HAYYHOU CTAThU IO TEME.
Y4eOHBIM IJIAaHOM HE TTPETYCMOTPEHO.
BreinmonHuTh Apyrue 3aganus, Mpe1ycMOTPEHHbIE padoyell mporpaMMoi 1o
qucumvHe. B paboueil TeTpaan 3amoMHUTh TEPMUHOJIOTHUECKUN CIOBAPb.

Tepmun

WuTepcTuninanbHas aenenus —

TepMuHanbHas aenenus —

HNxoxpomocoma —

[Tapauentpuueckast ”HBEpCUS —

[lepuneHTpuueckas MHBEpCUs —

PobGeprcoHoBcKkast TpaHCIOKAIUS —

Mo3zauimsm —

Aneymiouaus —



THonmumnonaus —

Bpaxunedanus —

ONUKaHT —

Makpornoccust —

Kiaunopaxktunus —

Mukpouun —

Paznen 4. XpoMocomMHasi maToJI0rusl.
Tema 4.2. Xpomocomuas natoJiorusi. Knuuunueckue popmsi.
Heab: M3y4nTh TUIIBI XPOMOCOMHBIX MYTallUi, 3THOJIOTHIO, TATOT€HE3 U KIMHUYECKYIO KapTUHY
Han0oJIee YaCTO BCTPEUYAIOIIUXCS XPOMOCOMHBIX CHHIPOMOB.
3agauu: PaccMOTpeTh OCHOBHBIE TEPMHUHOJOTHYECKHE MOHSITHS XPOMOCOMHBIX Oosie3Hel, o0y-
YUTh CTYACHTOB MPUMEHEHHUIO ITUTOJIOTHUYECKUX METOJIOB ISl OMpPEACNICHUs] TUIIA XPOMOCOMHBIX MYyTa-
U, pa300paTh OCHOBHBIC CHHIPOMBI ITPH JTAHHOW MATOJIOTHH.
OOyuarouuiicsi 10J17KeH 3HATh.
Jlo nzydenus TeMbl (0a3uCHBbIC 3HAHUS) —CTPOCHHUE XPOMOCOM M METOJIbI MX U3YUEHUS; TUIIBI XPOMO-
COMHBIX MYyTallUH.
[Tocne nzydyeHus: TeMbl —Me€XaHU3Mbl BOSHUKHOBEHHSI XpPOMOCOMHBIX MYTAIlMi B MEPUOJ TaMETOrE€HE3a
U WX TIOCJIEJICTBUS; KJIACCU(PHUKAIIUIO XPOMOCOMHOM MATOJOTHHU; STUOJIOTHIO, KIMHHYECKUE TIPOSIBICHUS
HanboJIee YacTo BCTPEUAIOUINXCS XPOMOCOMHBIX CHHIPOMOB.



OO0y4aromuiicst 101KeH yMeTb.
OnpenensTh TUIT XPOMOCOMHOM MyTanuu 1o ¢otorpaduu ¥ Mo MUKpOIpenapaTy KapuoTUIla 4eJ0oBeKa.
OnpenensTh TUIBI TAMET, 00PA3YIONINXCS MPU Pa3IUIHBIX XPOMOCOMHBIX MyTanusax. Pemars 3amaun Ha
OnpeJieJICHUE BEPOSITHOCTH MOSBJICHUS AaTOJIOTUH B 3aBUCUMOCTH OT TUIIA XpOMOCOMHOM MyTanuu. [Ipa-
BUJIBHO MCIIOJIB30BaTh COOTBETCTBYIOILYIO TEPMUHOJIOTHIO.
OOyuaromuiics 10JKeH BJIAJAETh.
Menuko-010JIOrHuecKuM MOHSATUHUHBIM armapaToM. MeTtogaMu M3y4yeHus HaclIeICTBEHHOCTH YEJIOBEKa.
HaBbikamu novcka MeIUIIMHCKOM nHOopManuu B yueOHOM, HAyYHOU JIUTEepaType, B TOM YUCIE C UCIOJIb-
30BaHueM ceTH MHTepHeT; HaBbIKaMU MPEACTaBICHUS U 00CYXIEeHU MeIUIMHCKON nHpopmanuu. baso-
BBEIMH TEXHOJIOTHSIMU TpeoOpa3oBaHusi HHPOPMAIUHU: TEKCTOBbIC, TAOJUYHBIC PEJAKTOPHI, TONCK B CETH
Nurtepner.
CamocrosiTe/ibHAs1 AyIMTOPHAsA padoTa 00yyalouuxcs 1mo remMe:
OTBeTUTH HA BONIPOCHI IO TeMe 3aHATHSA.
Bomnpocs! myist cobeceoBanus:
[Ipoctbie BapuaHThl ayTocOMHBIX TpucoMuid. Cunapomsl: [layna, [laray, DnBapaca.
Mo3zanuusm.
CuHzpoMBbl, 00YCIIOBICHHBIE CTPYKTYPHBIMU NiepecTporikamu. CHHIIPOMBI:
Bonbda-XupuxopHa, «KOIIauybero Kpukay.
Hapymienus B cucteme mosioBbix xpomocoM. Cunapomsl Knaitndensrepa,
[[IepemeBckoro-Tepuepa, Tpurino-X.
IIpakTHyeckas padora.
PatGora 1. ®eHoTNINYECKUE U3MEHEHHUS NPU FeHHbIX 3200/1€eBAHUAX.
Lenv pabomwi: 3yanth GEeHOTUITMICCKIE U3MEHEHUS TIPH HanOOJIee PacpoOCTPAaHCHHBIX XPOMOCOMHBIX
3aboneBanusx. [lo mpeacrasienHsiM QotorpadusiMm OOJIBHBIX ¢ XPOMOCOMHOM MAaTOJOTUEN OMpPEAeIInTe
3a00J1eBaHUS.
OTtBeThTe B paboyeil TeTpaan Ha CIEAYIOLUE BOIIPOCHI:
HazBanue 3a6oneBanus.
DeHOoTUNUYECKHe MPOSIBICHUS (TEPMUH U €T0 OMpPEeeICHUE).
MeTtoabl TUarHOCTUKH.
Meroabl nedeHus.
Brmonnenue paboTel BeieTcs B popme 00CYKACHHS BMECTE CO CTYICHTAMU UMEIOIINXCS JAHHBIX T10
XPOMOCOMHBIM 3200JI€BaHUSIM.

3.PemmnTh CUTyalMOHHBbIE 3aa4H.
Anroput™m pazbopa 3a1ay:
ITocTaBbTe peaBaPUTEIBHBIN
JUArHo3. 3alUIINTe KapUOTHIL.
KakoB MexaHH3M BO3HUKHOBEHHUS 3TOI0 3a00JI¢BaHM?
Kakoli 0CHOBHOM METOJ THAarHOCTHKH YTOT0
3aboneBanusi? Hanpapnenus neueHus?
[Tpumep 3a1aum ¢ pa300pOM TIO ANTOPUTMY.
[Tpu BHELTHEM OCMOTpE MallbuuKa 3-X JIeT Bpau ONpeAeNuI Haarnurue Opaxuiiedanuu, MOHTOJIOUHTO
pa3pesa ria3, SUKaHTa, AeQopMaIliy YIIHBIX PAKOBUH, MAKPOTIOCCUU, KITMHOJAKTUIIHS Ha KUCTSIX.

Pemenne:
CunapoM Tprucomui 1o 21 XxpoMocoMme.
47 XX (+21), 47 XY (+21)
[uToreneTnyeckuii METOL
Hepacxoxnenue XxpoMocoM B Meio3e
CuMIToMaTHYECKOE, XUPYPTrUUYECKOE JIEUEHUE.

3agaum 17151 CaMOCTOATENBHOTO pa3dopa Ha 3aHIATHH.



3amaua 1. B cembe y 310pOBBIX poauTenei poauics 60asHO0#M pedeHok. Bec nmpu poxkaeHuun — 2 Kr,
OKPY’KHOCTb Uepera yMEeHbIIIEHa, 100 CKOIIEHHBI U HU3KH, IBYCTOPOHHUE PACILEINHbI BEpXHEH Iry0bl

Heba, HU3KO pacloyloKeHHbIE U 1e()OPMHUPOBAHHBIE YIIIM, HA 00euX pykax — nonuaakTuiaus. IloctaBbre
NpeIBapUTENIbHBIA TUarHo3. 3anuimuTe Kapuotur. Kakoii OCHOBHON METOA JMAarHOCTUKH 3TOro 3aboie-
BaHus? KakoB MexaHu3M BO3HMKHOBEHUs 3Toro 3abosnesanus? Hanpasienus nedeHus

3anava 2. Y myxuusbl B 70% KIETOK SMUTENUS CIU3UCTOMN IEKU OOHAPYKEHO 2 TIBIOKU MOJIOBOTO XPO-
MaTtuHa. [loctaBbTe npenBapuTeNbHbIN AUMarHo3. 3anumure kapuotun. Kakoil OCHOBHOM MeTOoJ AuarHo-
CTHKHU 3TOro 3aboneBanusi? KakoB MexaHM3M BO3HHMKHOBEHMs 3Toro 3aboisieBanusa? HampasneHus nede-
HUS

3aganus AJ151 rPyNnoBoi padoThbl.
VY4eOHBIM IJIAHOM HE MPEyCMOTPEHO.
CamocTosiTeJibHAsi BHEAYIUTOPHAsA pa0doTa 00y4yaromuxcsi o reme:
3aoanus ona camocmoamenbHoU 8HeayOUMopHoU pabomuvl CMyOeHmMO8 NO YKA3AHHOU meme:
1) O3HaKOMHUTBCS C TEOPETUUECKUM MaTepUaIoM MO TeMe 3aHATHUS C UCTIOIb30BAaHMEM KOHCIIEKTOB JICK-
UH /WK PeKOMEHTyeMOl y4eOHOM TuTepaTyphbl.
2) OTBeTUTH Ha BOIIPOCHI JIJIsl CAMOKOHTPOJIS:
[IpocTeie BapuaHThl ayTOCOMHBIX Tpucomuii. Cunnpomsl: Jlayna, [latay, DnBapaca.
Mozaummsm.
CunapoMsbl, 00yCIIOBIEHHBIE CTPYKTYPHBIMU NiepecTpoiikamu. Cunapomsel: Bonbga-XupirxopHa,
«KOIIAYbero KPUKay.
Hapymenus B cucreme nmonossix xpoMocoM. Cunapomsl Knaitngenstepa, [llepermesckoro-
Tepuepa, Tpumio-X.
[IpoBepuTh CBOU 3HAHUSA C UCTIOJIB30BAHUEM TECTOBOTO KOHTPOJIS (IIPUBECTH TECTOBBIC 3a/IaHUS, OTBE-
ThI Pa3MECTUTh MOCJE TECTOB).
1. Bvibepume 00uH npasuibHbili 0meem.

VYkaxuTe U1l KAKOT0 XpOMOCOMHOTO CHH/IPOMa XapaKTepeH Habop CHMIITOMOB, BKITFOYAIONIUX yM-
CTBEHHYIO OTCTaJIOCTh, JoJuXxoledanuio, 1ehOopMUpPOBAHHbIE YIIHbIE PAKOBHUHBI, (DIEKCOPHOE IOJIONKE-
HUE TANbIIEB PYK, BPOXKIACHHBINA MOPOK cepila: a) CHHApoM DaBapiaca; 0) cunapom Ilartay; B) cuHIpom
JayHa; T) cuHApOM "KOIllaybero Kpuka'.

2. Buvibepume o0un npagunvhuiii omeem.

Kakue MyTanuu OTHOCSTCS K T€HOMHBIM: a) WHBEPCHH, TPAHCIOKAINH, AYTUIUKAINH, AETCeIHH; 0)
MOJIUTUION/TNH, aHEYIUIOWINH; B) TPUILUIOHIIUH, TETPAILIOWINH; T) BHYTPHXPOMOCOMHBIE M MEXKXPOMO-
COMHBIE MEPECTPOIKH.

Uro sBiseTcsl BEIyNIMM B KIMHUYECKOM MPOSBICHHH XPOMOCOMHBIX OOJE3HEHl: a) 3ajaepiKka B
MICUXMYECKOM Pa3BUTHH Y JAETel MIAAIIEro BO3pacTa M YMCTBEHHAs OTCTAJIOCTh y JIETEHl CTapIlero Bo3-
pacta; 0) HapyuieHHne (GU3MUECKOTO Pa3BUTHS; B) CHCTEMHOCTh MOPAXKEHUS; T') HapYyIIeHHE YMCTBEHHOTO
Pa3BHUTHS B COUYCTAHUH C TOPOKAMHU PA3BUTHS M MUKPOAHOMATHSMH Pa3BUTHSL.

Omeem:1 —a); 2 —1).
[ToaroroBuTh pedepat Mo CleqyImUM TEMaM:
Cungpowm JlayHa. DTHONOTHS, TATOT€HE3, KIMHUKA, THArHOCTUKA, PUHIIUIIBI JICUCHHUS.
Cunapom DaBapzaca. DTHOJIOTHS, TATOT€HE3, KIIMHUKA, IMarHOCTUKA, TPUHIIUIIBI JICUCHHUS.
Cunnpowm Ilatay. DTronorus, naroreses, KIMHUKA, TUATHOCTUKA, TIPUHIIAITHI JICYCHHUS.
CHHIPOM «KOIIAYbEro KpUKay. ITHOJOTHUS, MATOr€He3, KIMHUKA, TUarHOCTUKA, IPUHIIMIIBI Jeue-
HUSAL.
Cunnpom Bonbda-XupuixopHa. ITHOIOTHS, TATOTeHe3, KITUHUKA, TUarHOCTUKA, TPUHIIUIIBI Jie-
YCHMUS.
Cunnpom KnaitHdenbrepa. DTHONOTHSI, TATOTEHE3, KJIMHUKA, TUATHOCTHKA, TIPUHIIUTIBI JICUCHUS.
Cungpom llepemeckoro-TepHepa. DTHon0rus, NaTOreHes3, KIMHUKA, TMarHOCTHKA, PUHIIUIIBI
JICUCHHS.
[ToaAroTOBUTH AaHHOTAIMIO HAYYHOM CTATHU 110 TEME.
Pa3nen 4: XpomocomHasi naToJiorus.
Tema 4.3. Bpo:kneHHbIe IOPOKH PA3BUTHS.



Heab: U3yunth 3THONIOTHIO, MEXaHU3MBI (DOPMHUPOBAHUS U OCOOEHHOCTH KIMHUYECKHUX MPOsBIIE-
HUN BPOXKICHHBIX TMOPOKOB Pa3BUTHS, WX KIACCU(PUKAIMIO U METOAbl NUAarHOCTUKU. Hayuutbes mpa-
BWJIBHO UCIIOJIB30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO.

3agaum: PaccMOTpeTh OCHOBHBIE TEPMHUHOJIOTMUECKHUE MOHSTHUSI TEPATOJOTUHU, BPOXKIECHHBIE I10-
poku pazsutus (BIIP), manbie anomanuu passutus (MAP), teparorenusie ¢axTopsl, cpopMUpOBaTH
HaBbIKM N0 NPUMEHEHUIO N'€HETUYECKHX METOJOB AMArHOCTUKH BPOKJIECHHBIX MOPOKOB pPa3BUTHS, H3Y-
YUTh METO/bI MPOPUIAKTUKY BPOXKICHHBIX TOPOKOB PA3BUTHSL.
OO0yuaromuiicsi 10J17KeH 3HATh:

Jlo nzydenus TeMbl (6a3ucHbIEC 3HAHUSA) — TEOPETUUECKIE OCHOBBI MyTareHes3a 1 CTaJuu SMOpHOHAIIb-
HOT'O Pa3BUTHS YETIOBEKA;

[Tocne u3ydeHus TeMbl — OCOOEHHOCTH KJIMHUYECKUX MPOSIBICHUN BPOXKICHHOW IMaTOJIOTUH, OOIIHe
MPUHLUIIB KJIMHUYECKON AuarHocTuku BIIP, mpuYMHBI NPOMCXOXKAEHUS M JAMATHOCTUYECKYHO 3HA4M-
MOCTh MOP(OT€HETHYECKUX BAPHAHTOB, 3HAYCHUE M OCHOBBI KIIMHUKO-TEHEAJOrMYECKOTO U IIUTOT€HETH-
YECKOI'0 METOMO0B JUIs AMarHoctuku BIIP.

Oo0yuarommiicsi 10J15KeH YMeTh:

Boissiste BIIP, pacnioznaBats otnuuutenbHbie ocooennoctu BITP u MAP, nuarHoctupoBath BpOXKACH-
Hble MOP(GOTreHEeTHYEeCKHE BapUAHTHI, MPABUIBLHO MCIOJIb30BaTh COOTBETCTBYIOIIYIO TEPMUHOJIOTHIO MPU
OTMCaHWH KJIMHUYECKON KapTUHBI (PeHoTura) 60I6HOTO.

Oo0yuaromuiicsi 10J17KeH BJIa1eTh:

ba3oBbIMU TEXHOJIOTUAMHU MPe0Opa3oBaHus MH(POPMALMU: TEKCTOBBIEC, TAOJIMUYHbBIE PEAAKTOPHI, IIOUCK B
cetu MuTepHer. HaBblkamu moricka MeTUIIMHCKOM MHGOpMauu B yueOHOM, HAYYHOU JIUTEpaType, B TOM
YHClie C UCMOJIb30BaHUEM ceTu VHTepHeT; HaBbIKaMU IMPEACTaBICHUS U OOCYKIEHUS MEAUIIMHCKOW HH-
dbopmanuu, MEITUKO-OMOIOTUYECKIM MOHATUIHBIM aImapaToM, METOJaMU H3y4YeHHs HaCIeJICTBEHHOCTH
4eJI0BeKa, HaBbIKaMH MUKPOCKOITMPOBAHUSI.

CamocrosiTesIbHASA ayiMTOPHAst padoTa 00y4aloIMXCs 110 TeMme:

OTBeTHTH HA BONPOCHI IO TeMe 3aHATHUS.
Bomnpocs! 11 coGeceioBanus:
[ToHsiTHE BPOXKIEHHOTO, CEMEHOTO U HACJIECTBEHHOTO 3a00JI€BAHHUS.
I'eHeTHuecKue U BHEIIHUE CPEIOBbIE MPUUMHBI TepaToreHesa. TeparoreHHble GakTOpbI CPEIbI.
[TonsiTre BpoxxaeHHOro nopoka pa3sutus (BIIP) u mansix anomanuii pazsutus (MAP).
Posb TpaHCKPUIIIIMOHHBIX (DaKTOPOB B MpOLECCaX pa3BUTHS, CeMecTBA IMOPUOHATILHBIX T€HOB.
Knaccudukanus BITP.
Kputnueckue neprosl pa3BuTHsl.
[ToHsTHE TEPATOreHHOIO TEPMUHALMOHHOTO IIEPUO/IA.
Huarnoctuka BIIP. Mcnonb30BaHne KIIMHUKO-TEHEATOTHYECKOr0 MeTo1a B AuarHoctuke BIIP.
IIpakTnyeckas padora
Patora 1. Ilpusnaku nusmopgorenesa.
Llenv pabomul: I3ydnTh 4acTO BCTpEUaIOLIMECs B KIIMHUYECKOH npakTike MAP.
Ompenenuths mpU3HaKK au3MopdoreHesa npu HamOosiee yacto BeTpeuaromuxcs BIIP, mo ¢ororpadusm
OO0JIbHBIX.
3anoJIHATh B TETPAAU TEPMHUHOJIOTUYECKHUN CIIOBAPb.
Beimonnenue paboTel BBeAeTcs B (opMe 0OCYKIEHHS BMECTE CO CTYJEHTAMU MMEIOLIUXCS TaHHBIX I10
BPO’KJCHHBIM IIOPOKaM.
Padora 2. OnpenesieHne KpUTHYECKUX TEPMUHALMOHHBIX NIEPHO/IOB.
Lenv pabomul: I3yunTh BO3MOKHOCTH ONPEIEIICHNUS KPUTHUECKUX MEPUOAO0B MPHU BO3IEHCTBUU HEKOTO-
PBIX JIEKAPCTBEHHBIX CPECTB HA Pa3IMUHBIX CTaIUAX SMOpPHOTreHesa.
Onpenenutpb npeaeabHble CPOKH JIEHCTBUSL MATOTEHHBIX (AaKTOPOB, CIIOCOOHBIX MPHUBECTH K (OPMUPOBA-
HUIO TOPOKa pa3BUTHS, UCMONb3Ys TaOJIMIly TEpPATOr€HHBIX TEPMHHALMOHHBIX nepuoaoB U BIIP ¢ yka3za-
HUEM MPEJeNIbHBIX CPOKOB JICHCTBUS NMATOT€HHBIX (DAKTOPOB U TAONHUILy TEPATOTC€HHOCTH JEKapCTBEHHBIX
IIpEenapaToB.



Tabn.TepaToreHHbIETEpPMUHAIIIOHHBIE TIEPHOJIBI.
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Tabn. TepaToreHHOCTH JIEKAPCTBEHHBIX MPENapaToB.

IIpenapar IddexT

Terpauukiua ['nnonmasus 1 U3MEHEHUeE 1IBETa SMaIH

CrpenToMuIH [Toreps cnyxa npu ATUTEIBHOM BO3JIEHCTBUN

DeHuTONH 3anepkKa BHYTPUYTPOOHOIO pa3BUTHS, YMCTBEHHAs OTCTAIOCTh, MUKPOIE-
(anusi, Bpo’KJIEHHbIE TOPOKH CepAla

Kapb6amazenun Hedext HepBHO# TpyOKH (1%), MUKpoLiedanys, TMIoIIa3us HorTeu

Banbnpoesas k-ta

Jedext HepBHOI TpyOKH

Tpumeraanox 3anepKka BHYTPUYTPOOHOTO pa3BUTHS, pacilesiHa I'yObl U/UiIi Heba, MUK-
pouedainusi, yMCTBEHHasl OTCTAJIOCTh, JIUIEBbIE U JP.

Janazoun Bupunuzanus )KeHCKUX TI1010B
IIcuxoTponHbie

Jutui Bpoxnennsie nopoku cepana, [{THC anomanuu
[Ipoune

Tanuoomun ITopoku KOHEYHOCTEH, yXa, BpOXKIACHHBIE IIOPOKU CepALa

Buramun A (peru-
HOJT)

MuxpoTusi, MUKpO(pTaIbMUS, paciienuHa ryobl u/uiu Heba

N3orpernHonH MukpoTusi, MUKpodTaaIbMus, paciieanHa ryosl /i HeOa, BPOKISHHBIE
IIOPOKU cepaua
MuszonpocToa PenykiimoHHbIe TOPOKU KOHEYHOCTEHN, apTPOTPHUITIO3, BPOKIECHHbBIE TIOPOKU

cepAna




[lepenectu B TeTpap U 3aM0JIHUTH TAOIUILY:

JlekapcTBEeHHBIN Cucrema opra- Kputnueckuit tep- | TeparorenHoe | OyHKIMOHATHHBIC
npenapar HOB, YYBCTBU- MUHAIMOHHBIM Ie- | JeicTBue W3MEHEHUs
TeJIbHAs K JIei- puox (Hen.)
CTBUIO IaHHOTO
rpernapara

PabGora 2. Jk30reHHble U SHA0TeHHbI MPUYMHBI BOSHUKHOBEHMSI HEOIJIa3Hid.

Lenv pabomur: U3ydnuTh TEOpUN BOSHUKHABEHHS U Pa3BUTHUS OITYXOJIEBON TPaHCPOPMALIUHU KIETOK.

3anonHuTe TabIuIy:

IIprurHBI BOSHUKHOBEHHMS HEOTIa3Hil [Tpumepsl

XpOMOCOMHBIE aHOMAJIMU

Jedextn penapanuu JTHK

HenocraTounocThb HMMYHHOT'O Ha30pa

AHoMmaiMu MeTaboJM3Ma KaHIIePOTCHOB

MYTaLII/II/I B COMATHYCCKHUX KICTKax

WNHTerpanysi OHKOr€HHBIX BUPYCOB

Brimonnaenue paboTel BeneTcs B hopMe 00CYKISHHSI BMECTE CO CTYJCHTaMU UMEIOIIUXCS JaHHBIX 110 OH-
KOJIOTUYECKUM 3a00JI€BAHUSM.

Padora 3. Ctannu onyxoJieBoii TpaHcgopMannu KJieTok.

Llenv pabomul: I3yunTh OCHOBHBIC CTaIUHM KaHIIEPOTeHE3a.

Hcnonb3yst Tabauisl, pazdepute cxembl polecca (CTanii) OImyXoieBol TpaHC(HOpMAaIHK KIIETOK.
[Tepenecute B TeTpajb CXEMBI CTAAMI KaHIIEPOTEHE3a U 3aMOTHUTE TaOIHILY:

Tabn. Ctaguu KaHIepOreHesa.
Haspanwne cragun CoOpITHSI, MPOUCXOSIITUE B KIETKAX OO6patumMocTh cTauu
Nuannmanms




[Tpomonust
[Iporpeccus

Brimonnenue paboTel BeneTcs B hopMe 00CYKISHHSI BMECTE CO CTYACHTaMU MMEIOIIUXCS JaHHBIX 110 OH-
KOJIOTUUYECKUM 3a00JIEBAHUAM.

PatGora 4. AHTHO/IACTOMHASI Pe3UCTEHTHOCTD.
Lenv pabomwi: VI3yduTh OCHOBHBIC MEXaHU3MbI aHTHOJIACTOMHOM PE3UCTEHTHOCTH.
[lepenecute B TeTpaab U 3aMOJHUTE CIEAYIONIYIO TaOIHUILY:

MexaHu3Mbl 3HayeHue [Tpumep
AHTUKaHLIEPOTEHHbBIE
AnTHTpaHC)OpPMAITTOHHBIC
AHTHLETIOSIPHBIE

Beinosnnenue paboteiBeneTcs B hopMe 00CYKISHHSI BMECTE CO CTYJCHTaMU MMEIOIIUXCS IAHHBIX 110 OH-
KOJIOTUYECKUM 3a00JIEBAHUSAM.

Pemuth cuTyaniuoHHbIE 32/1a4H
VY4eOHbBIM IJITAaHOM HE IIPEAYCMOTPEHO.

3aganus A7 rpynnoBoii paéorsl.
VY4eOHbBIM IJITAaHOM HE IIPEAYCMOTPEHO.
CaMocTosiTe1bHAsi BHEaYIMTOPHasi padoTa 00y4aloIuxcs 1o Teme:
3aoanus ona camocmosamenvHoll 6HeayOUmopHoL pabomsi CMyO0eHmo8 no YKa3aHHou meme:
1) O3HaKOMUTBCS C TEOPETUYECKUM MATEPUAJIOM IO TEME 3aHATHUS C UCIIOIb30BAaHUEM KOHCIIEKTOB JIEK-
U 1/UIK peKoMeH1yeMol yueOHOoI TuTeparypsl.
2) OTBeTUTH Ha BOIIPOCHI /ISl CAMOKOHTPOJISL:

OHKOreHsl ¥ X OMOJIOrHYecKas pob.

I'eHeTHYECKHUE ACTIEKTHI KaHLIEPOT€HE3A.

OO61ure npeacTaBiIeHNs 0 3HAUEHUH HACJIEICTBEHHBIX (JaKTOPOB B BOSHUKHOBEHHUH paKa.
@®akTophl BHELIHEHN Cpeibl, aCCOLUUPYIOLINECS C PaKOM (KaHIIEPOTEHBI).

BupycHble 1 KJ1€TOUHbIE OHKOT€HBI.

®u3nonoruyeckas posib KIETOYHbIX TPOTOOHKOT'€HOB.

MexaHu3MBbl IPEBPALIEHHS IPOTOOHKOTEHOB B OHKOT'€HBI.

I'eHbI-cynpeccopbl OITyX0JIEBOTO POCTA.

[TpoBepuTh CBOM 3HAHUS C UCIIOJIB30BAaHUEM TECTOBOI'O KOHTPOJIS (IPUBECTU TECTOBBIE 33/1aHUS, OTBE-
TBI Pa3MECTUTH M1OCIIE TECTOB).
1. Bvibepume 00uH npasuivHsiii omeem.
3Ha4YeHne MPOTOOHKOTEHOB B HOPMAJIBHBIX KJIETKaX: a) B HOPMAIBHBIX KJIETKaX MPOTOOHKOTEHOB
HeT; 0) UME0T GJIM3KOoe POJCTBO ¢ (PAKTOpaMU POCTa KJIETOK M MX PELENTOpaMu; B) YYacTBYIOT B IPOJIHU-
depanun u auddepeHnnam KIeTox.
2. Bvibepume 06a npaguiibHbix omeema.

(akTopaM, MOBBILAIONUM PUCK MYJIbTU(PAKTOPUAIBHON 0OJIE3HU, OTHOCATCS: a) HaJM4Me aHa-
JIOTMYHON 0OJIE3HH Y KPOBHBIX POJCTBEHHUKOB; 0) reTEPO3UTOTHOCTH M0 ayTOCOMHO-PEIIECCUBHON 00-
JIE3HH; B) BpeIHbIE (DaKTOPBI OKPYKAIOIICH CPeIbl; T) OOJIBIIOE YHCIIO JIETEH B CEMbE.

Omeem:1 - B), 2 — a), B).

[ToarotoBuTh pedepart 1o ciaeryronum
TeMaM: Y4eOHBIM IIJIAHOM HE IPEIYCMOTPEHO.



NOTHOBUTH aHHOTARABEhFEANHK] AUpGEATHH 110
4eOHBIM [UIAHOM HE IIPEIYCMOTPEHO.
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OO0yuaromuiicst 10/15KeH YMeTh:

—HPCTFPOCTHCKTHBHOC KOHCYHHTHPOBaHHK

U 3a1a-
HOU ma-

MEJTNKO-
pUCKa B

PITITHOH-
BaHUIO;
; OTHYe-

Hcronp30BaTh KIMHUKO-TeHEAJIOTHUSCKHUI MCTOA A OIPCACIICHUSA PHUCKA HACICACTBCHHBIX 3a00J1eBa-
HI/If/'I; Ha OCHOBAaHUH NPOBCACHHBIX I/ICCJIGI[OBaHI/Iﬁ BBIAC/IATH MAIIMCHTOB I'PYIIIILI PUCKA; HAYYUTHCA IIpa-
BUJIBHO UCITIOJIB30BATH COOTBETCTBYIOIIYIO TCPMUHOJIOTHIO.

OOyuarouuiicsi 10J17KeH BJIaJeTh:

Menuko-01Moa0rHyecKuM MOHATUHHBIM anmnapaTtoM. MeTogaMy W3ydeHUs! HAacJaeICTBEHHOCTH YelloBeKa.
HaBbikaMu noucka MeIUIIMHCKON HH(OpMaIK B y4eOHOM, Hay4HOIl TuTeparype, B TOM YHCIIe ¢ UCIOb-
30BaHHEM ceTu VIHTepHeT; HaBbIKaMM MPEICTaBICHUS U OOCYKAEHUSI MeIUIIMHCKON nHpopmanuu. bazo-
BBIMH TE€XHOJIOTUSIMHU MpeoOpa3zoBaHUsl UHPOPMAIMK: TEKCTOBbIE, TAOJUYHbIE PEAAKTOPHI, TIOUCK B CETU

NurtepHer.

CamocrosiTeabHast AyJIuTOpHAasA paﬁoTa oﬁyqaloumxca Imo TeEME:

OTBeTHTH HA BOIIPOCHI IO TEME
3aHATHSA BOHpOCLI HJIA CO6€C€I[OBaHI/I${Z

OcHoBHbBIE YPOBHH U ITYTU HpO(bI/IJ'IaKTI/IKI/I HaCJICICTBCHHBIX 3a00JIeBaHU.

Lenu n 3agmaun MI'K.

[Tokazanusa qyis Hanpasnenust Ha MI'K.

HpI/IHI_II/IHBI OLCHKU I'CHCTHYCCKOI'O pUCKA B PA3JIMYHBIX I'PYyHIIaX HacJIeICTBEHHOM

[IaTOJIOTUU. MEeToibI ero pacuera.
IIpakTnyeckas padora
Pabora 1. Opopmiienne KapThl (peHOTHIIA.

Llenv pabomul: I3yunTh BONPOCHI MPABUIILHOTO cOOpa aHaAMHE3a U MOMCKA KIMHUYECKUX CUMIITOMOB.
Odopmute kapTy PeHoTHNIA IO TIPEITOKEHHBIM 33TaHUSIM U UMEIOIUMCS PoTOrpadusiM MarueHTOB.
Brimonnenue paboTel BeneTcst B popMe 00CYKIACHUS BMECTE CO CTYICHTAMU UMEIOIINXCS JAHHBIX

HACJIEACTBEHHOM MaTOJIOTHUH.
Padora 2. Ouenka pucka npu MOHOTeHHBIX 32001

CBaHUAX.

Lenv pabomwi: VI3yunTh pa3nuyHble BAPHAHTHI OIIEHKU PHCKA MPU MOHOTEHHOM MaTOJIOTHH.
OrnieHnTe BO3MOXKHBIN PUCK Pa3BUTHSI 3a00JIEBAHUI 11O TIPEAJIOKEHHBIM POJTOCIOBHBIM.
Brimonnenue paboTel BeneTcst B hopMe 00CYKISHUS BMECTE CO CTYACHTAMU UMEIOIINXCS JaHHBIX

HaCHeI[CTBeHHOﬁ IaTOJIOTHH.



Brimonnenue pabotel BeneTcs B hopme 00CYKICHHS UMEIOIIUXCS JAHHBIX 0 MYJIbTH(AKTOPHATEHBIM
3a00JIeBaHUSAM BMECTE CO CTYACHTaMH.

Patora 4. [IpoBenenne nuCbMeHHOH KOHTPOJIbHOM PadoThI 110 TeMe: «/{MarHocTrka, OCHOBHbBIE
HanpaBJIeHUs JICYEHUS U MPO(UITAKTHKA HACIEICTBEHHbBIX 3a00I€BaHUI.
Hanummre MeTop! AMarHOCTUKHU (C 0’KUAAEMBIMU U3MEHEHUSMU ), HAIIPABJICHUS JIGYEHUs U PO uIaK-
TUKHU JJIS CIEAYIOIUX 3a00I€BaHUMI:

Butamun JI-pe3ucTeHTHBIN paxur.

I'emopunus A u B.

bosiesns ['mpunpynra.

BRCA 1 u BRCA 2 —accounnpoBaHHbIN pak MOJIOYHOM JKEJIE3bI.

HacnencTBeHHBINM HEMOJIUIIO3HBIM PaK TOJICTOrO KAIIEYHUKA.

Anupunus (myranuu PAX 6).

CemMeliHas THIIEPXOIECTEPUHEMHSI.

Cunnpom Mapdana.

Mapruna-ben.

Heiipopubpomatos.

DEeHUIKETOHYpHS.

MyxkoBHCINIO3.

AnpOUHU3M.

lNamakTozemus.

I'omouucTunypus.

AJIKanToOHypHS.

Cunnpowm Jles.

ATpodus TuCKOB 3pUTENbHBIX HEpBOB Jlebepa.

Cungpom MELAS.

Cunpgpowm: Jlayna.

Cungpowm Ilaray.

Cungpom DnBapica.

Cunapom Bonbha-XupixopHa.

CHHIpOM «KOIIAYbErO KPUKaAY.

Cunapom Knaiingensrepa.

Cunapom llepemerckoro-TepHepa.

Cungpom Tpumio-X.

Muomuctpodus Jymenna-bekkepa.

Pemuth cuTyalniuoHHbIE 32/1a4H
1) Anroputm pazbopa 3a1au
Onpenenure NpUYNHY BOSHUKHOBEHHS MTaTOJIOTUU.
B cnyuae HacneacTBEHHOM NATOJIOTMU, OIPEAEIIUTE TUIl HACIET0BAHUS.
Onpenenute NpoOrHO3 sl JAHHOW CEMbH.
Jlaite pekoMeHAALMH.

[Tpumep 3amauu ¢ pa3d00POM IO aITOPUTMY



3amava 1. B MenIMKO-TeHETUYECKYIO KOHCYIIBTALUIO OOpaTUIach CyNMpyKecKas Iapa, y KOTOpOH YeThipe
OepeMEeHHOCTH 3aKOHUMJIMCH POXKJIEHUEM MEPTBBIX MIIAJICHIIEB C MHOTOYHMCICHHBIMUA aHOMAIIUSAMHU pa3-
BUTHE. MI3BECTHO, UTO OTEI[ 3TOM CEMbH SIBIIICTCS JIMKBUAATOPOM aBapuu Ha YepHoObUIHCKOM ADC.

[TprunHa BO3HUKHOBEHUS MATOJIOIMH — SK30T€HHBIE TepaTOTeHHbIE (DaKTOPBHI.

[Taronorus He yHaciIeA0BaHA.

Heb6naronpustHbIi.

[Tocne geranbHOTO 0OCTIEIOBaHU 000X pOIUTENEH, CKOpee Bcero, OyayT JaHbl

PEKOMEH/IALIMU 110 OTPAHUYECHHIO 3a4aTHsl.

3&,[[3‘11/1 JJIs1 CaMOCTOATCIIBbHOI'O pa36opa Ha 3aHATHH.

3anaua 1. B MequKoO-TeHETHYECKYIO KOHCYJIBTAIMI0 00paTHIIach ceMeiHas mapa 1o MOBOAY OCeCILIONHS.
OO0cnenoBanne y CIENUATNCTOB HE OOHAPYKHIIO KAKUX-THOO OTKIOHEHWH B 370poBhe. Jluib mpu je-
TaJIbHOM OITPOCC 6LIJ'IO BBIABJICHO, YTO XCHIIWHA MIWUTCIBHO IMPUACPIKHUBACTCSA MPCUMYIICCTBCHHO MO-
JIOYHOHM JMETHI ¢ MPAKTUYECKH IMOJIHBIM OTCYTCTBHEM OBOIIIEH B pamnoHe. KakoBa BeposiTHas MpHUYUHA
oecrutonus? KakoB mporHo3 [yist 3TOi ceMbU B OTHOIICHUH JETOpOXKaeHHs? JlaliTe peKOMeHIalnu.

3anaua 2. [IpoGann - 310poBast JKEHIIMHA UMEET YEeThIpeX OpaTheB, ABa M3 KOTOPHIX OOJBHBI AIKANTOHY-
pueii (oTcyTcTBHE (PepMEHTa, OKHCISIOMIET0 TOMOTCHTH3MHOBYIO KUCIIOTY). Math mpobaHja 340poBa H
MMeEEeT JBYX 370pOBBIX OparheB. Otell mpobanaa 6omnen ankanToHypuei. OH TPUXOIUTCS IBOIOPOIHBIM
OpaToM CBOEI keHE. Y HEro €CTh 3/JI0POBBIM OpaT u 3/10poBas cecTpa. babka mo jmHuK oTia ObLIa 6OJb-
HOW M COCTOsUTa B Opake cO CBOMM JBOIOPOIHBIM 3I0POBBIM OpatoMm. baOka u mex nmpobaHaa MO JTHHUH
MatepH 3710poBbl. ONpeAenuTe THII HACICIOBAHUS M BEPOSTHOCTh POXKICHHS OOJNBHBIX NIETEH B CEMbE
npoOaHa Py YCIOBHH, €CITM OHA BBIMJIET 3aMY’K 3a 3I0pOBOT0 MYXXYHWHY, MaTh KOTOPOTO CTpajia ajKar-
TOHYpHUEH.

3anaga 3. JleBouka, 15 ner. Ponunack OT mepBBIX CPOUHBIX POAOB ¢ Maccoi Ttena 2700r, jyMHOM Tena -
47cm. Ponpl mporexanu 6e3 ocoGeHHOCTEW. IIpu mepBoM OCMOTpe BBISBICHO: KOPOTKas Iies, HU3KOE
PacroJoKEHUE YIUTHBIX PaKOBUH, TUM@aTHUecKuil oTek Kucien u ctom. K rpynu Oblia npusioxeHa Ha 2-e
cyTtku. Ha rpynqHoM BckapMiiMBaHUM J10 rojia. B ncuxoMoTopHOM pa3BuUTHHM He oTcraBaia. [Ipu HacTos-
[IeM OCMOTpE BBISBICHO: HU3KOPOCIOCTh (Macca Tena 46 kr, jumHa tena 130 cM). AHTUMOHTOOUIHBIN
pa3pes IUIa3HbIX IEJIEi, HU3KOE PAacloNOokKEHNE YIIHBIX pakoBUH. KopoTkas miest ¢ KppUIOBUIHOM CKIIak -
KOM KOXH, HU3KUI POCT BOJIOC Ha IIee, KINHOAAKTIINA. KOHTakTHas, HAa HECJIOKHbBIE BOPOCH OTBEYAET
KOPOTKO (/1a, HET) W aJeKBaTHO. [laHHbIE 1aOOPATOPHBIX HCCIIENOBAHUN 0€3 OTKIOHEHH OT HOPMBI.
[TpeanonoxurenbHblid tuarno3? JanbHeHmumii Mporuo3 Gpu3n4eckoro 1 HepPBHO-TICUXUUYECKOTO Pa3BUTHS
peOenka? BapuaHTbl edyeHus.

3anmaua 4.K Bpauy neauatpy oOpaTuiach KeHIIMHA ¢ peOeHKoM 10 JeT 3a KOHCYJIbTaIlMen 1Mo MOBOIY OT-
CTaBaHUs B (PU3NYECKOM PA3BUTUHU OT CBEpCTHUKOB. Kpome TOro, Maap4MK IJIOXO yCBauBaJ HIKOJBbHYIO
IporpaMMy M OTCTaBall B UHTEUIEKTYaJIbHOM pa3BUTUU. PonuTenu 310poBbl, HO BO BpeMsi OepeMeHHOCTH
KEHILMHA TIepeHecaa ocTpoe BupycHoe 3aboneBanue.llpu ocMoTpe y pebeHka onpeaenstoTcs runoTpo-
¢us1, mukpouedanus, BHICTYNAIONNE HAAOPOBHBIE YT, BHICOKHI J100, AMHUKAHT, NITO3, TUIIEPTEIOPHU3M,
KJIFOBOBUIHBIA HOC, MUKPOTHATHsI, YMCTBEHHAs OTCTAJIOCTh. Bpau 3amono3puil HacineACTBEHHOE 3aboie-
BaHMe U HanpaBwi pebenka B MI'K, riie 011 ycTaHOBIIEH JUArHo3: CHHApoM Bonbha-XuprixopHa.

Ornpenenurte BeposATHYIO TPUIHHY 3a0oneBanus. Kakue ncciaenoBanuss HE0OOX0AUMO TTPOBECTH IS yTOU -
HeHus nuarHo3a? OnpeaenuTe puck sl pOXKACHHS APYTUX ACTEH ¢ MOJ00HBIM 3a00IeBaHUEM.

3aganus A9 rpynnoBoi padorsl.

JesioBasi (poJieBasi) urpa: Meanko-reHETHIECKOEe KOHCYJIbTUPOBAaHNUE OOJIBHBIX C MOHOTEHHOM IMaToJI0-
ruen.

Lenv. I3yunth paboTy MEIUKO-TEHETHUECKOM KOHCYnbTauu. CTyieHTaM MpeJyiaraeTcsi IpeaACcTaBuTh Ha
3aHATUHU MOJIOIYIO CYNPYXKECKYIO Mapy, Yy KOTOpbIX 1 mMecsi Ha3an poauics pedeHok. [Ipu atom cocrosi-
Hue peOeHKa HauYMHAeT YXYALIAThCS, YTO MPOSIBISIETCS B HAPACTAHUM MBIIIEYHOTO TOHYCA, HACTOSIIEE
oOpailleHue K MeauaTrpy B CBSI3U C MPUCTYNIOM KJIOHHYECKHUX CyIopor. Y peOeHKa oTMedaeTcs HeoObIu-
HBIN 3amax, OJIETHOCTb KOXKHBIX MTOKPOBOB. 3-Ui CTYACHT UTPaeT pojib Bpadya-NieanaTpa, HapaBIIsioLero



CYMPYXKECKYI0 TIapy ¢ peOCHKOM K Bpaudy-TeHEeTHKY (4-biii cTyneHT) B MI'K mimsa uckitoueHnust Hacnen-
CTBEHHBIX OoJsie3Hel u emie 1 rpynma CTyAEHTOB UTpaeT poJiv J1abOpaHTOB-TEHETHKOB. «Bpau-neauarp»
JoJKeH 000CHOBATh HampaBJeHHEe peOeHKa Ha MPHEM K Bpauy-TeHETHKY. «Bpad-reHeTHK» JOIKeH mpo-
BECTU KOHCYJIbTUPOBAHHUE U MOCTABUTH MPEABAPUTENBbHBIN quarHo3. C 3TON 1EIbI0 OH JOKEH Mpeio-
KUTh Onoxumuueckoe obcnenoBanue. «JlabopaHT-IUTOTEHETHK» JOJKEH MPOBECTH HCCIIEIOBAaHUE U
UACHTU(PUIIMPOBATH HACIIEIACTBEHHBIN CUHIPOM (eciii OH ecTh). Ha ocHOBaHHM OMOXMMHUYECKOTO aHaJIU-
32 «Bpau-TEHETUK» YTOUHSET AMArHO3 y peOeHKa, JaeT 3aKII0UEHUE M OOBSICHSET TAaKTUKY JICUCHHS PO-
JTUTEISIM.
CamMocTosiTeJibHASI BHEAYIUTOPHAS pa0doTa 00y4aromuxcsi no remMe:
3adanus ons camocmosamenvHol 8HeayOUMopHOL pabomvl CMyOeHmos8 no YKA3AHHOU meme:

O3HAaKOMUTBCS C TEOPETUYECKUM MATEPUAIIOM 10 TEME 3aHSITHS C UCIIOJIb30BAaHUEM KOHCIIEKTOB JIeK-
AN W/AITA PEKOMEHIYeMON y9eOHOH JIUTepaTyphl.

OTBeTUTH Ha BOMIPOCHI ISl CAMOKOHTPOJIS:

OcHOBHBIE YPOBHH U ITYyTH MPO(PUIAKTUKH HACIEICTBEHHBIX 3a00IeBaHUII.

e u 3agaun MI'K.
[Tokazanus s HanpasieHus Ha MI'K.

HpI/IHLII/IHI)I OLCHKH I'CHCTHYCCKOI'0 pUCKa B PA3JIMYHBIX I'PyHIIax HaCHGHCTBeHHOﬁ
aTtojJoruu. Merozsl ero pacyera.

[IpoBepuTh CBOM 3HAHUS C UCTOJIB30BAHMEM TECTOBOTO KOHTPOJIS
Y4eOHBIM MJIAHOM HE MPEAYCMOTPEHO.

[ToaroroBuTh pedepar 1mo ciaeayomum
TeMaM: Y4eOHBIM IJIAaHOM HE MPEIyCMOTPEHO.

[ToaAroTOBUTH AaHHOTALIMIO HAYYHOW CTATHU IO
TeMe. Y4eOHBIM IIJIaHOM HE MPETyCMOTPEHO.

BreinonHuTh Apyrue 3agaHusi, IpeaycCMOTPEHHbBIE pabodeil mporpaMMon 1Mo
JTUCHUTITNHE. Y4YeOHBIM TUIAHOM HE MPEIYyCMOTPEHO.

azzaen 6: [IpopuiakTuka HacjieACTBEHHbIX 3200 1eBAHMA.
Tema 6.2. IIpenaTajbHasi IMATHOCTHKA.

Heab: N3yunTh OCHOBHBIE METOABI U 33J]a4H, ATAlbl IUATHOCTUYECKOTO MMOMCKA IPEHATAIbHON JTua-
THOCTHKH.

3apaum: PaccMOTpeTh OCHOBHBIE TEPMHUHOJIOTMUECKUE MOHATHS, MPEHATaIbHON auarHoctuku. [lo-
3HAKOMUTBHCS ¢ OCOOCHHOCTSIMU CKPUHHHTOBBIX METOJIOB JTMATHOCTUKH, COBPEMEHHBIMU METOJIaMHU TIpe-
HATaJIbHOM TMAarHOCTHKH, a TAKXKE MTOAX0JaMH B JICUCHUH ILIOJA.
OO0yuyaromuiics 10/I2KeH 3HATh:
OCHOBHBIE ATalbl JHATHOCTUYECKOTO MOMCKA B MPEHATATBHOW JMArHOCTUKE; TTOKA3aHUS K HE WHBa3UB-
HbIM M MHBA3UBHBIM METOJAaM JMArHOCTUKH, CPOKH, METOJUKY UX MPOBEJACHUS U BO3ZMOXHBIE OCIOMXKHE-
HUSL.
OOyyaromuiics 10J17KeH YMeTh:
Hayunthcsi mpaBWIBHO MCTOIB30BaTh COOTBETCTBYIOIIYIO TEPMHUHOJIOTHIO. Ha OCHOBaHWU pe3yibTaTOB
MPOBEICHHBIX CKPUHHUHIOBBIX MCCJIEJOBAaHUN BBIACIATH MALMEHTOB C MOKA3aHUAMM JJI1 YTOUHSIOUIEH
quarHocTuku. OLEHUBAaTh COOTHOILIEHHE pPHUCKA TMPOBEACHUS WHBA3WBHBIX METOJOB JIMATHOCTHKU C
PUCKOM C HACJIEJICTBEHHBIX 3a00IeBaHUM.
OOyuarouuiicsi 10JIKeH BJIaJAeTh: MeauKko-OMoIOrHYecKUM MOHATUWHBIM anmnaparoM. MeTogaMu u3y-
YeHHsI HACIIEJACTBEHHOCTH 4YelioBeka. HaBpikamu moucka MEeIUIIMHCKON MHpOpMaIuu B y4eOHOM, Hayd-
HOW JUTepaType, B TOM YHCIIE C UCIOJIb30BaHUEM ceTH VHTEepHEeT; HaBbIKaMH MPEACTABICHUS U 00CyXK-
JIEHUsT MEIUIMHCKOW MH(popMmaiuu. ba3oBeIMH TEXHOJIOTHAMHU TpeoOpa3oBaHus WH(POpPMAIUU: TEKCTO-
BbI€, TAOJUYHBIC PEAAKTOPHI, TOUCK B ceTh HTEepHET.

CaMocrosiTeJibHASI AyIUTOPHASA padoTa 00y4arommXxcsi Mo TeMe:
OTBeTUTH HA BONPOCHI IO TeMe 3aHATHS
Bormpocsr mist cobecenoBaHus:



HpeHaTaana;[ n HﬂeI/IMHHaHTaHI/IOHHaﬂ JUAarHoCTHUKa: IIOKa3aHus, B(*’;MO)KHOCTI/I.

MeTopl TpeHaTAIbHON JUATHOCTHUKH.

DTHYECKHE BOTIPOCHI MPEHATATLHON THArHOCTUKH.

OKO kak MeToa npopuIaKTUKH HACJICICTBEHHBIX OOJIE3HEH.
[IpuHIIUTIBI JICUEHUS HACIEACTBEHHBIX OOJIC3HEH.

IIpakTnyeckas padora
PatGora 1. CKpuHHUHIOBbIE METOAbI IPEHATAILHONIHAHOCTUKH.
Llenv pabomul: I3yunTh XapakTEpHBIC TUATHOCTHYECKHE YEPThI HEKOTOPHIX YaCTHBIX MATOJIOTHH.
Hcnonb3ys Tabauibl ¢ OMOXUMHUYECKUMH ITOKA3aTeIsIMU U CHUMKH Y 3, 00CyIuTh XapaKkTepHbIC qua-
THOCTHYECKHUE 4epThl cuHapoma Jlayna, DnBapica, [latay. [lepenectu B TeTpaap U 3a110JHUTH
CJICAYIOILYIO TAOIHILY:

HasBanue cungpoma | OTKIIOHEHHE OMOXMMHUYECKUX TOKa3aTesen V3U-kapTuHa
Cunapom Jlayna
Cunpapoma Ilatay

Cungpom DnBapjca

Brimonnenue paboTsl BeeTcs B popMe 00CYKACHHS BMECTE CO CTYI€HTAMU UMEIOIINXCS JAHHBIX M0 Me-
TOJIaM IIPEHATaIbHOW JUArHOCTUKH.
Pemuth cuTyaniuoHHbIE 32/1a4H
Y4eOHBIM MJIAHOM HE MPEAYCMOTPEHO.
3agaHus A9 rpynnoBoii padoTsbl.
[Tpocmotp yuebHoro dunbpma: «I[IpenaranbHast TMarHOCTUKAY.
[Tocne mpocMOTpa OTBETUTH HA CIIEIYIOIINE BOIPOCHL:
Kaxue metospl npeHaTanbHON AMarHOCTUKU OBLIM MpeACTaBIeHb! B (puiIbMe?
Kakue MeToapl OTHOCHIIMCH K HE HHBA3UBHOM CKPUHUHIOBOW JUArHOCTUKE?
Kaxue meToabl AMarHOCTUKY OTHOCHIJIMCH K YTOUHSIIOIIUM HE HHBA3UBHBIM?
BosmoxnHocTu Metoga Y3U-1uarHocTUKY U CPOKHU BBITIOTHEHUS 00CIe10BaHus?
VYcnoBust mpoBeICHNS] THBA3UBHBIX UCCIICTOBAHUI?
CamocTrosiTeIbHAs BHEAYAUTOPHAsi padoTa 00y4alOIUXCH 10 Teme:
3aoanus ona camocmosamenbHoU 8HeayOUMopHOU padbomuvl CMyOeHmMo8 No YKA3AHHOU meme:
O3HAaKOMUTBCS C TEOPETUYECKUM MATEPUAIIOM 10 TEME 3aHATHS C UCIIOJIb30BAHUEM KOHCIIEKTOB JIEK-
[IUN W/WITH PEKOMEHIYyeMON yueOHOH JINTepaTyphI.
OTBEeTUTH HAa BOMPOCHI JJIsI CAMOKOHTPOJIS:
[IpenaranbpHas ¥ MPEeUMIUIAHTAIIMOHHAS JUArHOCTUKA: MIOKAa3aHUsl, BO3SMOYKHOCTH.

Merto1bl TpeHaTaTbHOM THATHOCTHKH.

OTUYECKHE BONPOCHI MPEHATATIBbHON JUArHOCTUKH.

9KO kak MeTon npoUIaKTUKN HACIIEICTBEHHBIX 0OJIE3HEH.
[TpuHIMITBI JIeYeHHs HACIEeICTBEHHBIX OOJIe3HEH.

[TpoBepuTH CBOM 3HAHUS C MCIIOIH30BAaHHEM TECTOBOT'O KOHTPOJIS
Buvibepume ooun npasunvhwsiii omseem.
OnTUManbHBIMU CPOKAMU TIPOBEICHUsI OMOTICHU XOpHOHA sIBJIsIoTCS: a) 12 — 14Hen.; 6) 8 —
12uen.; B) 4 — 6He.
Buibepume oourn npasunvhusiii omseem.
[IpexonnenuuoHHas MPoPuUIIaAKTUKA — 3TO: a) YINPABICHUE YKCIPECCHEH TEHOB; 0) dIMMHHALINS
SMOPHOHOB W ITUIOJIOB C HEOHATAJILHOW MATOJIOTHEH; B) T€HHAsl MHXCHEPHS HA YPOBHE 3apOJIBIIICBBIX
KJIETOK; T') TNIAHUPOBAHUS CEMBbH M MEPOTIPUSTHUS TI0 ONITUMUBAINH U PA3BUTHS 3UTOTHIL.



Omeem:1 - 6),2 —1).
[ToaroroBuTh pedepart mo creayromum
TeMaM: Y4eOHBIM IJIAHOM HE IPEIYCMOTPEHO.
[ToaroTOBUTH AHHOTAIMIO HAYYHOU CTATHH 110
TeMe. YUeOHBIM IIJIAaHOM HE IPEIYCMOTPEHO.
BhImoHUTE Ipyrue 3a1anus, peaycMOTpEeHHbIE pabodeii mporpaMmMon 1o
JTUCIUTUTHHE. YYeOHBIM TIAHOM HE MPEyCMOTPEHO.

Pa3nen 6: llpodpuiakruka Hac/ieCTBEHHbIX 3200 1eBAHMIA.
Tema 6.3. KoMnbloTepHasi THATHOCTHKA HACJEICTBEHHbIX 3200/ 1€eBaHUI.

Heab: ChopMupoBath yMEHUs MOJIb30BATbCSI HHTEPHET-PECYpcamMul ¢ OMOMEAUIIMHCKIME 0a3amMu
JAHHBIX JIJIs1 AUarHOCTUKU TeHETUYECKUX 3a00IeBaHUIA.

3agauu: V3yunth 0coOOGHHOCTH pa3IM4YHbIX 0a3 JaHHBIX. [I03HAKOMUTHCS € MPOLIECCOM MOUCKA
uH(popMaluu Ha OMOMEAUIIMHCKOM pecypce. OCyIIecTBUTh MOUCK T€HETUYECKOTo 3a00J1eBaHus C ITOMO-
uipt0 noptasia OMIM.
OOyuarouuiics 10J12KeH 3HATD:
Jo u3yueHus Tembl (0a3uCHbIC 3HAHMS) — T'€HETUYECKUI KO/, CTPOCHUE T'eHa, TeHETHUECKUN JTOKYC, MY-
Talusl, HacleJACTBeHHbIE 3a00JIeBaHms, 0a3a JaHHbIX.
[Tocne u3yueHUs: TeMbl — MOHATHE O OMOMEIUIIMHCKUX 0a3ax NaHHBIX, OCOOCHHOCTH pa3NUYHBIX 0a3
JAHHBIX, TIOUCK HHPOPMAIIUU B OMOMEIUIIMHCKON 06a3e TaHHBIX.
OO0yuaromuiicss qo.1:xeH ymerh: [lons3oBathcsi mouckoBeiMu MHTepHET-pecypcamu. CocTaBisaTh Tabd-
JUIy 10 OMOMEIMIIMHCKUM 0a3aM MaHHBIX, UX OCOOEHHOCTSM, cojepkaHuto. C MOMONIBIO TOpTaja
OMIM ocymiecTBIATh MOUCK T€HETHYECKOTO 3a00JIeBaHUS.
OO0yuarouuiicsi 10JI2KeH BJIaJAeTh: MeauKko-OMOoI0rnYecKUM MOHATUWHBIM anmnaparoM. MeTonaMu u3y-
YEHHs HACJIEJICTBEHHOCTH 4elloBeka. HaBblkaMu moucka MeAMIMHCKONW MH(popmanuu B y4eOHOH, Hayd-
HOU JHUTEepaType, B TOM YHCIE C UCMOIb30BaHNEM ceTu HTepHeT; HaBbIKaMH MPEACTABICHUS U 00CYK-
JIEHUST MEIUIMHCKON nH(popManuu. ba3oBEIMH TEXHOJOTHSAMHU MpeoOpa3oBaHus MH(YOpPMAIMH: TEKCTO-
BbIe, TAOJIMYHBIC PEAKTOPHI, IOUCK B ceTH MIHTEepHeT.

CamocTrosiTe1bHAs ayIMTOPHAas padoTa 00y4alommXxcs 1o TeMe:
OTBeTHTH HA BONPOCHI MO TeMe 3aAHITHSI.
Bonpocs! 1ia cobecenoBanus:
AmHanus reHeTH4YecKux 0a3 JaHHBIX.
[TonsiTrie 0 OMOMETUIIMHCKOM 0a3e TaHHBIX.
Knaccudukanmst OnomeuimHcKux 0a3 JaHHBIX.
Hanmonanensiii Lentp 6uonnpopmaruxu (NCBI).
baza nannbix "MenzaeneBckoe HacnenoBanue y yenoseka' (OMIM).
baza nanubIx reHeTHYEeCKUX MocneaoBarenbHocTel (GenBank).
baza maHHBIX pacmmpeHHON MeauIIMHCKOM uTepaTypsl (PubMed).
Human Gene Mutation Database (HGMB).
baza mannbix mocnenoBatenbHoCTeH O6emkoB (UniProt)
ba3za nanubix nocesmenHas 6enkam (PROteinSITEs)
baza mannabIX HacnencTBeHHBIX OomesHe (GeneTests)
ba3a nanHbIX 0 renax yemoBeka (GeneCards).
IIpakTyeckas padora
Pa6ora 1. CoctaButh Tabnuiry «OcoOEHHOCTH OMOMETUIIMHCKUX PECYPCOBY.



HasBaHue pecypca

Oco0eHHOCTH pecypea

KaKVIO I/IHd)ODMaIII/IIO COACPIKUT




Pa6ora 2. [To3HakomMuThCS ¢ porpammoii «SynDiagy 1 0CyIECTBUTH MOUCK JIFOOOTO HACIEICTBEHHOTO
3a00JIeBaHHs Ha BBHIOOP IO aJITOPUTMY.

Oopa3sen padorsl ¢ nporpammoii «SynDiag» Ha npuMepe cunapoma JlayHa.

3ax0/UM B IIPOrpPaMMy.
[lepen HaMu BCIUIBIBAET MEHIO IIPOTPaMMBI.

15

IIporpamma

Jlanee BbIOMpaeM BKJIAJIKy IUArHO3.
OTKpbIBaeTCs TJIaBHOE MEHIO, B KOTOPOM YTO ObI OCYIIECTBUTH ITOMCK 3a00JI€BaHUS [0 CUMIITOMaM
HY’>KHO Ha)kKaTh Ha KHONKY «BbIOOp CUMIITOMOBY.

BriOupaeM HYXHBIN HaM pas/iell U KIUKaeM.



ciydae ¢ CMHAPOMOM JlayHa MBI UMEEM CIEAYIOLNE CUMIITOMBI: TUIIOTOHUS, MOHTOJIOUHBIN pa3pe3
ria3, OpaXuIaKTUIINS KHCTH, INIOCKOE MEPEHOChE.
JlJ11 MOHTOJIOMIHOTO pa3pesa I1a3 HaM HY»KHO nepeiitu B paszen «llepuopOuTanbHas 0061acTby.

MpI nonasaeM B MEHIO, TJI€ Mbl JOJDKHBI BBIOPAaTh OpraH, B KOTOPOM JIOKaJIHU30BaH CUMIITOM.
JUJ1s1 MOHTOJIOMTHOTO pa3pesa Iriia3 HaM HYXKHO KIMKHYTh «Bekn/Tiia3Hble ey U BEIOpaTh HYKHBIH
HaM CUMIITOM, Ha)kKaB Ha HEro OJUH pa3.

13 3. 1.13| MonrosouaHbini paspes raas

[Tocne HaXkaTHs HA HYXXKHBIM HaM CHMIITOM, MBI BO3BpAIllaeMCsi B MEHIO BEIOOpA CUCTEMBI, JIJISl ATOTO
KJIMKAaeM J[Ba pa3a Ha KIaBUIIy «BBIxom.
[Touck mampHEHIIIMX CHUMITTOMOB OCYIIECTBISICTCS aHAJOTHYHBIM METOIOM.
[Tocite TOro Kak MbI BEIOpATH BCE CUMIITOMBI, MBI BO3BpAIaeMCsl B TJIABHOE MEHIO ITPOTPAMMEI.

Bui6op cumnTomoB
M€ BCEX CUMITTOMOB

YnaneHue 0TM. CUMNTOMOB

Mouck cumnroma

Mouck BeposTHOro auarHosa

Mouck auar. no npusHakam

I[JISI TIOHCKa BEPOATHOI'O JUAarHo3a KJIMKA€M Ha KHOIIKY «ITomck BCPOATHOI'O JUArHO3a».



Puynwra-r NOWCKa gnarHosa

PeaynsTar noMcka A4arHo3sa no

3]

aM cpead | 1965

Hafaeno [ 1 | cunapomos, peposTHOCTL KoTopuik Gonome [10.00%
Hom. Hom.B 6uGn. BeposTHOCTEL Hma

1 688 95.41%

Nayna [rpucomun 21] cungpom

HuarHocTHyeckux o8 B

| Beero [ 4 | Ws nuk cosnano [ 3 |

BcnomorarensHsix 0B B

| Becero W3 Hux cosnano IIl

JananHbix 0B a

| Bcero Ws mux ne cosnano . | 0 |

Watnon Mpusnaku

B nosBUBIIIEMCS MEHIO MBI BHUJIUM, MCKOMBIM HAMH AWario3 — CHHAPpOM I[ayHa.

Yro OBl IMOCMOTPETE KaKUE€ €1I€ CUMIITOMBI COOTBECTCTBYIOT JAHHOMY 3a00J1€BaHMIO KJIMKAeM Ha Kia-

Buiny «Illabnon» u B nosiBuBmemcst MmeHto «111aGa0H cuaapOoMa.

5 | WaBnon cunapoma: Jayna (tpucomus 21) cunapom -0 1]
Homep Koa | Mpusnaku 3nauumocts | Yactora
lunotonus #
MoHronouaHbii pas) #
5. 1.12 Mnockoe/3anasuwee nepeHocbe #
b pazuaakTUAuA KUCTH #
5 1. 4.1 3anepxka UHTEANEKTYANbH. PASBUTUA +
6 211 |6b 3 ] +
7 2 1.7 | M /MuKp +
8 3 1. 4 b. p /ysKkue r. wenu +
9 3. 1. 9 | Jnukant +
10 311 Muneprenopusm +
11 4 3. 7 MNarna bpyweunoaa +
12 5. 1. 7 | Manenbkui Hoc +
13 6. 1. 7 Pot "kapna™ +
14 6. 4 3 Makpornoccus +
15 6. 4 5 BbicyHYTHIA A3bIK +
16 i e | M YuwHble bl +
17 7 1.9 Mpouke AUCNNA3UU YIWHBIX PAaKOBUH + 20 92
18 8 21 JledexToi cepaeyHOR NeperopoakH + 20 50
19 8 31 P p bor p + 20 20
20 | 12. 212 Kpunropxusm + 20 58
21 | 13. 1. 5 | Hanusm + 50 90
22 13. 2. 1 MNpenaranbhaa runonnasusa + 50 56
23 14. 1. 2 Koporkas wes + 30 64
24 | 14. 1. 4 | lledAnbie ckaaaku + 30 78
25 17. 1. 8 ineps nacTUYHOCTL CYCTaBOB + 50 80
26 18. 1. 4 MNonepeynan AuHKA NanoHKU + 50 60
27 | 18. 1. 9 Koporkas kuctb + 20 65 -

12./Ins Toro uro Obl mOcMOTpeTh (hoTOrpaduu moaydeHHoro 3adoneBanus kiaukaem «llladion» nanee

«Pororpadun».

Pa6ota 3. 3anosHUTH TaOIUITY C TIOMOIIBIO TTporpamMmbl «SynDiagy.

I/ICXO,I[HBIC CHUMIITOMBI

JTarHo3 1o nmporpaMme
«SynDiag»

UacToTa BCTPEHACMOCTH
CUMIITOMOB

Uacto BcTpeuarommuecs mo-
[TOJTHUTEILHBIE CUMITTOMBI

I'nnotonus
MoHronouaHbIi pazpes ria3
BpaxunakTuaus KucTu

Cunnpom Jlayna

75%
00%

70%

[[1ockoe INEPEHOCHE

Muxkpouedanms

Bosbmioit Hoc

[IIupoxkoe nepeHocse
Pacmienuna Heba
ITocTrakcuanpHas moanaak-
THIUS KUCTH




I'unepanacTUYHOCTE CycTa-
BOB

Tl'unepanactuunas koxa
PyOuer koxxun

IIponanc MUTPaIBHOTO KA
naHa

Armutasus pagyKKa
Hanuzm
AHOpEKTaIBHBIE TIOPOKI
Jucrna3un yorHeIX pakoBUH
3amepKKa HHTESIUICKTYalIbH
TO Pa3BUTHSA
Jonmxonedanus
baedapodumos
Muxkpocromus

Hanuzm

Crona-kayvanka
[IpenaTtanpHast TUIOIIA3US
OKTOmHA XpyCTaTNKa
AHeBpu3zMa

Bricokuii poct
ApaxHOZAKTUIINS

Muonus

Annazus MaTKH
I'inoruiasus sIMMHUKOB
Hanuszm

Koportkast mes
[elinp1it nTepUrnym

Heiipopubpomsr

[TsaTHa «kOde ¢ MOIIOKOM»
I'amapTpoma pamyxku
Hanuzm

Becnymku

Annasus suuex
EBHyxouaHoe cioxeHue
I'nmmoma3us moyIoBoro WwieHa
3amepKKa HHTEIUIEKTyalIbH
IO pa3BUTHUA

Pabora 4. [IpocmoTpets hoTorpadun 60JbHBIX C JTaHHBIMU 3a00JIeBaHUSAMHU B Iporpamme «SynDiagy.
BoraButh qucMopdu3Mbl XapakTepHbIe U1 HacaeICTBEHHBIX 3a001eBaHU.

PaGota S.. [1o mporpamme «Poroki» 03HAKOMUTBCS ¢ KIIMHUYECKOH KapTHHON XpOMOCOMHBIX 3a00J1eBa-
HUU.

CamocTtosiTeIbHAs BHEAYyAUTOPHasi padoTa 00y4aloUuxcs Mo TemMe:

3aoanus ons camocmosamenbHoU 6HeayOUMopHOU pabomvl CMYOeHmMO8 NO YKA3AHHOU meme:

1). O3HaKOMUTKCS C TEOPETUUECKUM MATEPUAIOM TI0 TEME 3aHSATHS C UCIIOJIb30BAHUEM KOHCIIEKTOB JIEK-
WA U PEKOMEHTyeMON Y4eOHON JTUTEPaTyPHI.



2). OTBETUTH HAa BOIIPOCHI ISl CAMOKOHTPOJIS:
AHann3 TeHeTHYSCKUX 0a3 JaHHBIX.
ITonsaTue o OMOMEIUIIMHCKON 0a3e JaHHBIX.
Krnaccudukanus OMoMeTUIIMHCKUX 0a3 JaHHBIX.
Hanmonanensiii Lenatp 6uonndopmaruku (NCBI).
baza nanneix "MenzeneBckoe HacieqoBanue y uyeiaoseka" (OMIM).
baza nanubIX TeHeTHYECKHX TIochenoBarenbHocTel (GenBank).
baza nmanHBIX pacmmpeHHON MeTUIIMHCKOM nuTepatypsl (PubMed).
Human Gene Mutation Database (HGMB).
baza gannbIx mocnenoBareabHocTel 6emkoB (UniProt)
baza nanubix nocesimenHast 6enkam (PROteinSITEs)
baza nanHbIxX HacieacTBeHHBIX OoJie3Her (GeneTests)
ba3za gannbIx 0 renax uenoBeka (GeneCards).
[TpoBepuTh CBOM 3HAHUS C UCTIOIB30BAHUEM TECTOBOTO
KOHTPOJISI Y4eOHBIM TUIAHOM HE TIPEyCMOTPEHO.
[ToaroroBuTh pedepar 1Mo ClIeyImUM TEMaM:
Y4eOHBIM MJIAHOM HE MPEyCMOTPEHO.
[ToaAroTOBUTH AaHHOTALIMIO HAYYHOW CTATHU IO
TeMe. YUeOHBIM TUTAHOM HE MPETYCMOTPEHO.
BoinonHuTh Apyrue 3aganus, MpeaycMOTPEHHbIE paboueii mporpaMMoii 1o
TUCIUILTAHE. Y YeOHBIM IUIAHOM HE TIPEyCMOTPEHO.
Pa3gen 6: 3aueTHOE 3aHATHE.
TeMma 6.4. 3adeTHOE 3aHATHE IO THCHUILINHE «MeINIIMHCKAS TeHeTHKAY.

He.]]b: HpOBepI/ITb TCOPCTUYUCCKYIO TIOATOTOBKY CTYACHTOB I10 pa3acily «MCAUIHUHCKAA 'CHECTUKA»
YMCHUEC UCIIOJIB30BATh TCOPETUICCKUC NAHHBIC I PCHICHUA KOHKPECTHBIX CUTYAallUOHHEBIX 3aJia4 U TC-
CTOB.

3agauu: OLEHUTh YPOBEHb TEOPETHUUECKUX M MPAKTUUYECKUX 3HAHUHN CTYACHTOB IO pa3feny
«MeauImHCcKasi TeHETUKay.
Oo0yuarmmiicsi 10J17KeH 3HATh:

IlonsATHE MEAUIIMHCKON F€HETUKH. XapaKTEPUCTUKY HACIEICTBEHHOCTH U MaTOJIOTHH. | '€HOM uenoBeka.
Crpykrypa u ¢pyHKIIMU TeHOB. Perynsnus skcripeccun reHoB. ['eHHble 00sie3HH. XpOMOCOMHAas aToJI0-
rusi. MyneTu-gpakropuanbHble 3a0oneBanus. [Ipodunaktika HacieACTBEHHbIX 3a0oneBanuii. Meauko-
TFeHETUYECKOE KOHCYJIbTHPOBAHHUE.

Oo0yyarommiics 10J1:keH yMeTh: PemaTrs CuTyalluOHHBbIE TEHETUYECKHE 3a1aUu.

OOyuaommiicsi 10/KeH BJaaeTh: [[pUMEHSATh HABBIKU KCIIOJIb30BaHHUS HWH(OPMAIIMOHHBIX, OUOJINO-
rpagUIEeCKUX PECYPCOB C IENBIO MOTYyYeHUs HAYYHOW MH(GOPMAITIN U OCYIIIECTBICHUS KOMMYHHUKAITUU B
MEIUILIMHCKOM COOOIIIECTBE.

Hcnonb30BaTh KOMIIBIOTEPHBIE TPOrpaMMBbI ISl 00pabOTKU MeIUKO-TeHETHUYECKUX HccienoBaHuil. Me-
HHKO'FGHGTHHCCKOﬁ TepMHHOHOFI/Ieﬁ. PCHIGHI/IGM CI/ITyaHHOHHI)IX TCHCTUYCCKHUX 3a/1a4.

CamocrosiTesibHAsA ayAMTOPHAast padoTa 00y4aroIMXCs 110 Teme:
OTBeTUTH HA BONIPOCHI 110 TeMe 3aHATHSA.
Myrarenes. Knaccudukanus myranuii. ['enepaTuBHble 1 coMaTnueckue MmyTtauuu. CroH-
TaHHBIA U UHAYLIMPOBAHHBIN MYTallMOHHBIN NpoLEecC. BpIIBIEHNE N KOJTUYECTBEHHBIN y4EeT
My-Talui.
I'eneTnuecknii KOHTPOJIB MYTAIMOHHOTO Mpoliecca. PaguaninoHHBIA 1 XUMAYECKAA MyTa-
reHe3. MyrareHsl OKpykaromien cpeibl. @akTopbl, MOIUPHUITPYIOIIAE MYTAIIMOHHBIHN IpoIiecc.
I'enomunka - Hayka o reHomax. CTpyKTypHash oOpraHu3alusi I€HOMa NpPOKapuoT U
sykapuoT. Kiaccupukanus MmoBTOPSIONIUXCS 3JIEMEHTOB TeHoMa. MEXIyHapOAHBIH MpPOEKT
«I'eHOM Yeno-BeKay.



[TonmynssuMOHHO-CTAaTUCTUYECKUN METOI. [ eHeTnUecKast CTpyKTypa MOMyJISIIUH.

YacToThl TeHOB 1 T€HOTHIOB. 3aKoH Xapau-BaiinOepra. ['eneTnueckuii rpys.
®DakTophl TUHAMHUKHN T€HETHYECKOTO COCTaBa MOMYJISIUK: Ipeii] reHoB, MyTallMOHHBII
MPOIIECC, MUTPAIlNH, H30UpaTeIbHOE CITapUBAHUE 0COOCH, ECTECTBEHHBII 0TOOD.

[TonsTue o eBrenuke. [103uTHBHAS U HETaTUBHAS €BI'€HUKA: COLUAJIBHBIE ACTIEKTHI.
Co-BpeMeHHbIe 3THYeCKHE MPoOIeMbl MEAUIIMHCKON T€HETUKH (KJIIOHUPOBAHUE U
reHETUYEeCKas acIopTH3aLus).

MeTto1p1 MOJIEKYISIpHOI TuarHocTuku. O01IMe NOHATHUS.

[Monumepasnas uennas peakuus (I1L[P), ocHoBHbIE TOHATHS (TIPUHLINII,
TEMIIepaTypHbIE PEKUMBI, COCTaB Oydepa).

Lenu n npuanun nposeaeHus peakuuu [IIP® (momumopdusm umn
PECTPUKIIMOHHBIX (ParMEHTOB).

AHanu3 0IHOLETIOYEYHOr0 KOH(popManroHHoro nonumopdusma (SSCP), uenu u
MPUHIUI TPOBEICHHUSL.

CexBennpoBanue 110 CaHrepy - 1eJId U NPUHLUII IPOBEICHUS PEaKIUU.

PecTpukunoHHbIN aHAIN3.

['enorepanus, mporpamma, 1eJIH, MOAXObL. Y CIIEUIHbIE IPOEKTHI TEHHON TEPAIHH.

[Tonsitue o papmakorenernke. OCHOBHBIE LIETH U 331a4H.

Muorodakropusie (MynsTudakropuanbusie, BHIT) 6onesnu. ['enernueckue u
cpenoBbie (haKTOPBI PHUCKA.

brnu3HenoBsIil METO, 1€, 3Tallbl, pacueT K03 uirenTa XonbluHrepa.

HacnencrBennbie 601€3HU: 3TUONIOTHS, KJIacCU(UKAIMS, TUITBI HACIEOBaHU,
0COOEHHO-CTH KJIMHUYECKUX MPOSIBICHUH.

CeMuoTHKa HacleACTBCHHBIX 3a0oneBanmii. [lorstue cuaapoma. O0mas
XapaKTepUCTHKA HACJIEACTBEHHON NaToNIOruu. TepMUHOIOTHSL.

MuxkpoaHomanuu pa3BuTUs (CTUTMBbI JU39MOpUOreHe3a), ONpeIeeHUe, Lelb
BBISIBJICHUSI, 0COOEHHOCTH KJIMHUKO-MOP(OIOrHIECKOr0 OCMOTPa BPauOM-T€HETUKOM.

Tunel reHHBIX MyTaIlui, HOHCEHC, MUCCEHC, CIIBUT PAaMKH CUUTHIBAHUS, CTIAiCHHTOBBIC
MyTaluuu. MexaHu3Mbl TeHHBIX MYTallHil.

['ennbie Oonesnn. O6mue nouatus. Knaccudukarus. [Ipumepsr.

Kimmuauko-reneanornyecknii Mmetod. Tunsl HaciaenoBanus. KnuHudeckne mpuMepsl.

Oco6eHHOCTH ayTOCOMHO-TOMUHAHTHOTO TUNa HacseoBaHus. COCTaBUTh POIOCIOBHYIO.
[Tpumepsl 3a0051€BaHU.

Oco6eHHOCTH ayTOCOMHO-PEIIECCUBHOTO THIA HacheaoBaHust. COCTaBUTh POJIOCIOBHYIO.
[Tpumeps! 3a001eBaHUH.

OcobenHoctu Y cliemieHHoro tumna HaciaeaoBanus. CocTaBUTh po10ociioBHYO. [Ipumepbt
3a00JIeBaHUH.

OcobenHocTy X-CLEMJIEHHOT0 JOMUHAHTHOTO THUIa HacsieoBaHus. COCTaBUTh POAOCIOB-
Hyro. [Ipumepsl 3a001eBaHU.

OcobeHHocTr X-CLEIUIEHHOTO PELECCUBHOTO THIIA HACIIEJOBAHUSI.

CocraBuTth poaocioBHyto. [Ipumeps! 3a601eBaHmil.

[uronnazmMaTuueckuil Wi MaTepuHCKU Thn HacaeaoBaHusi. COCTaBUTh POAOCIOBHYIO.
[Tpumeps! 3a00eBaHUH.

Hacnencreennsie 6one3nu oomena. OO1as XxapakTepucTUKa U KIaCCHPUKAIHUS.

MyKoBHCIIHMI03: TEHETUKA, IEPBUUHBIN reHeTUUECKUN AeeKT, KIMHUKA, TaTOreHe3, 1ha-
THOCTHUKA, JICYEHHE.

DeHUITKETOHYPHS: TeHETUKA, TIEPBUYHBIN OMOXUMHYECKHH NeeKT, KITNHIKA, HEOHATAIb-
HBI CKPUHUHT, IATOTeHE3, TUarHOCTUKA, JIEYCHHE.

Cungpom Mapdana: THI HacIeTOBaHUs, TATOT€HE3, TUATHOCTUKA, KIIMHUYECKUE TIPOSB-
JIEHUS], JIEYECHUE.

bosie3snu skcniancuu, cunapom Maprtuna-benia, renetrka, KIMHUKA, HATOT€HE3, TUAarHO-
CTHKA, JICYEHHUE.

OO6m1ast XxapakTeprucTHKa MUTOXOHAPUATLHOMN naTojgorun. OcoOEHHOCTH TeHOMa MUTOXOH -
npuit. [Ipumepsl 3a060seBaHuil.

Opdannbie 3a0oneBanust. Oomue nousatus. [Ipumepst. Peectp opdhannbix 3a00meBanmil.

OO01mast XapakTepUCTHKA ¥ MEXaHU3Mbl XPOMOCOMHOM MaTOJIOTHH.



['enoMHBIE U CTpYKTYpHBIE abeppanu xpomocoM. Kiaccuduxanus. [Ipumepsr.

Kiaccudukanms 1 MexaHu3Mbl XpOMOCOMHBIX MyTaIluii, COaJIaHCUPOBAaHHBIE M HecOalaH-
CHUPOBaHHBIC CTPYKTYPHBIE MIEPECTPONKH.

Hacnencreenusie 60ne3HU, 00YCIOBICHHBIC aHOMAITUSMU TIOJIOBBIX XPOMOCOM, OCOOCHHO-
CTH TCUCHHUS, IPUMEPHI.

BpoxnéHnHble MOPOKU pa3BUTHUS: OINpeiesieHue, Kiaccu(huKaus, STHOIOT U, ITYyTH Podu-
JTAKTHKH.

Mertoabl aHann3a KapuoTuIa (IIMTOreHETUYECKUE, MOJICKYJIIPHO-IIUTOT€HETUUECKHE),
HpI/IHI_[I/IHBI U JUArHOCTUYCCKUC 3aJaYn.

[Toka3aHus I MUTOTEHETHYECKOTO 00CIICIOBAaHUS B TIOCTHATAIIBHOM TIEPHOJIC.

CI/IHI[pOM I[ayHa: THUII MYTaI_[I/II/I, IaToreHeE3, 1MarHoCTukKa, KIMHN4YCCKUC HpOSIBJ'IeHI/ISI, JIe-
yeHue.

CI/IHI[pOM 3):[Bap):[ca: THUII MyTaI_[I/II/I, naToreHe3, AMarHoCTukKa, KINMHUYCCKUEC HpOHBJ’IeHI/ISI,
JICUCHHE.

CI/IHI[pOM HaTay: THUII MyTaIII/H/I, IIaToreHe3, 1MarHoCTukKa, KINHU4YCCKUEC HpOﬂBHCHI/Iﬂ, JIc-
yeHue.

Cunnpom llepemeBckoro-TepHepa: TUIT MyTalluy, TATOT€HE3, TUArHOCTHKA, KIMHUYE-
CKHE MPOSIBIICHHUSI, JICUCHHUE.

Cunapom KnaiiHdenprepa: THII MyTalluK, MATOT€HE3, JUATHOCTHUKA, KIIMHUYECKUE TIPOSIB-
JICHUS, JICUECHHE.

Yactuunbie aneyruionuu (CuHApoM Boibda-XupixopHa, «Komavbero KpuKay), THIT My-
TalliH, IATOreHe3, JMArHOCTUKA, KIMHUYECKUE MPOSIBIICHUS, JICUCHHE.

[TpoduinakTrka HaCcIEICTBEHHBIX 3a00JI€BaHUH, YPOBHH, I0X0/1bl. [IOHATHE «ITEPHUKOH-
LEIIIUOHHON MPO(QUITAKTHKI.

MenuKo-reHeTH4eCKOEe KOHCYJIbTUPOBaHNE. XapaKTepUCTHUKA POJIM Bpada F€HETHKA B IPAKTHYECKOM
3/1paBOOXPAHEHUMN.
Menuko-reHeTH4ecKas ciyxoa: 11enb, 3a1aun. [lepeuncinuth moka3zanus Jjist
HAaIpaBJICHUs Ha KOHCYJIBTAIUIO K Bpauy I'€HETHKY.
[TpenaranbHas nuarsoctuka. OO1as XxapakTepuCTUKa, LEeJIb IPUMEHEHUSI, METO/Ibl, CPOKH.
HewnnBaszuBHBIE METOIBI TPEHATATHHON AUATHOCTUKH (OMOXUMHYECKHUI CKPUHUHT,
V3U). Obmias xapakTepucTHKa, 11eJb TPUMEHEHUS, METO/IbI, CPOKH.
WHuBa3uBHBIE METO/BI TPEHATAIBHOM MUAarHOCTHKU. O0I11ast XapaKTepUCTUKa, 11eITh
MpUMe-HEHUs, METO/Ibl, CPOKH.
CoBpeMeHHbIE MOAX0bl B HEMHBAa3WBHOM MpeHATAbHOM THAarHOCTHKE (aHATN3
XPOMO-COMHOM MATOJIOTUH 1O KPOBH MaTEpH, MPEUMILTIAHTAIIHOHHAS JUATHOCTHKA).
KomMmnbrorepHble TMarHOCTUYECKUE MPOrPaMMBbl. 3a/1a4u, pelaeMble C UX
nomotbto. [Ipumepsr mporpamm.

2. IlpakTnyeckasi padora.
3aueTHOe 3aHATHE MO TUCIUTUINHE «MeIuIMHCKas TeHETHKa» MPOBOIUTCS B JOPME HTOTOBOTO TECTa,
3aIuUThl pedeparta U coOeceJOBaHMS 0 BOTIPOCAM.
CamocrosiTesibHAs BHeaAyAUTOPHasi padoTa 00y4aloUIUXCcH 110 Teme:
3aoanus ona camocmosamenbHol 6HeayOUmopHoU pabomvl CMyOeHmo8 no YKA3aHHoU meme:
O3HaKOMUMbCA C MeopemuUUecKuUM Mamepuaiom no meme 3aHAmusl ¢ UCNOIb308aHUEM KOHCNEKMO8
JIeKYULL U/ Uiy pekomeHoyemou yueOHoU 1umepamypoi.
Omeemumbv Ha 60NPOCHI O CAMOKOHMPOTIA (NpUBecmu 60Npocyl O CAMOKOHMPOJIA)
Myrarenes. Knaccuduxarus myramnuii. ['eHepaTUBHBIE 1 COMAaTHYECKUE MYyTAIlHH.
CrnoHTaHHbBIN
VHyLIUPOBAHHBIN MYTAIllMOHHBIN ITpoliecC. BbIABIEHNE U KOJIMYECTBEHHBIN yUeT MyTaluil.
I'eneTnueckuii KOHTPOJIb MYTALIMOHHOTO Tpolecca. PaguannoHHbId 1 XUMUYECKUN MyTa-
reHe3. MyTareHsl Okpyxariieit cpeapl. DakTopbl, MOAUDUIMPYIOLIHE MYTAIIOHHBIN TPOLIECC.
I'enomuka - Hayka o reHomax. CTpyKTypHasi oOpraHu3alusi reHoMa MpPOKapuoT u
sykapuot. Kiaccudukamnusi moBTOPSIOMIUXCS 3JIEMEHTOB T€HOMa. MeEXTyHapOIHBIH TPOEKT
«I'eHOM ueIo-BeKay.



[TonmynssuMOHHO-CTAaTUCTUYECKUN METOI. [ eHeTnUecKasi CTpyKTypa MOMyJISIIUH.
YacToThl TeHOB 1 T€HOTHIOB. 3aKoH Xapau-BaiinOepra. ['eneTrnueckuii rpys.

@DakTophl JMHAMUKY T€HETUYECKOTO COCTaBa MOMYJISAIUU: Apei( reHoB,
MYTalMOHHBINA MPOIECC, MUTPALlUU, U30UpaATENIbHOE ClIapiBaHUE 0cO0eH, €CTeCTBEHHBIH
oTOOp.

[lonsitue o eBrenuke. Ilo3uTHBHAs M HeraTuBHAs €BreHUKA: COLMAIBHBIC ACTIEKTHI.
Co-BpeMEHHBIE AITHYECKHE MPOOJIeMbl MEIUIUHCKONH TEHETHKH (KJIOHUPOBaHHE U
reHeTHYecKas MacnopTH3anus).

MeTo 161 MOJIEKYISIpHOI TuarHocTuku. O01Iue NOHATHS.

[Tonnmepasnas nennas peakuus (I1LIP), ocHOBHbIE OHATUS (IPUHINII,

TEMIIepaTypHbIE PEKUMBI, COCTaB Oydepa).

Lenu n npuanun nposeaeHus peakuuu [JIP® (momumopdusm umH
PECTPUKIIMOHHBIX ()PArMEHTOB).

AHanmu3 ogHOIeNIoueYHOro KoHpopMarmoHHoro noaumopdusma (SSCP), nenu u
MIPUHIUIT TTPOBEICHMUS.

CexBenupoBanue o CaHrepy - 1eNU U IPUHLIUI TPOBEACHUS PEaKIIUU.

PecTpukunoHHbIN aHAIN3.

['eHoTepanus, mporpamma, 1eJH, MOAXO0/AbI. Y CIICIIHbIE MPOESKThl TeHHON Tepanuu.

[Tonsitue o papmakorenernke. OCHOBHBIC LIETH U 331a4H.

Muorodakropusie (MynsTudakropuaabusie, BHIT) Oone3nu. ['enetnyeckue u
cpenoBbie (haKTOPBI pHUCKA.

bnu3HenoBsIil MeTO I, IeNH, 3TaIlbl, pacueT KO3 duimeHTa XoublUHrepa.

HacnencrBennbie 0071€3HU: 3THONOTHUS, KIacCU(UKAIMS, TUITBI HACIEOBAHUS,
0COOEHHO-CTH KJIMHUYECKUX MPOSIBIECHUH.

CeMuoTHka HacneACTBEHHbIX 3a0oseBanuil. [lonstue cunapoma. O01as XxapakTepucTUKa
HACJIEICTBEHHON NaToJ0ruu. TepMUHOIOTHS.

MukpoaHoManuu pa3BUTHUs (CTUTMBI JU39MOpUOreHe3a), ONpeIeIeHNE, 1Ie)Ib BhISIBICHMS,
0COOEHHOCTH KIMHUKO-MOP(]OIOrHuecKoro ocMoTpa BpauoM-T€HETHKOM.

Tunsl reHHBIX MyTallUii, HOHCEHC, MUCCEHC, CIBUT PAMKH CUUTBIBAHHUS, CIUIaliCHHTOBbIE
MyTaluu. MexaHu3Mbl TEHHBIX MYyTaIlUi.

I'ennbie Oone3nu. O6mue nouarus. Knaccudukanus. [pumepsr.

Knunuko-reneanornuecknuii Meto. Tumbl HacnenoBanus. KinmHuueckne npuMepsl.

Oco0eHHOCTH ayTOCOMHO-IOMUHAHTHOI'O THIa HacienoBaHus. CoOCTaBUTh POJOCIOBHYIO.
[Tpumeps! 3a001eBaHUH.

Oco0eHHOCTH ayTOCOMHO-PELIECCUBHOTO THIIa HacsieoBaHusl. COCTaBUTh POIOCIOBHYIO.
[Tpumeps! 3a0051€BaHU.

OcobenHoctu Y cliemieHHoro tumna HacieaoBanusa. CocTaBUTh po10ociioBHYO. [Ipumepbt
3a00JIeBaHUH.

Ocob6ennoctu X-CHEMIEHHOT0 JOMHUHAHTHOTO THIA HacienoBaHus. COCTaBUTh POJOCIOB-
Hyto. [Ipumepsl 3a001eBaHU.

OcobeHHocTr X-CLEIUIEHHOTO PELECCUBHOTO THIIA HACIIEJOBAHUSI.

CocraBuTth poaocioBHyto. [Ipumeps! 3a601eBaHmil.

[{uTomnnazMaTnyecKuil MM MaTEpUHCKUAN THI HacienoBaHusA. COCTaBUTh POJOCIOBHYIO.
[Tpumeps! 3a0051€BaHUH.

HacnencrBennsie 6one3nn oomena. OO1ias xapakTepucTHKa U KIacCUpUKaIIHSL.

MyKoBHCIIHMI03: TEHETUKA, IEPBUUHBIN reHeTUUECKUN AeeKT, KIMHUKA, TaTOreHe3, 1ha-
THOCTHUKA, JICYEHHE.

OeHUTKETOHYPHS: TeHEeTUKA, IEPBUYHBIN OMOXUMHYECKUN NedeKT, KITMHUKA, HEOHATAJIb-
HBI CKpUHUHT, TaTOT€HEe3, TUAarHOCTHKA, JICYCHHE.

Cungpom Mapdana: THI HacTIeTOBaHUs, TATOT€HE3, TUATHOCTUKA, KIIMHUYECKUE TIPOSB-
JIEHUS], JICYEHUE.

bosiesnu skcniancuu, cunapom Maprtuna-benia, reneTrka, KIMHUKA, HATOT€HE3, TUAarHO-
CTHKA, JICYCHHUE.

OOm1ast XxapaKTepUCTHKA MUTOXOHpUAIbHON naTosnoruu. OcoOeHHOCTH reéHOMa MUTOXOH-
npuit. [Ipumepsl 3a060seBaHuil.

Op¢annsie 3a60neBanus. O6mue noustus. [Ipumepst. Peectp opdannbix 3a0oneBaHmiA.



OO0m1ast XxapakTepUCTHKA U MEXaHU3MbI XpPOMOCOMHOW MaTOJIOTHH.
['eHoMHBIE U CTpYKTYpHBIE abeppanuu xpomocoM. Knaccuduxkarus. [Tpumepsr.
Knaccugukanus 1 MexaHu3Mbl XpOMOCOMHBIX MyTallui, cOalaHCUpOBaHHBIEC U HecOaaH-
CUPOBaHHbIE CTPYKTYpPHBIE IEPECTPOIKH.
HacnencrBennsle 001€3HU, 00YCIOBIEHHBIE AHOMATIMSAMH MOJIOBBIX XPOMOCOM, OCOOEHHO-
CTH TEUEHUs, IPUMEPBI.
BpoxnénHble MOPOKK pa3BUTHUSA: OIIpeiesIeHUe, Kiaccu(uKalus, 3THOJIOTHsL, TyTH Npodu-
JAKTUKH.
Mertozbl aHanK3a KapuoTHIa (IUTOr€HETUYECKHUE, MOJIEKYIIIPHO-IIUTOI €HETHUECKUE),
HOPUHIUIBI U JUATHOCTHUECKUE 3a/1a4H.
[TokazaHus 111 IUTOTEHETUYECKOTO 00CIIEAOBAaHMS B TOCTHATAIEHOM TIEPHO/IE.
Cunzapom JlayHa: THII MyTalluy, NaTOr'€HE3, IMArHOCTHUKA, KIIMHUYECKHE IPOSIBIICHUS, Jie-
YeHHUE.
Cunzapom DaBap/ca: TUI MyTalluK, NATOr€HE3, AUArHOCTHUKA, KIMHUYECKHUE IIPOSIBIICHUS,
JIeYeHHE.
Cunpapowm Ilaray: Tun MmyTauuu, naToreHes, JMarHOCTUKa, KIMHUYECKHUE MTPOSIBICHUS, Jie-
YeHHe.
Cungpom HlepemeBckoro-TepHepa: Tull MyTaluu, NaTOreHe3, JMarHOCTUKA, KIIMHUYe-
CKHE IPOSIBIICHUS, JICUCHHUE.
Cunapom Knaiindenprepa: THI MyTalluy, MaTOr€HE3, JUATHOCTHKA, KITMHUIECKHE
IPOSIB-JICHUS], JIEUEHHUE.
Yactuunsle aneyrionuu (cuaapom Bonbda-XupiixopHa, «K0Iadybero KpUKay), TUIL
My-Talliy, IaTOr€HE3, TUarHOCTUKA, KIMHUYECKUE MPOSIBICHMUSL, JIEUCHUE.
[TpodumnakTrka HacIeICTBEHHBIX 3a00JI€BaHNH, YPOBHH, I0X0ab1. [ToHsATHE
«TIEPUKOH-LIETIIIMOHHON TPOUTAKTUKIY.
Meauko-reHeTuYecKOoe KOHCYJIbTUPOBaHHUE. XapaKTepUCTUKA POJIM Bpaya FeHETHKA
B [IPAKTUYECKOM 3[IpaBOOXPAHEHHH.
Menuko-reHeTndeckas ciyx0a: 1enb, 3aauu. [lepeurcauTs mokazaHus is
HaIpaBJICHUS Ha KOHCYJIBTALMIO K Bpayy I'€HETUKY.
[TpenaranbHas nuarHoctuka. OO1as XxapakTepuCcTUKa, 1eJlb IPUMEHEHUS, METOIbl, CPOKH.
HeunnBa3uBHBIE METO/IbI IPEHATAILHON IUArHOCTUKH (OMOXUMHUYECKUI CKPUHUHT,
VY3M). O61mas XxapakTepucTuKa, 11eJb IPUMEHEHHs], METObI, CPOKH.
VHBa3uBHBIE METO/IbI IPEHATAIBHOM JUarHOCTHKHU. O01as XapakTepuCcTHKa, L1eb
IIPUME-HEHUS, METO/BI, CPOKHU.
CoBpeMeHHbIe T0IX0/bl B HEMHBA3WBHOW MPEHATAIbHON IMAarHOCTUKE (aHAIN3
XpOMO-COMHOH MaTOJIOTUH 110 KPOBH MaTepH, MPEUMIUIAHTAL[MOHHAS TUaTHOCTHKA).
KoMIbproTepHbI€ AMATHOCTUYECKUE TIPOTPaMMBI. 3a/1a4H, PEIIAEMBIE C UX
nomouisto. IIpuMeps! nporpamm.

IIposepums céou 3HAHUA C UCNONBLIOBAHUEM MECMOB020 KOHMPOJIA.
Bri6epute 01H npaBUIIbHBINA OTBET.

Yro Takoe MOJEKYISIpHBIA 30H1: a) KoMIieMeHTapHblii yuacTok /JIHK; 6) mpoTskeHHBINH yyacTok
JIHK, kommiementapusbiii nocnegosarensHoctu JIHK, conepxaiieil MyTaHTHBIN T€H; B) CHHTETUYECKAS
OJIUTOHYKJIEOTH/IHAs MedeHas (paAHOaKTUBOHO WM (IIOOPECIEHTHO) MOCIEA0BATEIbHOCTh, KOMILIE-
MEHTapHas MyTaHTHOMY WJIM HOPMaJIbHOMY I'€HY.

Bribepure o1H IpaBUIIBHBIN OTBET.

AmMndaukanys reHoB - 3To: a) ujaeHTUuKalusa nociaenoBaTenbHocTH ocHoBanuit JIHK; 6) mHo-
TOKpaTHOe MOBTOpeHue kakoro-nmu6o yuactka JIHK; B) Beinenenue ¢pparmenta JJHK, conepxariero usy-
YaeMBbIil IeH.

Bribepure o1H paBUIIBHBIN OTBET.
Kak Ha3pIBaroTCsi XpOMOCOMBI ¢ KOHIIEBBIM PAcMOI0KEHUEM IICHTPOMEPHIL: a) METalleHTpUUecKue; 0) ak-
POIICHTPHYECKHE; B) CyOMETallCHTPUYECKUE; T') TUIICHTPUKH.

Bri6epuTe 1Ba mpaBHIIbHBIX OTBETA.
Jnist mpoBeIeHHs IUTOTC€HETHYECKOT0 aHAJIN3a UCTIONB3YIOTCS: a) MBIIICYHBIE KIETKU; 0) 3pUTPOLIUTHL; B)
OWonTaT XOpHUOHA; T') SMOPHOHANIbHAS TKaHb.



OTaJIOHBI OTBETOB:

—B); 2. —0); 3. —0); 4. — B),1).

Iloocomosums peghepam no ciedyrouum memam:
['eHHBII ypOBEHb OPraHU3ALMU HACIEACTBEHHOTIO MaTeprana. XMMHA4YECKas OpraHu3alus reHa.
MoHoOMepbl HYKJIEUHOBBIX KUCIOT — HyKieoTuabl. Buasl nykineoruaos JJHK u PHK.
buonorunueckuii (reHeTHYeCKUil) KOJ U €r0 CBOMCTBA.
CgoiictBa JIHK: perunkanus u penapanusi.
OcnoBuble paznuuus B crpoennu u pynkuusax JTHK u PHK.
Jloxanu3auust HyKJIEMHOBBIX KUCJIOT B KJIETKE.
Hyxiennossie kuciotsl. Bunabl nykiienHoBbsix kucioT. JJIHK u PHK kak 6uononnmeps!.
Buast PHK. Ctpykrypa JHK. Moaens [Ix. Yorcona u ®@. Kpuka.
Oransl peainzanuu reoetndeckoi nudopmaruu. Tpanckpuniwms u npoueccuar PHK.
Dransl pealn3aluy reHeTnyeckoi nupopmanuu. TpaHCHSIKs U TOCTTPAHCIALIMOHHBIE
u3Me-HeHus Oemka.
['ennbie myTanuu. Onpenenenue. Knaccudukanus. Myton. Bo3amMoxkHbIe MEXaHHU3MBbI BO3HUK-
HOBEHUS U MOCJIEICTBUS TeHHbIX MyTauuid. [IpumMepsl y uenoBeka.
buonornueckue anTuMyTauuoHHble Mexanu3Mbl. Penapanus JTHK.
OTHoJIOTHS, NATOre€HE3 U 0COOEHHOCTH KIIMHUKHA XPOMOCOMHBIX 00JIE3HEH.
JlnarHoctrka XpOMOCOMHBIX 0OJI€3HEN.
Cunapowm Ilatay. Otronorus, KiuHUKa, XapaktepHbie BITP.
BposxieHHble OpOKU pa3BUTHS Npu cuHApome JlayHa.
Cunapom JlayHa: BApUaHTbI KIMHUYECKON KapTUHBI.
[TpuHIMIIBI IMAaTHOCTUKY U JiedeHus Oone3nu layHa.
[TonucoMun Mo MOJIOBBIM XPOMOCOMAM.
CHUHAPOMBI YaCTUYHBIX aHAYIUIOUIAUH.
[Ipn4rHBI XPOMOCOMHBIX aHOMAJIMH M UX PACTIPOCTPAHEHHOCTb.
Cungapowm fra-X. Dtuosnorus, naToreses, KIMHUKA, T1arHOCTUKA, JICYEHUE.
Cunnpom KnaitHpenbrepa. DTHONOrHS, TaTOT€HE3, KIMHUKA, TUarHOCTHKA, JICYCHHE.
CunzpoM Tpumino-X. ITHONIOTUS, TATOr€HE3, KIMHUKA, AMATHOCTHKA, JICUEHUE.
OTHOJIOTHS U KIIaCCU(UKAIUS TeHHbIX 00JIe3HEH.
bone3ns Anpureitmepa. ITHONIOT WS, TATOT€HE3, KIIMHUKA, AUATHOCTHKA, JICUECHUE.
Cunnpom Mapdana. Dtuosnorus, natoreHes, KIMHUKA, JUarHOCTHKA, JICYEHHUE.
Cunnpom Dnepca-Jlannoca. ITHONIOTUS, TATOT€HE3, KIIMHUKA, AUATHOCTUKA, JICUEHHE.
AxoHJporuiasusi. OTHOJIOT S, TATOT€HE3, KIIMHUKA, IMarHOCTUKA, JIEYCHHE.
MeTosbl TMarHOCTUKY TeHHBIX 3a00JI€BaHUH.
CewmeliHas runepxojaecTepuHeMUsl. DTHOJIOTHs, TATOTE€HE3, KJIMHHUKA, TUarHOCTUKA, JIEYCHHE.
[Tepoxcrcomuble 00€3HU. DTUOIOTHS, ATOT€HE3, KIMHUKA, TMarHOCTUKA, JICYEHHE.
Muonarus [{romenHa-bekkepa. ITHOIOTHS, NATOT€HE3, KIMHUKA, IMATHOCTUKA, JICUEHUE.
CHHAPOM TECTUKYIISIPHON ()eMUHU3ALUN. DTHOJIOTHS, TATOreHe3, KIMHUKA, TUarHOCTHKA, Jie-
YEeHHUE.
Xopes 'eHTHHITOHA. DTHOJIOTHS, IATOT€HE3, KIIMHUKA, TNarHOCTUKA, JICUEHHE.
HeiipopubpomaTos. Dtuonorusi, naToreHes3, KIMHUKA, TUAaTHOCTHKA, JIEYEHHUE.
AJpeHOTeHUTAIbHBINA CUHIPOM. DTHUOJIOTHS, NATOT€HE3, KIMHUKA, TUarHOCTHUKA, JIEYEHHUE.
Mpuotonunueckast fucTpodus. ITHONOTHS, TATOTeHE3, KIMHUKA, AUATHOCTHKA, JIeUEHUE.
Mertoab! u3ydeHus 60se3Hel ¢ HacIeACTBEHHON MPEeApacIIONoKeHHOCTHIO.
Accomnmanms HaciaeACTBEHHBIX 00Ie3HeN ¢ cucTeMol aHThureHoB HLA.
['unepronnyeckas 60se3Hb. | eHeTHUECKHUE OCHOBBI MTPEIPACIOI0KEHHOCTH.
S3Bennas 6onesns xenyaka u JIIK. ['eHeTrnueckue 0CHOBBI TPEAPACIOIOKEHHOCTH.
WNHcynuH3aBUCUMBIN caxapHbIi 1uadeT. [ eHeTndeckre OCHOBBI MPEIPACIIONOKEHHOCTH.
['eneTnyecku 00ycaOBIEHHAs HEMEPEHOCUMOCTh JIEKAPCTBEHHBIX MPENapaToB.
HenepenocumocTs ritoteHa. I'eHeTH4ecKkre OCHOBBI IPEAPACTIONOKEHHOCTH.
[IurmenTHas kceponepma. ['eHeTnyeckre OCHOBBI MPEAPACTIONOKEHHOCTH.
Ankoronusm. ['eHeTHUECKHE OCHOBBI NIPEAPACIION0KEHHOCTH.
['eneTnueckue OCHOBBI paka.
CTpyKTypa MEIHKO-TeHETHUECKOM CITy>KOBI M €€ (YHKINHU B 3APABOOXPAHEHUH.



[TpexoHennoHHAs MPO(HUITAKTHKA.

Ponb renHOl nHXeHEpUH B TPO(DHUIAKTHKE HACIEACTBEHHBIX OOJIC3HEH.

Meauko-reHeTHYECKOe KOHCYJIbTUPOBAHKIE HACEIICHUS - OCHOBA MPOMUITAKTHKY HACIE-
CTBEHHOM IMaTOJIOTHH.

CtpyKTypa U Opranu3anusi MeJUKO-TeHETUYECKUX KOHCYIbTaIlUH.

[IpenaTanbHas AMArHOCTUKA BPOXKACHHBIX TIOPOKOB Pa3BUTHSL.

CKpHHUHT-METO/IbI, MX 3HAYCHHE B MPO(DHUIAKTUKE HACICICTBEHHOM MMaTOJIOTHH.

[IpeumnnanTanMoHHas AMarHOCTUKA.

AMHHOILICHTE3.

[InanupoBaHue ceMbU KaK METOJ MPO(HUIAKTUKY HACIEICTBEHHBIX O0JIe3HEH.



IIpunoxenne b k padoyeii nporpamMmme JIMCIHUIITHHBI

OIEHOYHBIE CPEJACTBA
AJIS1 IPOBe/ICHUsI TEKYIIero KOHTPOJIS M IPOMEKYTOYHOM aTTeCTAlUuM 00y4aoInXCcs 110
AUCHHUILIMHE

«MeanIMHCKAA TeHETHKA»

Cneuuanssocts 30.05.01 JIleueOHOE nemo
Hamnpasnennocts (poduis) OITOIT - Jleuebnoe nemno

IlepeyeHb KOMIETEHIIMI ¢ YKa3aHUEM 3TANOB UX (JOPMHPOBAHUS B NPOLIECCE OCBOEHMS
o0pa3oBaTesIbHOI NPOTrPaAMMBbI

Kon Conepxxanue Pe3ynbrarel 00yueHus Paznensl Howmep
KOMIIe- | KOMIICTCHIIUN TUCIUIUIA- | CEeMecT-
TCHIIUH HBI, IIPU pa, B KO-

3nameo Ymemo Braoemyo OCBOEHUH TOPOM
KOTOPBIX bopmu-
dopmupyer- | pyercs
Ccsl KOMIIe- KOMIIE-
TEHIIUS TEHIIUS
OIIK-1 I'otoBHOCTRIO | 31. V1.  Hcnons-| Bl. HaBeika- | Paszoen 1. 3 ce-
pewmars CTaH- | .OCHOBHYIO 30BaTh He Me-| MU UTCHUSA U | Beedenue 6 mecmp
JlapTHbIE 3a-| MEeIUKO- nee 900 Ttep-| mucbMa Ha MeOuyuH-
naun  mpodec-| Guonornye- MHHOJIOTHYE- | JATHHCKOM CKYI0 eene-
CHOHAIIBHOW | ckyto u  (ap-| ckux exunui u | A3PIKC aHa- MUKy.
eATEIbHOCTH | MarneBTHue- TEPMHHODJIE- TOMHHCCKHX, | Hracneo-
¢ wucmompzo- | TEPMIT) MEHTOB: FOTHHITCT CMBEHHOCb
HOJIOTHUIO  HA| CKHX, (hapma-
BaHUEM UH- pyCCKOM ul nepTHyeckux | o 1HMONTOUL
(GOpMaLMOH- | TaTHHCKOM TepmuHoB |1 asoen 2.
HBIX, OMOIHNO- s3BIKE. PELENTOB. Tenom  weno-
rpadu4ecKux éexa.
pecypcoB, Me- Cmpyxkmypa
JKO- u @dynxyuy|
ouosornye- eenos.  Pezy-
CKOM  TepMHu- AAYUA 9KCH
HOJIOTHH, WH- npeccuu  2e-
dhopmarmon- HO8.
HO- Pasoen 3.
KOMMYHHKa- I'ennvie  60-
ITUOHHBIX JIe3HU.
TEXHOJIOTHI U Pasoen 4.
y4ETOM 0C- Xpomocom-
Has  namoiuo-
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HOBHBIX  Tpe- eus.
OOBaHUU  WHA Paszoen 5.
(dhopMarmoH- Xpomocom-
HOl Oe3omac- Has namoo-
HOCTH eus.
Pas3zoen 6.
Mynemu-
¢axmopu-
anvHvle  3a-
bonesanusl.
Pa3zoen 7.
Ipogpunax-
muka
Hacneo-
CMBEHHbIX
3a601e8anui.
Meouxo-
2eHemuye-
cKoe KOH-
CyIbmuposa-
Hue.

OIIK-4 Cnoco6Ho- 32.0OcHOBBI V2.  Cob6mio-{ B2. [lpunuu- | Pazoen 6. 3 ce-
CTBIO M TO- | MeauuuH- JaTh MOpajb- | TaMU Bpa-| [lpogpunax- | mecmp
TOBHOCTBIO CKOM JICOH-| HO-TIpaBOBbIE | YEOHOM muxa
peanu3oBaTh | TOJOTMM NPHU | HOPMBI; CO-| JICOHTOJIOTUHN | Hacleo-
THYECKHE M | paboTe c| 6monath U Bpa4yeOHOI | cmeeHHbix
JCOHTOJIOTH- | KOJUIETaMH W] TIpaBWJIa  Bpa-| 3TUKW;  CIO-| 3abonesanui.
YyecKHe MpPUH-| MEIUIIH- 4eOHOU ATUKU | COOHOCTBIO Meouro-
OUIBl B TPO- CKUM TEPCO- | M  JCOHTOJIO-| COOMIONATh —
¢)€SCI/IOHaJ'II>- HaJIOM, na- THH,  3aKOHBI| ATHYECKHE cKoe oA
HOW JesATeNb- | IIMeHTaMH W] M  HOPMAaTHB- acneKTvLI Bpa- Cybmuposa-
HOCTH. ux pon-| Hble akTHl MO | YeOHOW  nesi- e,

CTBEHHUKa- | paboTte | TETBHOCTH B
MHU. KOH(UIEHIHU- | 00lIeHUN c
N 18:(0)71 WH-| 1eTbMU 171
¢dopmanuelt, | mompoctka-
COXPaHSATh MU, X POJIH-
BpaueOHYIO TEJSIMH 171
TallHy, CTpe- | pOACTBEHHU-
MUTBCS K [10- | KaMH.
BBIIICHHIO
CBOETO KYJIb-
TYpPHOTO
YPOBHS; 3a-
KOHBI M HOp-
MaTUBHbIE
MIpaBOBbIE
aKkThl MO  pa-
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0oTe ¢  KOH-
buaeHIMah-
HOW  mH(ODPA
Marnuei.

OIIK-2 | T'oroBHOCTRIO | 31. OO6mue| V1. Wurep-| B1. Menuxko- | Pasoden 3. 3 ce-
K WCIONB30- | 3aKOHOMEp- | MPETHpOBaTh | Omonorude- |/ enuwvie  Oo-| mecmp
BaHUIO OC-| HOCTH  TIPO-| pe3ynbTaThbl CKUM TIOHS- |Je3HU
HOBHBIX  (DU-| HCXOXKACHUS | FTEHETHYECKO- | TMMHBIM am-

Pazoen 4.
3UKO- W pa3BUTHS| FO  aHAJIM3A.| MapaToM.
. Xpomocom-
XUMHUYECKHX, | XKHU3HHU, CBOM-| MHTepnperu- | Meromamu
Has  namoino-
MaTemaTtuue- | cTBa  OHMOJIO-| pOBaTh pe-| u3yuenus
eus
CKUX WU WHBIX | THUYECKUX 3yIbTaThl  Jia-| HACHEI-
€CTeCTBEHHO- | cucteM,  aH-| OopaTopHbIX | cTBeHHOCTH | Pazden 5.
HAy4YHBIX  TI0-| TPOIIOTEHE3 U | METOJIOB AMa- | YeJIOBEKa. Mynomu-
HATUH U Me-| OHTOTeHEe3 rHOCTUKU Ta- | HaBbikamu Gaxmopu-
TO/IOB MIpH| 4eTI0OBEeKa. pa3uUTapHBIX U | MUKPOKOIIU- | anbHble  3a-
pelieHun CoBpemeH- HACJIEJICTBEH- | POBAHMUS. bonesamnusl.
npodeccuo- HBIE  METObI| HBIX 00J1e3 Pazoen 6.
HAJIBHBIX  3a-| TCHETUKU Ye- | HeW y IeTel U
ya Ipogpunax-
Jau. JIOBEKa,  OC-| MOJAPOCTKOB.
muxa
HOBHBIE  T0-| [IpUroTOBUTH
Hacneo-
HSATHUS ¥ TIPO- | BpEMEHHBIC
CMBEHHbIX
O0seMbl  OHMO-| MUKpoIpena- .
3a001e8anuil.
cepsr u| paTbl  OMOJI0A
. Meouxo-
JKOJIOTHH; THICCKUX
2eHemuye-
Oouosnorude- | 00bEKTOB u
cKkoe KOH-
CKHe npe-| UCCenoBaTh
CyIbmuposa-
MTOCBUIKH UX C  TIOMO-
Hue.
KU3HE e - B0  COBpE-
TEIbHOCTH ¥ MEHHOW  MUK-
9KOJIOTHH pockornuye-
YeloBeKa. CKOMl  TEeXHHUA
CoBpemeH- KH.
HOE npes-
CTaBJICHHUE O
TeHOME qe-
JIOBEKa,  MO-
JICKYJISIPHBIC
OCHOBBI
Hacle-
CTBEHHOCTH,
ponu
Hacles-
CTBEHHOCTH B
oTpeieIICHUN
3I0pOBbS W
MaTOJIOTUH.
IK-3 l'otoBHocThiO | 31. Marema-| Y1. Ilonb3o- Bl. HaBwika- | Pazden 1. 3 ce-
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K aHamM3y M | THYECKHE Me- | BaTbcs  y4el-| Mu nouckal Beedenue 6 mecmp
nyOJIMYHOMY | TOABI  pelie-{ HOi, Hay4-| MEAULIVH- Meouyun-
mpejncTaBie- | HAS ~ WHTEN-| HOM, Hay4yHO-| ckoii  wmH O cxyro eene-
HUIO MeH-| TIEKTYabHBIX | TOMYJISIPHOW | MaIuH B| muxy.
IMHCKOM  WH- 33/1ad W  WX| TUTEpaTypou, | ydeOHOi, Hacneo-
dbopMaiuu  Ha| IPUMEHEHUE | CETHIO Wn-| HayyHort  nu-| cmeennocmuo
OCHOBE JI0OKa-| B MeJIHULMHE; | TEPHET IULsl| TepaType,  B| U namonocus.
3aTeJIbHOU TeopeThye- npodeccuo- ToM uucine c| Pazoen 2.
MEUITHBL; CKH€ OCHOBBI| HATHHOW Jies- | UCIOJIb30Ba-
I'enom  ueno-
uH(poOpMaTH- | TETHHOCTH; HHEM ceru| .
KU c6op,| npousBoauts | UnTepHeT; '
> pv p pi| p 9 Cmpmeypa
XpaHEeHue, pacdeTsl 10| HaBBIKAMHU
u @yHryuu
MOWCK, Tepe- | pe3ysibraraM | mpeacTaBlie-
> 1Iep pesy pel 2enos.  Pecy-
paboTtka, 9KCIIEPUMEH- |HUA U 00-
YU 9KC-
npeobpaso- Ta, MIPOBO-| CYXKICHUS
npeccuu  2e-
BaHUE,  pac-| IUTh dJIEMEH- | METUIUH- 08
MpoCTpaHe- TapHyl0  cTa-| Cko  HuH)OP-
Pasoen 3.
HUe  UH()OpP-| THCTUYECKYIO | Malluu.
Maluu B Me- | 00paboTKy l'ennvie  0o-
TUIMHCKUX U | SKCIIEPUMEH- JIe3HU.
Ouojorude- | TalIbHBIX Pa3zoen 4.
CKMX  CHCTE-| JaHHBIX. Xpomocom-
Max, HCHOJb- Has  namoio-
30BaHUE  WH- eus.
OpMaIMOH-
hopman Paszoen 5.
HBIX  KOMITb- 7
IOTEPHBIX CH- YAbm
K -
CTEM B MU~ paxmopu
anvHble 3a-
IWHE ¥ 3/1pa- p
01e8AHUSI.
BOOXpaHe-
HUH. Pa3zoen 6.
Ilpoghunax-
muxa
Hacneo-
CMBEHHbIX
3a001e6aHU.
Meouxko-
2eHemuye-
cKoe KOH-
cyIbmuposa-
Hue.

IToxa3aTeu 1 KPUTEPUHU OLIeHUBAHUS KOMIIETEHIUI HA Pa3JIMYHBIX dTanax ux popmu-
POBaHHUS, ONIMCAHME IIKAJ OLlEeHUBAHUS

[Tokazarenu

Kpurepun u nmikansl OEHUBAHUS

OLICHUBaHUA

He 3aureno 3auTeHo 3auteHo

3auteHo

OueHo4dHOE cpeli-
CTBO

TS
TEeKy-

TSt
npoMe-
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IIETO KYTOU-

KOH- HOW aT-

TPOJIA TCCTallMH
OIIK-1

3HaTh ®parmentapubie | O0mue, HO HE Cdopmupo- Chopmu- | Te- TecTu-
3HAHUSI OCHOB- CTPYKTYpHUPO- BaHHbIE, HO CO- | POBaHHBIC |CTH- poBa-
HOM MeTUKO- BaHHbIC 3HAHMS | JepXallue oT- | cucreMa- |poBa- |HHE,
OMOJIOTMYECKOM | OCHOBHOW MEIU- | JIeTIbHBIC MPO- | TMUECKue | Hue, cobe-
u ¢papmaieBTu- | KO- Oenbl 3HaHUS 3HAHUA cobe- |ceno-
YECKOM TepMHU- OMOJIOrMYecKOl | OCHOBHOM Me- | OCHOBHOH |ceno- |BaHHE
HOJIOTUU Ha pyc- | U ¢papManeBTu- | JUKO- MEJUKO- | BaHue
CKOM M JIaTHH- YeCKOU TepMHU- ouonoruye- Ouosoru-

CKOM SI3BIKE. HOJIOTHH Ha pyc- | ckoit u papma- | uyeckoi u
CKOM M JIaTHH- LEBTUYECKOU dapma-
CKOM SI3BIKE. TEPMUHOJIOTHU | LIEBTHYE-
Ha PYCCKOM U CKOM
JATUHCKOM TEPMHHO-
S3BIKE. JIOTUU Ha
pyccKoM
U JIaTUH-
CKOM
SI3BIKE.

YMmetb Yactuuno ocBo- | B nenom ycnem- | B nemom Chopmu- [Cobe- |Cobe-
E€HHOE YMEHHE HOE, HO HE CH- YCIIELIHOE, HO | poBaHHOE |ceno- |ceno-
MOJIb30BATHCS HE | CTEMATHUYECKU coJieprkariee yYMEHHE BaHUE |BaHHUE
menee 900 Tep- | ocymiecTBiIsieMOe | OTACIbHBIC M0JIb30-

MUHOJIOTHYe- YMEHHE TMOJIb30- | MpoOeNbl yMe- | BaThCs HE
CKUMH SVHH- BaThCsl HE MEHEE | HUE MOJIb30- MeHee
LlaMU U TEPMHU- 900 TepMHHOIIO- | BaTbCS HE Me- 900 tep-
HODJIEMEHTaMH. | ruueckumu eau- | Hee 900 Tep- MHUHOJIO-
HUIIAMU U Tep- MUHOJIOTHYe- TUYECKH-
MUHOJJIEMEHTa- | CKUMH €IMHU- | MU €IH-
MHU. [[aMU ¥ TEPMHU- | HUIIaMU U
HORJIEMEHTAMH. | TEPMHUHO-
3J€MEH-
TaMH.

Bnanets ®parmentapaoe | B uenom ycnem- | B menom Ycenem- Pede- | Tectu-
MIPUMEHEHUE HOE, HO HE CH- YCHEIIHOE, HO | HO€ U CU- | paT poBa-
HABBIKOB UTEHHUS | CTEMAaTHYECKOE | CoeprKaIee cTeMaTH- HHUeE,

U TIIChMa Ha J1a- | IPUMEHEHUE OT/IeJIbHbIE 4eCcKoe cobe-
TUHCKOM SI3BIKE | HABBIKOB YTCHUS | MPOOEITBI MIpUMEHE- ceno-
AHATOMUYECKUX, | M MUChMa Ha Ja- | HABBIKOB uTe- HUE BaHUE.
KITMHUYIECKHX, TUHCKOM SI3BIKE | HUS Y TUChMa | HABBIKOB [Tpuem
dbapmarieBTUUe- | aHATOMMYECKHUX, | HAa JATUHCKOM | YTEHUSA U TpaK-
CKHUX TEPMHUHOB | KIIMHUYECKUX, SI3BIKE aHATO- nuchMa THYe-
U PEIenToB dapmarieBTUUe- | MHYECKHX, Ha JIATHH- CKHX
CKHUX TEPMHUHOB | KIMHUYECKUX, | CKOM HaBbI-
U PEIenToB dbapmarieBTH- SI3BIKE KOB.
YeCKUX TePMH- | aHATOMH-
HOB U perien- YECKHX,
TOB KITUHUYE-
CKUX,
dapma-
LeBTHUYE-
CKHX

TEPMUHOB




U pelien-
TOB

OIIK-4

3HaTh ®parmenrapubie | O0mue, HO HE Cdopmupo- Chopmu- | Te- TecTn-
3HaHMSI OCHOB CTPYKTYpHUpPO- BaHHBIE, HO CO- | pOBaHHbBIE | CTU- poBa-
MEAUIIMHCKON BaHHbIC 3HAHMS | JAepXKalllde OT- | cucreMa- |poBa- | HHe,
JIEOHTOJIOTMH OCHOB MEJMIIMH- | JAEJIbHBIE IPO- | THUECKUE | HUE, cobe-
npu pabdote ¢ CKOH JI€OHTOJIO- | OeIbl 3HaHUS 3HAHUA cobe- | ceno-
KOJUJIEraMH U TUM 1IpU paboTe | OCHOB MEAU- OCHOB celo- | BaHue
MEAUIIMHCKIM C KoJIJIeTaMu 1 UHCKOM JIEOH- | MeIuUuH- | BaHUE
[IEPCOHAJIOM, MEAULIMHCKUM TOJIOTHU TIPU CKOM
nanueHTaMu U MIEPCOHAIOM, paborte ¢ KoJa- | AEOHTO-

WX POACTBEHHHU- | MAlMEHTaMHU U JIeramMH U Me- JIOTUHU
KaMHU. UX POJICTBEHHU- | AUIIMHCKUM pu pa-
KaMH. MEPCOHAIIOM, 6orte ¢
HalUeHTaMu U | KoJuiera-
UX POJICTBEH- MU U Me-
HUKaMH. JTUTIAH-
CKUM
nepcoHa-
JoM, Ta-
[IUEHTAMHU
U UX poj-
CTBEHHH-
KaMHU.

YmeTh YactuuyHo ocBo- | B nemom ycnemr- | B nenom Cdopmu- | Pemre- | Perme-
€HHOE YMEHHE HO€, HO HE CH- YCIIEIIHOE, HO | pOBaHHOE | HUE HUE
coOuo1aTh MO- | cTeMaTUYecKH cozepxaiiee yMEHUE cuTy- | curya-
pajbHO- OCYIIIECTBIISIEMOE | OTJEJIbHbIE co0to- anu- LIUOH-
MPAaBOBBIE HOP- | yMEHHUE cOoOII0- | mpoOenbl yMe- | 1aTh MO- | OHHBIX | HBIX
MBI; COOMIOIaTh | AaTh MOPAJIbHO- | HUE COONIIOIATh | panbHO- | 3amad | 3a7ad
npaBuia Bpa- MpaBOBbIE HOP- MOPAJIbHO- MIpaBOBbIE
4yeOHOM 3TUKH U | MbI; COOJNIIO/IaTh | IPaBOBBIE HOPMBI;

JIEOHTOJIOTHH, npaBuia Bpa- HOPMBI; CO- co0utto-
3aKOHBI U HOP- 4yeOHOM STUKU U | OJIfoaTh mpa- | JaTh Ipa-
MaTUBHbBIE aKThl | JICOHTOJIOTUH, BUJIa BpayeO- BUJIA Bpa-
1o pabote ¢ 3aKOHBI U HOP- HOM 3TUKHU U yeOHOMN
KOH(UICHIIH- MAaTUBHbBIC aKThl | JICOHTOJIOTHH, | 3THKHU U
anbHOU uHGop- | mo padorte ¢ 3aKOHBI M HOP- | IGOHTO-
Maruei, coxpa- | KoH(MUICHIIH- MaTHUBHBIC aK- | JIOTUH,
HATH BpaueOHYI0 | anbHOU MHGOp- | ThI O paboTe C | 3aKOHBI U
TaifHy, CTpe- Malueu, coxpa- | KoH(pUIEHIIN- HOpMa-
MUTBCS K TIOBBI- | HATh BpaueOHYIO | aIbHOM HH- THUBHBIE
LIEHHUIO CBOETO TaliHy, CTpe- (dbopmaruei, aKTBI 110
KYJIbTYPHOTO MUTBHCS K TIOBBI- | COXpaHsATh pabote ¢
YPOBHSI; 3aKOHBI | IIIEHUIO CBOETO BpaueOHYIO KOH(u-
Y HOPMATHUBHBIE | KYJIBTYPHOTO TaliHy, CTpe- JEHIIH-
MPaBOBBIC AKTHl | YPOBHS; 3aKOHBI | MUTBCS K TI0- aTbHOM
1o pabore ¢ Y HOpMATHBHBIC | BBINIEHUIO CBO- | MH)OP-
KOH(HUICHITH- MIPaBOBBIC AKTHI | €T0 KYJIBTYp- Mallien,
anpHOUM mHGOp- | mo padote ¢ HOTO YpOBHS, coxpa-
Malueu. KOH(UICHITH- 3aKOHBI U HOP- | HATb Bpa-
aTpbHOM MHGOpP- | MaTUBHBIE TIpa- | 4eOHYIO
Maluei. BOBBIE AKTHI 110 | TalHY,
pabote ¢ KOH- | cTpe-
buaeHIMAaTh- MUTLCS K




HOW uH(poOpMa- | MOBBIIIIE-

LHCH. HUIO CBO-
€ro KyJjb-
TYpHOTO
YPOBHS;
3aKOHBI U
HOpMa-
TUBHBIE
paBOBbIE
aKTBhI 110
pabote ¢
KOH(H-
JCHITH-
aJbHOU
uHdop-
Maluen.

Bnanets ®parmentapaoe | B uenom ycnem- | B menom Yenew- Pede- | Tectu-
pUMEHEHHE HOE, HO HE CH- yCIEIIHOe, HO | HOe U CH- | paT poBa-
HABBIKOB IOJIb- | CTEMAaTHYECKOE | CojeprKalee cTeMaTu- HUE,
30BaHUs MIPUH- MIPUMEHEHUE OTJIeIbHbBIE YEeCKOe co0e-
UIaMu BpayeO- | HaBBIKOB MOJIb- po0esibl pu- | mpumeHe- ceno-
HOM JIEOHTOJIO- 30BaHUs MIPHUH- MEHEHUE HUE BaHUE.
UM ¥ Bpa4eOHOM | nuIiaMu BpaueO- | HaBBIKOB TOJb- | HABBIKOB [Tpuem
STUKU; CIIOCO0- | HOM 1€OHTON0- 30BaHUs MPUH- | MOJIB30- pak-
HOCTBIO COOJIIO- | TMM U BpaueOHOW | umamu Bpa- BaHUS THYe-
JaTh OTUYECKUE | OTUKHU; ClIOCcO0- | yeOHOM IeoH- | MpUHIU- CKUX
aCIeKThI Bpa- HOCTBIO COOJIIO- | TOJIOTMHM U Bpa- | mamu HaBbI-
4yeOHOIl est- JaTh DTUYECKUE | 4eOHOM PTHKH; | Bpaued- KOB.
TEITHLHOCTH B acreKThl Bpa- CITOCOOHOCTBIO | HOM
o0I11eHUH ¢ yeOHOM aes- co0I01aTh JIEOHTO-

JI€TBMHU U TIOJI- TEITLHOCTH B ATUYECKHE ac- | JJOTUHU U
POCTKaMH, UX OOIIeHUH C NEeKThl Bpaued- | Bpaued-
POIUTENSAMU U JIETBMH U TIOJI- HOU JeATEeIb- HOM 3TH-
POJCTBEHHUKA- | pOCTKaMH, UX HOCTHU B 001Ie- | KU; CTO-
MH. POIUTEINSIMU U HUU C JETHbMHU U | COOHO-
POJICTBEHHUKA- | MOAPOCTKAMH, | CTBIO CO-
MH. WX POAUTEISIMU | OJFO7aTh
U POJICTBEHHH- | ITUYe-
KamH. CKHUe ac-
MEKTHI
Bpaueo-
HOH Jes-
TEIHHO-
CTH B 00-
IIEHUH C
JIETHbMU U

noapoCT-




KaMH, UX

ponute-
JSIMH 1
pon-
CTBEHHHU-
KaMH.
OIIK-7
3HaTh Oparmentapubsie | O6mue, no el Chopmuposan- | Chopmu- | Tect, | Tecr,
3HAHUS 06HIHX CTPYKTYpHUPOBaH- HBIC, HO COAECP- POBAaHHBIC C06C' CO6C'
3aKOHOMEPHO- HbIC 3HaHHs  O00-| Kaiue oTAenb- | cucTema- ceno- | cemo-
creif npoucxox- | HX _3aKOHO-| Hble npoOebt THYECKUE | pappe | BaHue
Jlenus U pazpu- | MEPHOCTEH  1po-| sHamis o0mux | 3HaHUs
THS KU3HH, UCXOXKJEHUS u 3aK9H0MepHo- 001IMX
CBOMCTR 6Hoo- | PA3BUTHS JKU3HH, | CTEH mpouc- 3aKOHO-
[HYECKAX CH- CBOMCTB  OMOJIO-| XOXKICHUS U MEpPHO-
crem, anTporio- | TMUCCKAX CH-| Pa3sBUTHS XKu3- | cTeH
reHes i onTore- | CT€M,  AHTPOIO-| HH, CBOWCTB pouc-
He3 JesoBeka, reHe3 U OHTOre-| Omomormue- XO0XKIIe-
COBPEMEHHbIX HE3 YeJI0OBEKa,| CKUX CHUCTEM, HUS U
METOJIOB TeHe- COBPEMEHHBIX aHTPOIOrEHE3 | pa3BHUTHUSA
THKY YeoBeka, | METOMOB reHe-| 1 OHTOTeHEe3 KU3HY,
OCHOBHEIX Mons- | THKM  YellOBEKa,| YeloBeKa, co- CBOIICTB
THii 1 poGIeM OCHOBHBIX TOHA- | BPEMEHHBIX Ouosoru-
6rochepsl 1 TAA W TpoOJieM| METOJIOB TeHE- | YECKHMX
3KOJIOTUH, GHO- ounocdepnr Y| TUKM YEJIOBEKA, | CHCTEM,
JIOTHYECKUX 9KOJIOTMH, OHO- | OCHOBHBIX IIO- | aHTPOIIO-
IPEIIOCHLIOK JOTHICCKUX HATHH U TIPO- TCHE3 U
Km3HeneaTenp- | MPCAMOCHIIOK Gsiem OGuocde- | onrore-
HOCTH M 5Kollo- | KU3HEHesTeNb- PBI ¥ DKOJIOTUH, | HE3 YeJIO-
MM YEJIOBEKA, HOCTH M  DKOJIO-| OMoJoTHye- BEKa, Co-
COBPEMEHHOTO TUU YeN0BEKa,| CKUX MPEe.Io- BpeMeH-
npejicTaBnenns | COBPEMEHHOTO CBIJIOK )KHM3HE- | HBIX Me-
reHOMeE Yeso- MIPEACTABJICHUS O | AESITENIBHOCTA | TOJIOB Te-
Bexa, MOJIeKy- T€HOME  4YEJIOBE-| M DKOJIOTUM HETHUKHU
JSIPHBIX OCHOB Ka,  MOJICKYJAp- 4€JI0BCKa, CO- YEJI0BEKa,
HacnencteenHo- | HPIX OCHOB| BPEMEHHOTO OCHOBHIiIX
CTH, POl HACJIEJACTBEHHO- | IPEICTaBJICHUS | MOHATHI
HACJIEICTBEHHO- CTH, poJix| 0 TCHOME 4Y€JIO- | U IPO-
ci B orpenene- | HACACACTBEHHO- | BeKa, MOJIEKy- onem
wuH 3710poBbs i | CTH B ONpPENese- | JAPHBIX OCHOB 6uocde-
ATOTOI ML HUU 3J0pOBbsI H| HACJIE/ICTBEH- PBI 1 3KO-
MaTOJIOTHH. HOCTH, POJIH JIOTHH,
HAaCJIeJICTBEH- Ounooru-
HOCTH B OIIpEC- YEeCKUX
JICJICHUH 3]10- peIo-
POBBA U I1aTO- CBIJIOK
JIOTHH. KU3HEE-
SITEITLHO-
CTH U
9KOJIOTUH
YEeJI0BEKa,
COBpe-

MCHHOTI'O




npen-

cTaBJe-
HUS O re-
HOME 4e-
JIOBEKA,
MOJIEKY-
JSIPHBIX
OCHOB
HacJe-
CTBEHHO-
CTH, POJIU
Hacjuen-
CTBEHHO-
CTH B
orpee-
JIEHUU
3/10pOBbSA
Y 11aTOJIO-
TUH.

YMerb YactuyHo 0CBO- | B memom ycmem- | B nenom Coopmu- | Pe- Peme-
€HHOE YMEHUE HOE, HO HE CHCTe- | YCIIeLIHOE, HO poBaHHOE | ILIe- HUe
UHTEPIIPETUPO- MaTHU4YEeCKH OCY- cojeprkaiiee YMEHHUE HUE cuTya-
BATh PE3YIIBTATE IIECTBIIAEMOE OTAENbHBIE IPO- | CUCTEMA- CHTY- | 1uOH-
FeHETHUECKOTO yMeHHe UHTEP- OeInbl yMEeHHE TU3UPO- alrm- HEBIX
aHami3a, pe- IIPETHPOBATH Pe- | HHTEPIPETHPO- | BATh pe- | .- a9
symeTaTe maGo- | 3YPTATBITEHE- | BAaTb PE3yNbTa- | SYIBTAThl |
pATOpHBIX MeTo- | THUECKOrO aHa- | Thl reHeTHe- TeHETU- saay
10B qmarHocTn- | [H33 PE3YIbTa- | CKOTO aHalu3a, | YECKOTro
Ki TTapasuTap- ThI J1abopaTop- pe3ynbTaThl aHanmu3a,

HEIX 1 HACHeI- HBIX METOJIOB 7a00paTopHBIX | Jabopa-
CTBEHHBIX 60~ JTMarHOCTUKHU METOJIOB JIha- | TOPHBIX
nesmeit y metei | MAPASHTAPHBIX M | THOCTHKY Ma- METOJI0B
U TIOPOCTKOB, Hac/E/ICTBCHHBIX | PASHTAPHBIX M | IMArHO-
HPHrOTOBISTH 6oiIe3HeI/I y ne- HacJe/ICTBEH- | CTHKH
BPEMEHHbIE TE€W U MOAPOCT- | HBIX 6(3)'[63H6H rnapasu-
wukponpernapa- | KOB» IPHTOTOB= |y JleTeif 1 IO~ | TApHBIX 1
T — JIATh BPEMEHHBIE | POCTKOB, MMPU- | HAcCIeA-
cKnx o6BexTos i | MUKporpenapa- | FOTOBIISTH CTBEHHBIX
i — Ouosiornye- | BpeMEHHBIC OonesHeii,
¢ momompbio co- | CKIX 00BEKTOB M | MUKpOIIpera- METOJI0B
BPEMEHHOIH HCCIEA0BAaTh UX | paThl OMOJIOTH- | U3YYEHUS
MHKpOCKOHue- | ¢ TOMOLIBIO CO- | HECKHX 00BEK- | AKOJOTHH
CKOM TEXHIKIL BPEMEHHOI MUK- | TOB 1 HCCE/O- | YeloBeKa.
POCKOIIUYECKON | BaTh UX C MO-
TEXHHUKH. MOIIIBIO COBpe-
MEHHOUN MUK-
pockomnunye-
CKOM TEXHUKH.

Buianers ®parmenrapHoe | B menom ycrem- | B nenom Ycenem- Pede- | Tectu-
IIPUMEHEHHE HOE, HO HE CHU- YCHENIHOE, HO | HO€ M CU- | paT poBa-
HAaBBIKOB BJIaJIe- | CTEMaTHUYECKOE | COEprKallee CTEMAaTHU- HUE,
HUS MEJIUKO- MIPUMEHEHHE OT/IEJIbHBIE YEeCcKoe co0e-
OMOJIOTHYECKUM | HaBBIKOB Biase- | mpoOenbl Mpu- | IpUMEHe- cenlo-
MOHATUNHBIM HUS MEJIUKO- MEHEHHE HUE BaHHE.




anmapaTtom, Me- | OMOJIOTHUECKUM | HABBIKOB BJIa- | HABBIKOB [Tpuem
TOJIaMH U3y4e- MOHATUIHBIM JICHUs MEIUKO- | BIIaJleHUs paK-
HUS Haclen- ammaparom, Me- | Guosormuue- MEAUKO- THYe-
CTBEHHOCTHU 4e- | Tomamu usyde- CKUM IIOHS- ouosoru- CKHUX
JIOBEKA, HaBblI- HUS HacJe- TUUHBIM allla- | YeCKUM HaBBI-
KaMU MUKPOKO- | CTBEHHOCTH ye- | paTOM, METO- HOHATUI- KOB.
IIUPOBaHUS. JIOBEKA, HaBblI- JaMH U3Yy4EHHsI | HBIM am-
KaMU MUKpPOKO- | HacieacTBeH- apaToM,
IIUPOBAHUS. HOCTHU Y€JIOBE- | METoAaMH
Ka, HABBIKAMM | U3Yy4EHUs
MUKpPOKONHPO- | Hacien-
BaHMUSL. CTBEHHO-
CTH Yello-
BEKa,
HaBBIKA-
MU MHK-
pOKOIIHU-
pOBaHusl.
1IK-5
3HaTh O®parmentapusie | O6mue, HO HE Cdopmupo- Chopmu- |Tect, | Tecr,
3HaHMS MaTeMa- | CTPYKTYpHpO- BaHHbIE, HO CO- | poBaHHBIE |cobe- | cobe-
TUYECKHUX METO- | BaHHbIC 3HaHUS | JepKalue oT- | CUCTeMa- |celno- | cero-
JIOB pELICHUS MaTEeMaTHUYECKUX | JEJIbHbIE IPO- | TUYECKHUE |BaHUE | BaHUE
UHTEJUIEKTyallb- | METOJOB pemie- | Oesbl 3HaHUS 3HaHUS
HBIX 32/1a4 U UX | HUS WHTEJUICK- MaTemaruye- MaTema-
IPUMEHEHUS B TyalbHbIX 33Jla4 | CKMX METOJIOB | THYECKHX
MEIWIUHE; Te0- | M MX mpuMeHe- pelieHus uH- METOJIOB
PETUYECKHX OC- | HUSI B MEIULIUHE; | TEJUIEKTYyallb- peLeHus
HOB MH(OpMa- TEOPETUYECKUX | HBbIX 3a]a4 U UX | UHTE-
THKH, cOopa, OCHOB MH(OpMa- | MPUMEHEHHs B | JIEKTy-
XpaHEeHus, ouc- | TUKH, cOopa, MEIUINHE, AITBHBIX
Ka, mepepadoT- XpaHEeHHUs, MIOUC- | TeOpeTHYEeCKHX | 3a1ad u
KU, Ipeobpa3zo- | Ka, mepepaboTKH, | OCHOB HH(DOpP- | UX IpH-
BaHUs, paclpo- | mpeoOpa3zoBaHMsl, | MATUKH, cOOpa, | MCHEHUs
CTpaHEHUs UH- pacnpocTpaHe- XpaHEHus, o- | B MEIU-
¢dopmanuu B Me- | Hus uHpOpMa- UCKa, Ilepepa- | LUHE;
IUIMHCKHAX U UM B MEIUIIMH- | OOTKH, Mpeod- | TeopeTu-
OMOJIOTHYECKUX | CKMX M OMOJIOTH- | pa30BaHUS, YECKUX
CUCTeMax, uc- YECKUX CHCTe- pacrnpocTpaHe- | OCHOB
MOJIb30BaHUS Max, UCIONIb30- | Husg uHpopma- | uHpop-
uH(pOpMalMoH- | BaHUS UHOP- LIUH B MEJIH- MAaTHKH,
HBIX KOMIIBIO- MAaIMOHHBIX IIUHCKUX U coopa,
TEPHBIX CUCTEM | KOMIIBIOTEPHBIX | Omosoruye- XpaHe-
B MEJIUIIMHE U CHCTEM B MEJIM- | CKHUX CUCTEeMax, | Hus, Mo-
3JpaBOOXpaHe- LIMHE U 3paBO- | UCIOJIb30BAaHUS | MCKa, Ie-
HUH. OXpaHEHMH. uHpopManu- pepaboT-
OHHBIX KOMITb- | KH, TIpe-
IOTEPHBIX CH- obpaso-
CTEM B MeJu- BaHUs,
IIUHE U 37pa- pacmpo-
BOOXPAaHEHHMHU. | CTpaHe-
HUSI MH-
dhopma-
IIUHU B Me-

THLIAH-




CKHUX U

6uomnoru-
YECKUX
CUCTEMAX,
UCIOJIb-
30BaHUs
uHbpop-
MalHOH-
HBIX KOM-
MBIOTEP-
HBIX CH-
CTEM B
MEAULIMHE
U 3/1paBo-
oXpaHe-
HUU.

Ymerp YactuuHo ocBo- | B nenom ycnem- | B uenom Chopmu- |Peme- | Pemre-
€HHOE YMEHHE HO€E, HO HE CHU- YCHEIIHOE, HO | pOBaHHOE |HUE HUE
10JIb30BATHCS CTEMAaTUYECKH cojepxaniee yMeHue cuTya- | cuTya-
yueOHOI, HAy4Y- | OCYyIIECTBIIEMOE | OTAEIbHBIC 0JIb30- LIUOH- | LIMOH-
HOH, HAY4YHO- YMEHHME I10JIb30- | IPOOEIbl yMe- | BaTbCs HBIX HBIX
MOMYJSIPHOM - | BaThCs yueOHOM, | HUE MOJb30- yueOHOM, |3amau | 3amau
TepaTypou, ce- Hay4yHOM, Hay4y- | BaTbcs yueo- Hay4HOHU,

Tht0 IHTEpHET HO-TIONYJISIPHOW | HOM, HAYYHOH, | HAy4HO-
JUist popeccuo- | IuTepaTypoi, Hay4yHO- HOIYJISIp-
HaJIbHOU Jed- ceTplo MHTEpHET | momynspHOU HOM JIN-
TEIbHOCTH; IPO- | U1t Mpodeccuo- | IUTEpaTypou, Tepary-
W3BOJUTH pacye- | HaJIbHOM Jes- cerbto MHTEP- | poii, ce-
THI 110 pe3yNbTa- | TEIBHOCTHU; IPO- | HET AJIS Ipo- Tht0 1H-
TaM SKCIEPHU- U3BOAMTH pacue- | peccruonans- TEpPHET
MEHTa, IIPOBO- THI 110 pe3yJIbTa- | HOM JesTelb- JUISL IPO-
JUTh DJIEMEH- TaM 3KCIIEpHU- HOCTH; npous- | heccuo-
TapHYIO CTaTH- MEHTa, POBO- BOJUTH pacue- | HambHOM
CTHUYECKYIO 00- JUTH DJIEMEH- THI 110 pE3yNb- | AEATEIb-
paboTKy 3Kcme- | TapHyro craTu- TaTaM 3KcIe- HOCTH;
PUMEHTAJIBHBIX | CTUYECKYIO 00- pUMEHTA, IPO- | IPOU3BO-
JTAHHBIX. paboTKy 3Kcre- | BOAUTH 3JIe- JUTh pac-
PUMEHTAIBHBIX | MEHTapHYIO YEeThI 110
JTAaHHBIX. cTaTHCTUYe- pe3ynbTa-
CKyI0 00paboT- | Tam 3Kc-
Ky 2KCIepHU- NEpUMEH-
MEHTaJIbHBIX Ta, Mpo-
JTAaHHBIX. BOJMTH
JJIEMEH-
TapHYIO
CTaTh-
CTHYE-
CKYIO 00-
paboTKy
JKCIEepHU-
MEHTaJIb-
HBIX JIaH-
HBIX.

Bnaners ®parmentapHoe | B nenom ycnem- | B menom VYenem- Pede- | Te-

IIPUMEHEHHE HOE, HO HE CHU- YCHEIIHOE, HO | HO€ U CU- | paT CTUPO-




HAaBBIKOB IIOMCKA | CTEMaTHUYECKOE | COEprKallee CTEMAaTHU-
MEIUIUHCKON IIPUMEHEHHE OTJENIbHBIE 4ecKoe
uHpopManuu B HaBBIKOB TIOMCKa | mpoOensl mpu- | mpumene-
y4eOHOM, Hay4- MEIULIMHCKON MEHEHHE HHE
HOU nuTepatype, | mHpopMamuu B | HABBIKOB IOMC- | HABBIKOB
B TOM 4HUCIIE C y4eOHOIl, Hay4- | ka MeauLMH- IIOUCKA
UCITIOJIB30BaHUEM | HOM JUTeparype, | CKoil HHGpOp- MEIULUH-
cetu MlHTEepHeT; | B TOM umcIe ¢ Maluy B yueO- | CKOil uH-
HaBBIKAMU TIpeA- | ucronp3oBaHMeM | HOHM, Hay4yHOH | opma-
cTaBiieHUs U 00- | cetu MHTepHeT; | iuTepaType, B | LIMU B
CYXKIECHMSI Me- HaBbIKaMU NpeJ- | TOM YHUCIIE C yueOHOii,
JUIMHCKOM MH- | CTaBJIE€HUA U 00- | UCHOJIb30BAaHU- | HAYYHOH
dbopmanuu. CyXAeHUs Meau- | em cetu Un- IuTepa-
LIUHCKON UH- TEpHET; HaBbl- | Type, B
bopmanun KaMH Ipej- TOM YHC-
CTaBJICHUS U Je ¢ uc-
00CyxaeHUs MOJIh30-
MEIUIUHCKONH | BaHUEM
uH(popManuu cetu Un-
TEpHET;
HaBbIKa-
MU Ipej-
cTaBJle-
HUS U 00-
CYXJACHUS
MEIUIUH-
CKOM MH-
bopma-
TUHN

BaHUE,
cobe-
celo-
BaHUE.
[Ipuem
npax-
THYE-
CKHUX
HAaBBI-
KOB

TunoBblie KOHTPOJIbHBIC 3aIaHUA U HHBIC MaTEPHAJIbI

3.1. IIpuMepHbBIe BONPOCHI K 324€TY, K TEKyLIeMYy co0ece10BaHHIO,
kpurtepuu ouenku. OIIK-1, OIIK-3, OIIK-4

Myrarenes. Knaccuduxanus myranuii. 'eHepaTUBHBIE U COMAaTHUECKUE MYTAllUU.
CrioHTaHHBIN M MHIYLIMPOBAHHBIN MYyTallMOHHBIN Npoliecc. BhIsBIEHNE U KOIMUYECTBEHHBIN
ydeT MyTalui.

['eHeTHUecKniA KOHTPOJIb MYTAlIMOHHOTO TIponiecca. PanranmoHHbIA 1 XUMHYECKUNA
MyTareHe3. Myrarensl okpyskatoiieii cpeasl. @akTopsl, MOIUGULIHPYIONIUE MYTAIIHOHHBIN
rpotecc.

I'eHomuKka - Hayka o reHoMax. CTpyKTypHasi opraHu3aius TeHoma IpoKapruoT U dyKapuoT.
Knac-cuduxanust moBTOpSIONINXCS JIEMEHTOB reHoMa. MeXayHapoAHbIH MPoeKT «I'eHoM
YEJIOBEKay.

ITonymAMOHHO-CTaTUCTUUECKUI MeTOA. ['eHeTndeckas CTpyKTypa nonyasinuu. YacToTsl
TE€HOB ¥ TEHOTHUIIOB. 3aK0oH Xapau-BaitnOepra. ['eneTnueckuii rpys.

@®akTopbl JUHAMUKY T€HETUYECKOTO COCTaBa MOMYJISIUU: Apei( reHOB, MyTallMOHHbIN
MPOLIECC, MUTPALIUU, U30MpaTeIbHOE ClIapUBaHNE 0COOEH, ECTECTBEHHBIN 0TOOP.

ITonsiTue o eBrenuke. [lo3nTrBHAs M HEraTHBHAs €BI€HUKA: COLUAIIBHBIE ACTIEKTHI.
CoBpeMeHHbIE 3TUYECKUE TPOOIEMbl MEUITMHCKOM FeHETUKH (KIIOHUPOBAaHUE U TeHETUYECKas
MacIopTH3aIKs).

MeTo1bl MOIEKYISIPHON AUarHOCTUKH. OOIINe TOHSTHS.

[Tonumepasnas uennas peakuust (I1L[P), ocHOBHbIE MOHATHS (IPUHLIUII, TEMIIEpATypPHBIE
peXuMBI, cocTaB Oydepa).




Lenu u npuHumn nposenenus peakuuu [JIP® (momumopdusm UIHH pecTPUKLIUOHHBIX
dbparmen-
TOB).
AHanmm3 oHOIIEIOYeYHOro0 KoH(popMarimoHHoro nmoaumopdusma (SSCP), nenu u npuHIUn
IIPO-BE/ICHMUS.
CexBenupoBanue 1o CaHrepy - UM U IPUHLIUI IPOBEACHUSI peaKLuu.
PecTpuKIIMOHHBIN aHATHU3.
I'enorepanus, mporpamma, 1eJH, MOAXObL. Y CIIEHIHbIE IPOEKTHI TEHHON TEPAIHH.
[Tonsitue o papmakoreHeTnke. OCHOBHBIC LIETH U 331a4H.
Mmuorodakropusie (MyabTu(dakTopruansubie, BHIT) 6one3nn. ['eHeTnUeckue u cpenoBbie
baxTops
pucka.
Bru3HenoBkIi MeTO I, 1eNH, ATk, pacueT KO3 puimeHTa XoIbIuHrepa.
HacnenctBenHbie 601€3HU: AITHONOTHS, KJIaCCU(DUKALINS, TUIIBI HACIIEOBAHUSI, 0COOCHHOCTH
KJIN-HUYECKUX MTPOSIBICHUI.
CeMuoTHKa HacleACTBeHHBIX 3a0oneBanuii. [lonstue cunapoma. O061Ias xapakTepuCTHKA
HACJIEeJICTBEHHOM NaTojaoruu. TepMuHOIOTHS.
MuxkpoaHnomanuu pa3BUTHS (CTUTMBI JU3IMOpUOTEHE3a), ONIPEICIICHHE, 11e]Ib BBISBICHHUS,
0C0-0€HHOCTH KIIMHUKO-MOP(OIOTUYECKOTO OCMOTPA BPAYOM-T€HETUKOM.
Tunel reHHbIX MyTallMid, HOHCEHC, MUCCEHC, CJIBUT PAMKH CUMTHIBAHUS, CIUIAICUHIOBBIE
MyTa-IUU. MeXaHU3Mbl T€HHbIX MyTalui.
['ennbie Oone3nu. O6mue nouarus. Knaccudukanus. [Ipumeps.
Kimauko-reneanornyecknit Metod. Tunsl HacinenoBanus. KinuHudeckne npumepsl.
Oco0eHHOCTH ayTOCOMHO-IOMUHAHTHOTO TUMA HacienoBaHus. COCTaBUTh POJOCIOBHYIO.
[Tpu-mepsl 3a001€BaHUT.
Oco0eHHOCTH ayTOCOMHO-PELIECCUBHOTrO THIa HacyieoBaHusl. COCTaBUTh POAOCIOBHYIO.
[Tpume-psl 3a0051€BaHU.
OcoOenHocTy Y CIEMJIEHHOTO TUIa HacieqoBaHus. CoCTaBUTh po0CcioBHYIO. [Ipumepbl
3aboJe-
BAHUM.
Ocob6enHoctu X-CLEIEHHOT0 JOMHUHAHTHOT O THUIA HacaeoBaHus. CoCcTaBUTh
ponocinoBHyto. IIpumeps! 3a001eBaHMi.
OcobeHHocTH X-CLEIUIEHHOTO PELECCUBHOTO THIIA HACIIEJOBAHUSI.
CocraBuTth posnocioBHyto. [Ipumepsl 3a001eBaHui.
[TuTonmazMaTH4eCKUil MM MaTEpUHCKUIN TUII HacienoBaHus. COCTaBUTh POJOCIOBHYIO.
[Tpume-psl 3a601€BaHUI.
Hacnencreennsie 6one3nn oomena. OO1as XxapakTepucTUKa U KilacCU(pUKaIUs.
MyKOBHUCIM103: TEHETHUKA, IEPBUYHBIN T€HETHUECKUH 1e(eKT, KIMHUKA, TAaTOreHe3,
JMarHOCTH-Ka, JIEUECHUE.
DeHUIKETOHYpHS: TeHETUKA, IEPBUYHBIA OMOXUMHUYECKUH J1e(eKT, KINHHKA,
HEOHATaJIbHBI CKPUHMHT, IATOT€HE3, TUAarHOCTHUKA, JIEUCHUE.
Cunapom Mapgana: Tun Haciae0BaHuUs, MATOT€He3, TUarHOCTUKA, KIMHUYECKUE
IIPOSIBIIEHUS, JIEUEHHUE.
bonesnu skcnancuu, cuaapom Maptuna-benia, reHeTrka, KIMHUKA, TaTOT€HE3,
JTUArHOCTHKA, JICYCHHUE.
OO0mras xapakTepucTUKa MUTOXOHAPUATLHOM naTojaorun. OcCOOEHHOCTH TeHOMa
MuToxoHIpuil. [Ipumepsl 3aboneBaHMiA.
Opdannslie 3a00neBanus. O0ue nousatus. [Ipumepsr. Peectp opdpanubix 3ab60neBaHmiA.
OO01m1ast XxapakTepUCTHKA U MEXaHU3Mbl XpPOMOCOMHOW MAaTOJIOTHH.
['eHOMHBIE U CTPYKTYpHBIE abeppamuu xpomocoM. Knaccuduxarus. [Tpumepsr.
Knaccugukarus u1 MexaHu3Mbl XpOMOCOMHBIX MYTaIlii, cOaJaHCUpOBaHHBIC U
HecOaaHCHPO-BaHHBIE CTPYKTYPHBIE TIEPECTPOUKH.
HacnencrBennsie 601e3H1, 00YCIIOBIEHHBIE AHOMATTUSIMH TTOJIOBBIX XPOMOCOM,
0COOEHHOCTH Te-UeHHUsI, IPUMEPHI.



BpoxnéHnHble MOPOKK pa3BUTHUSA: OIpeesieHue, KiIaccu(puKaIus, STHOIOTUs, ITyTH

npoUIaKTH-
KH.

Mertozbl aHanK3a KapuoTUNa (IUTOreHETUYECKHE, MOJIEKYIISIPHO-IIUTOI €HETHUECKHUE),

IIPUHLIMIIBI

JUArHOCTUYECKHE 3aJa4H.

[TokazaHust U1 UTOT€HETHYECKOTO 00CIIEIOBaHUS B IIOCTHATAIILHOM MIEPUO/IE.

Cungpom JlayHa: TUII MyTallu{, IATOT€HE3, TUATHOCTUKA, KIIMHUYECKUE IIPOSIBICHMUS,

JICYCHHUE.

CungpoM DaBapica: TUI MyTallMy, IaTOT€HE3, AMArHOCTUKA, KIMHUYECKUE ITPOSIBICHUS,

nede-
HUE.

Cunpgpom IlaTtay: T MyTanuu, NaTOTE€HE3, AUArHOCTUKA, KIMHUYECKHUE ITPOSIBICHUS,

JICYCHHUE.

Cunnpom lepemesckoro-TepHepa: TUII MyTaluu, IaTOI€HE3, JUATHOCTHKA,
KJIIMHUYECKHE NPO-ABJICHUS, JICUCHHUE.

Cunapom Knaitndensrepa: TUI MyTanuy, naToreHes, AMarHoCTUKa, KIMHUYECKHUE
IIPOSIBJICHUS, JICUCHHUE.

Yactuunele aHeyruion1uu (CHHApoM Bomnbda-XupimxopHa, «KOmavybero KpuKay), THIT
MyTaluH, IaTOT€HE3, TUarHOCTHKA, KIMHUYECKUE IIPOSIBIICHUS, JICUECHUE.

[TpodunakTuka HacIeICTBEHHBIX 3a001€BaHM, ypOBHU, noaxoabl. [loHsaTHe
«MIEPUKOHIETIIINOH-HOW POPHIAKTUKI.

MenuKo-reHeTH4eCKOEe KOHCYJIbTUPOBAaHUE. XapaKTEPUCTUKA POJIM Bpaya T€HETHKA B
IIPAaKTHYE-CKOM 3/IpaBOOXPAHEHUMU.

Menuko-reHetuueckas ciayxo0a: ueib, 3anaun. [lepeuncanTs nokaszaHus A
HaIlpaBJICHUs HAa KOHCYJIBTAIUIO K Bpauy I€HETUKY.

IIpenatanpHas quarsoctuka. O0Imas XapakTepuCcTUKa, 11e1b TPUMEHEHHsI, METO/IbI,

CPOKH.

HeunBa3uBHbIE METO/IbI MPEHATAILHON IUArHOCTUKU (OMOXUMHUYECKUI CKDUHUHT,
VY3H). O6mas xapakTepucTUKa, 1eidb IPUMEHEHHsI, METObI, CPOKH.

MHBa3uBHBIE METO/IbI ITPEHATAILHON AMAarHOCTUKH. OO1ast XapakTepuCcTHKa, LENb
IIPUMEHEHHUSI, METOJIbI, CPOKH.

CoBpeMeHHbIE 1T0/IX0/Ibl B HEMHBA3UBHOM MTpEeHATATbHON AUAarHOCTHUKE (aHAIU3
XPOMOCOMHOM Na-TOJIOTHH MO0 KPOBU MaTepH, MPEUMIUIAHTAIIMOHHAs AUArHOCTHKA).

KoMmnproTepHble THarHOCTUYECKUE MPOTrpaMMBbl. 3ajaui, PeIaeMble C UX TOMOIIBIO.
IIpumepsl nporpamm.

Kpumepuu oyenxu:

Oyenka «3aumeno» 6vicmasisiemcs o0yuarowemycs eciu OH OOHApy’cugaem 6cecmopoHHee,
cucmema-muueckoe u 21y00Koe 3Hanue yueOHo-npopaAMMHO20 MAMepuand, yC8oul OCHOBHYIO U
3HAKOM C OONOJ-HUMENbHOU JUMepamypou, pPeKoMeHOOBAHHOU NPOSPAMMOU,  VCEOUL
83AUMOCESA3b OCHOBHLIX NOHAMUL OUCYUNTUHBL 8 UX 3HAYeHUU Ol npuobpemaemou npogeccuu,
NposIBUN MEOpYecKUe CNOCOOHOCMU 8 NO-HUMAHUU, USIONCEHUU U UCNONb308AHUU Y4eOHO-
NPOCPAMMHO20 MaAmMepuand, énaoeem HeoOXO0OUMbIMU YMEHUAMU U HABLIKAMU NPU 8bINOJIHEHUU
CUMYayuoHHbIX 3a0anuii, 6e30uUbOYHO OMEemull Ha OCHOBHOU U OONOJIHUMENbHbIE 8ONPOCHL HA
3aueme.

Oyenka «He 3aumeHno» blcmasisiemcs 00y4arwemycs eciu OH 0OHAPYI’CUTL Npodensl 8
3HAHUAX OCHOBHO20 YYeOHO-NPOSPAMMHO20 MAmepuand, OONnycmuil NPUHYUNUATbHbIE OUWUOKU
npu omeeme HA OC-HOBHOU U OONOJHUMENbHbIE BONPOCHL, HE MONCEM NPOOOIHCUMb 00YYeHUe
UMY NpUCMynums K Npogeccu-oHalIbHOU 0eamenbHOCmuU No OKOHYAHUU 00pa3o8amenbHouU
opeaHuzayuu 6e3 0ONOIHUMENbHBIX 3AHAMUL N0 OUCYUNTIUHE.

3.2. [IpumepHbIe TecTOBBIE 3aganus, kpuTepun ouenku OIIK-1, OIIK-3,
OIIK-4,



1. Myranuu "caBur paMKy CYMTHIBaHUA" BOZHHUKAIOT B pE3YJIbTaTe:
a) HKCHAHCUU TPUHYKJIICOTUAHBIX [IOBTOPOB;

0) BBINAJACHUS OJJHOTO WJIM HECKOJIBKHX Tap HYKJICOTH/IOB;*
B) BCTaBKH HYKJICOTHJIOB;*
I') 3aMEHBI IIap HYKJIEOTH/I0B.

K daxropam, noBIIIaonmMM pucK MyabTH()AKTOPHATBHON O0JIC3HH,
OTHOCATCS: a) HAJIMYKME aHAJIOTHYHOU OOJIE3HN Yy KPOBHBIX POJICTBEHHUKOB;*
0) reTepoO3UroTHOCTH IO ayTOCOMHO-PEIIECCUBHOM 00JIE3HU; B) BpPEIHbIC
(axTOpBl OKpyXaromiei cpenpl;™ 1) O0JIBIIOE YUCIIO JETEH B CEMbE.

JIyist TpoBeIeHUsT ITUTOTCHETHYECKOTO aHAIN3a UCTIOB3YIOTCS:
a) KJIETKH KOCTHOTO MO3Ta;*
0) KJIETKU TICYCHH;
B) TUMQOIUTHI TepudepruIecKor KpoBu;™
') KOCTHas TKaHb.

4. Kakas Tepanusi HaCJI€CTBEHHBIX O0JIe3HEH B HACTOsIIEE BpeMsi pUMEHsIeTCs Hanboiee
4acTo:

a) cuMIromMaruyeckas;*

0) maroreHeTH4eCKas; ™

B) 3TUOTPOIHAS

r) ¢puznoneyeHue

K coBpeMEeHHBIM IUTOr€HETHUECKUM METOIUKAM
OTHOCSITCS: @) UCCIIEOBAHUS MTOJIOBOTO XpOMAaTHHa;™ 0)
MeTada3HbIil aHaJIN3 XPOMOCOM;™
B) MOJIEKYJISIPHO-IIATOT€HETHYECKIIH METO,T
(FISH);* r) meTox pyTHHHOM OKpacKH.
YKaxuTe CHHIPOMBI, B OCHOBE KOTOPBIX JIS)KHUT aHIYIIIIOUIHS IO MTOJIOBBIM
xpomocoMaMm: a) cuaapom [layna; 6) cunapowm Ilaray;

B) cuipoM Knaiingenrepa;*

T') CHHIPOM «KOIIaubero KpukKay;
1) cuaapom IlepemeBckoro—
Tepuepa.*

B cocraB /IHK BX0AsT a30TUCTHIE OCHOBAHUS:
a) ryaHuH;*
0) yparwr;
B) TUMUH;*
T) aJeHH;*
1) IIATO3WH.*
OIIK-1, ITK-20

YkaxxuTe npaBUIbHYI0 (GOopMy XpOMOCOMHOTO Habopa y 60IHHOTO ¢ CHHAPOMOM
Krnaitndenbrepa:

a) 45,X0;

0)

47,X

XX;

B)



47,X
YY;

r) 45,XY,5p-;

n) 48, XXYY;*

e) 47,XXY.*

OIIK-1, OIIK-7, TTK-20

XpoMOCOMHBIE abeppaliii MOT'YT OBITh BHI3BAHBI: Q)
ramma Jiyaamu;* 0) X-myyamu;* B) Bupycamu;*

') HOpMAJIbHBIMU META00IMTaMH OpTraHU3Ma YeJI0BEKa.

C X-XpoMOCOMO¥ CLIETICH T'€H:
a) cuapoma Mapdana;
0) remodumuu;*
B) cunapoma Knaitndensrepa;
r) cunapoma [llepermesckoro-TepHepa;
1) TATbTOHU3MA. *

11. 3axon Xapnu-BaitnOepra ucrnosb3yercs JJis:

a) BeIsIBJICHUS () (PeKTa poJoHaAYATbHUKA,;

0) pacuera 4acTOThI F€TEPO3UTOT B MOMYJISIIINU;*

B) pacyeTa KOHKOPJaHTHOCTH;

I') pacuera 4acTOThl JIOMUHAHTHBIX U PELIECCUBHBIX TOMO3UIOT B MOMYJISILIUY. *
BpoxaeHHbIe TOPOKU U CTUTMBI AU39MOpHOreHe3a popMUupyroTcs B: a)
SMOPHOHATILHOM MEPHOJIE PAa3BUTHUSL;™ 0) IIIOJHOM;™ B) MEpHUHATAIBLHOM;

F) IIOCTHATaJIbHOM.

AyTocoMaMM Ha3bIBAIOTCS XPOMOCOMBI:
a) MpeJICTaBIIEHHBIE B KAPUOTHUIIE 0COOEH pa3HOTO MoJia B OJIMHAKOBON Mepe;™
0) 110 KOTOPBIM KapuOTHUI 0COOEH pa3HOro Moja OTIMYaeTCs APYr OT Apyra;
B) HAJIMYUE KOTOPBIX B KAPHOTHIIE OTIPENIEISIET 0 OPraHu3Ma;
I') BCE OTBETHI BEPHbI;
1) BCE OTBETHI HE BEPHHBI;
e) Bce, kpome X 1 Y. *
14. Bo BpeMs1 KpOCCUHIOBEPA MPOUCXOUT:
a) PeIYKIIUS YHCIIa XPOMOCOM;
0) pekoMOUHAaIs TeHETUYECKOT0 MaTepuana;™*
B) perutnkanus JHK;
T') IBJICHUE TIEPEeKpecTa XpoMOCOM. *

Tpanciokauus - 310:
a) NepeMEIEeHNEe TEHETUYECKOT0 MaTepHUala BHYTPH OJJHOW XpOMOCOMBI;
0) nepemeleHre TeHETHYECKOro MaTepualia OJJHOM XpOMOCOMBI Ha APYTyIo;*

B) YIBOCHHE KAKOTO-THOO JIOKyCa XPOMOCOMBI;
r) 0OMEH y4yacTKaMu HETOMOJOTUYHBIX XPOMOCOM. *

XPOMOCOMHBIN HAOOP KIJIETKH YEJIOBEKa, COCTOSAIIUN U3 48 XpOMOCOM, HOCUT
Ha3BaHHE: a) MOJUILIONIHOTO; 0) MOHOCOMHOT'O; B) TPUCOMHOTO; T)
AHEYIUIOUHOTO;* 11) TPUILIOUIHOTO;



€)
reTePOILION T
HOrO.*

VY 6onbHBIX ¢ KapuoTumioMm 47, XXY BcTpedaeTcs:
a) THHEKoMmacTus; *
0) YMCTBEHHas OTCTaJIOCTh;*
B) Oecruioaue;™
') HU3KHUM POCT.

JlononHuTeNbHAsA Y -XpOMOCOMa y MY>KYHUH HaOII01aeTCsl IPH
cunapome: a) Knaitadensrepa (XXYY);*
6)
IIOJINCOM
uu-Y;* B)
Hayna; r)
[Taray; )
DnBapjca

Jist KITMHUKA MYKOBHUCIIHI032 XapaKTEPHO:
a) MEKOHUAIbHBIN HIeyC;*
0) maToJyorusi OpOHXOJIETOYHON CUCTEMBI; *
B) OOMJIbHBIN )KUPHBIN CTYI;*
') KUCTO(PUOPO3 MOHKETYT0UHOM JKee3bl; ™
1) 3aJiepKKa ICUXOMOTOPHOTO PAa3BUTHUS.

20. CKpMHUHT HOBOPOX/IEHHBIX 11€JIeCO00pa3eH MpH CIEAYIOUINX 3a001eBaHUAX:
a) BPOKJEHHBIN THIIOTHPEO3; ™

0) beHunKeToHypus*

B) MYKOBHCIIHJI03;*

I') HeIOCTaTOYHOCTh OMOTHUHH/IA3bI;

1) 6one3np Padbpu.

YpoGeHb:

B X-xpomocome HaxoaaTCsl TeHBI cleAyomuX 3aboneanuii: 1. remodunuu A; 2.
remodunuu B; 3. 1BeToBOI crienoTsl; 4. cuaapoma Mapdana.

a) MPaBUIILHBINA

otBeT 1 u 2; 0)
MpaBWIbHBIM OTBET

2 u 3; B)
NIPaBUJIBHBIM OTBET

1 u4,;

T) paBWIbHBIN OoTBeT 1, 2 u 3;*

1) IpaBWIBHBIN OTBET 1,2, 3 1 4.

[Ipu3HakaMu ayTOCOMHO-JIOMHUHAHTHOTO HACJIEIOBAHUS SIBIISIIOTCS: 1. BepTHUKAJIbHBIN
Xapaktep nepefayd OOJIE3HUM B POJIOCIOBHOM; 2. MPOSIBIEHHWE MAaTOJIOTHYECKOTO COCTOSIHHS,
HE3aBUCUMOE OT 110J1a;



BEPOSTHOCTH POXKJIEHUS OOIBHOTO peOeHKa B Opake OOJIBLHOTO U 310poBOTO cynpyroB 50 %.
a) NpaBWIbHBINA OTBET 1;
0) MpaBUIbHBIN OTBET 2;
B) IPaBUJILHBIN OTBET 3;
I') IpaBWJIbHBIN OTBET 1 U 2;

1) IpaBUJIbHBIN oTBeT 1, 2 1 3.*

MynbeTH]aKkTOpHaIbHAs IPUPOJIA U3BECTHA ITPH CIETYIONINX 3a00IeBaHusX: 1. pak
KenmyJKa; 2. caxapHelid auabdert; 3. si3Ba 12-nepcrroit kumky; 4. [lnzodpenus.

a) MpaBUILHBIN
orser 1; 0)
MIPaBWIbHBII
OTBET 2; B)
MPaBWIbHBIN
orBeT 3; T)
IIPABUJIbHBIN
OTBeT 4;

1) IpaBUJIbHBIN OTBET 1,
2,3mu

K cTpyKTypHBIM U3MEHEHUSAM C BOBJIEYEHUEM TOJIBKO OJTHOM XPOMOCOMBI OTHOCSTCS:
1. nene-1uu, 2. KOJIBLEBbIE XPOMOCOMBI, 3. TYIUTUKALMH, 4. ©K30XPOMOCOMBI, 5. NHBEPCHUH.

a) TpaBWIBHBIA OTBET

I, 2 wmw 3; 0)
MpaBUJIbHBIA OTBET 2,

3 u 4; B) npaBWIbHBIN
orBer 2, 4 u 5; 1)
MpaBUIbHBIM OTBET 1,
3us;

1) IPaBWJIBHBIN OTBET 1, 2,
3,4mn

B xpomocoMHOM aHaiu3e HYXAAIOTCS >KEHIIMHBI C OTSTOIIEHHBIM aKyIIEpPCKUM
aHAMHE30M, KOTOpbIE HMMEIOT: 1. JeTeil ¢ MHOXECTBEHHBIMU BPOXACHHBIMH IOPOKAMHU
pa3BUTHs, 2. CIOHTaHHbIE a0OpPTHI B TEPBOM TpPUMECTpe OepeMeHHOCTH, 3. JeTed cC
XPOMOCOMHBIMU CUHApPOMaMH, 4. MEPTBOPOX-JACHHUS W PAHHIOI JIETCKYI0 CMEpPTHOCTH B
aHaMHe3e, 5. 1eTell ¢ YMCTBEHHOW OTCTaJIOCThIO BCIIEACTBUE SEPHOM JKEATYXH.

a) paBUJIbHBIN OTBET 1,
2 u 5; 6) npaBUIIbHBIH
oTBeT 2, 3 1 5; B)
MpaBWIbHBIN OTBET 1, 2,
3 u 4;* r) npaBUIBHBIN

orBer 1,31 5;



1) IpaBWIbHBINA OTBET 1, 2, 3,4 u 5.

Manbuuk 0ATH JIET OTCTaeT B YMCTBEHHOM U (U3WYECKOM pa3BUTUU. PocT HU3KUH,
yMEpEeHHasi Ty4-HOCTb, KOHEYHOCTH KOPOTKHE C KOPOTKHUMH, IIUPOKUMHU JIAJIOHSIMHU, CTOIAMH,
najbliaMM, Ha JIaJOHSIX MO-IepeyHas JaJoHHas ckiajka. [IaTeiil manen pyku HE JOCTUraeT
OCHOBaHHUSl HOITEBOH (hbanmaHru yerBepTo-ro. bpaxunedanus, mes KOpoTKas, TOJCTas, YIIU
MaJIeHbKHE, HU3KO PACIIOJIOKEHHBIE, pa3pe3 IJia3 KO-COW, C AMHKAHTOM, SI3bIK OOJIBIION, He
romeniaercs Bo pry. Kpunropxusm.

HaubGoee BeposTHBII
JMArHo3: a) CHHAPOM
Jayna 6) cuaapom
Mapdana

B) CHHJIPOM
[Iepemenckoro-Tepuepa r)
runodu3apHblii HAHU3M

Kakoii MeTo1 1abopaTopHOTo 00CIIe0BaHNS HanboJee 1eaecoodpaseH:
a) MUKpOOHOIOTHYECKHI TOCEB MOKPOTHI

0) U TOTeHETHYECKHI (KapUOTUITMPOBAHHE)

B) PEHTI'€HOJOTUYECKHI

r) Y31

Haubonee BeposiTHast Haxo/1Ka MPU XPOMOCOMHOM aHajIn3€e y 00JIbHOIO:
a) 46, XY

0) Tpucomusi XpoMocombI 21

B) TPUCOMUS XpOMOCOMBI 20

r) 45, X0

Jleuenue 60NBHOTO BKIIIOYAET:

a) MmpenapaThl CTUMYIUPYIOLIHE OOMEH BEIIeCTB B HEPBHOW TKaHHU,
koppekuuto BITP 0) mpenapats! 11t CHUYKEHUS apTEPHAIBHOTO JTABJICHUS
B) 3aMECTUTENbHYIO TEPAIHUIO MOJIOBBIMUA TOPMOHAMU T') KOPTUKOCTEPOUIBI

IIporuno3 3aboneBanusi:

a) 7151 YKU3HHA HEOJIaronpus THIN

0) noHas peabuIuTalus B pe3ysbTaTe Tepanuu

B) HEKOTOpPast KOPPEKIUS CHMITOMOB, YMCTBEHHAsI OTCTAJIOCTh
COXpaHsIeTCA I') CHUKEHHE CiTyXa B 3peJIOM BO3pacTe 1) pa3BUTHE
aTaKCHUHU B 3pEJIOM BO3pacTe

B menuko-renernyeckyto koHcynbramuio (MI'K) oOparunace cembs, umeromas pedeHka ¢
IMarHO30M CHHIpoOM Dasapaca. Cynpyrd GeHOTHITHYECKH 37I0POBHI M IIIAHUPYIOT CIEAYIOUTYIO
O6epemeHHOCTh. IIpm 3TOM OHM MHPOCAT paccuuTaTbh BEPOATHOCTH POXKICHHS CIIEAYIOIEro
pebeHKa 370pOBbIM.

Kakoii Tum MI'K npumMmensiercst B JaHHOM cliydae.
a) IPOCIIEKTUBHOE

0) pETPOCIIEKTUBHOE

B) KOHCEpBAaTUBHOE

') 0OBEKTUBHOE



Kakoit meron 1aboparopHoro o0cie0BaHus HanboIIee 1eIecoo0pa3eH NPUMEHIMO K
POIUTENSIM:

a) MUKPOOHOJIOTUYECKHIA TTOCEB MOKPOTBI

0) IUTOTCHETHYECKUH (KapUOTHITUPOBAHHKE)

B) PEHTI'€HOJIOTHYECKUM

r) Y31

Kakue npezmonoxurenbHble IPHYUHBI BOSHUKHOBEHUS 3a00J1€BaHUS MOTYT OBITh BBISIBIICHBI
nabopaTop-Ho:

a) KJlaccu4eckast TPUCOMHS Yy OJTHOTO U3 CYIIPYTrOB

0) cOaaHCUPOBAaHHOE HOCUTEIBCTBO XPOMOCOMHOM

MYTAalliH B) TIOJUIUIOU/IHS Y OJJHOTO U3 CYIPYTOB T)

MOHOCOMHUS Y OZJHOTO M3 CYIIPYTOB

[Iporuno3 3aboneBanus st peOeHKa ¢ CHHAPOMOM DIBap/ca, POKISHHOTO B TaHHON CeMbe:
a) IS YKU3HHU HEeOJIaronpusaTHBIN

0) moHas peaduIuTanus B pe3ysibTaTe Tepanuu

B) HEKOTOpasi KOPPEKLUS CHMIITOMOB, YMCTBEHHAsI

OTCTAJIOCTh T') CHIDKEHHE OJIyXa B 3pEJIOM BO3PACTe

1) pa3BUTHE aTaKCUH B 3PEJIOM BO3paCTe

K Bpauy oOparunace aeBymka 17 JeT ¢ HU3KUM POCTOM M OTCYTCTBHEM MeCsUHBIX. [Ipu
o0clieZIoBa-HUN BBIABIEHBI: 00YKOOOpa3Has IpyJaHas KJIETKA, COCKH paclOJIOKEHbl HU3KO U
LIIMPOKO PAacCCTABIIEHBI, BTSHYTHI, HAPYKHBIE IOJIOBBIE OpraHbl KEHCKOIO THUIIA, OBOJIOCEHUE
cnaboe, MOJIOUHBIE JK€JIe3bl HE pa3-BUTHI, YETBEPTbIM M NATHIM Majblibl HOT YKOPOYEHHI,
BBICOKOE HE0O0, Ha 1€ KPHIITOBUIHBIEC CKIIAIKH. [10-710BOM XpOMaTHH OTPHUIIATEIHHBIM.

BeposiTHbIl 1uarnos:

a) curjpom JlayHa

0) cunnpom lllepemeBckoro-TepHepa
B) aJp€HOTr€HUTAIbHBIN CHHAPOM

I') TpUCOMUS X-XPOMOCOMBI

OOJIBHOM 0’KUAETCS BBISIBJICHUE KapUOTHIIA!
a) 45, X0
0) 45,
X0/46,
XY B)
46, XX
r)
46

NE < X"

X X X"

BospHOI Ha3HayaeTcs JIeUEHUE:



a) 3aMeCTUTENbHAs Tepamus 3CTPOreHaMH

0) 3aMecTUTENbHAS Tepanusi KOPTUKOCTEPOUIaMU
B) 3aMECTHUTEIIbHAS TEPAIUs aHAPOT€HaMU

') BUTAMUHOTEpanus

1) CHMIITOMaTUYeCKasi Teparus

[Iporuno3 3aboneBanus:

a) BOCCTaHOBJICHUE JIETOPOJIHON (YHKIINH

0) yMepeHHast KOPPEKIHsI BTOPUYHBIX MOJIOBBIX IPU3HAKOB, OECILIOIE
COXpPaHACTCA B) IMOJIHOC€ BOCCTAHOBJICHHUC BTOPHUYHBIX ITOJIOBBIX IIPU3HAKOB U
JETOPOTHON (DYHKITHH T') IETOPOIHAS (YHKIIMS BOCCTAHOBUTCS, HO TIOJIOBHHA
nouepei OyayT O0JIbHBI

Kpumepuu oyenxu:
«3aumenoy - ne menee 71% npasunvHulx omeemos;
«He 3aumenoy - 70% u menee npasuibHbIX OMBEEMmo8.

3.3. [IpumepHble CUTYallMOHHBIE 32124, KPUTEPUH OLlEHKH

B xnmHEKY oOparmnack ceMbsi ¢ OOJBHBIM peOEHKOM. bBONBbHOW BBICOKOTO poOCTa, C

CBHYXOUJIHBIMH HPOHNOpHHUAMHU TEJIA. Pa3suTne ckemera 110 JKCHCKOMY THUIIY — Y3KHC
IJIe4YM, MMUPOKUM Ta3. Takke II0 KEHCKOMY THITY OTKJIAJbIBACTCS JKUP C BBIPAKEHHOMU
HAKJIOHHOCTBIO K OXXHPEHHIO M TMHEKOMa-CcTHel. Poct Bomoc Ha nuie cimabo BeIpakeH, B
oOnacT J00Ka — IO JKEHCKOMY TUIy B (opme Tpe-yrojapHuka. [lomoBoi wieH umeer
HOpMaJbHbIE pa3Mepbl. B kieTkax OyKanabHOrO SMUTENNs ompe-aeneHsl Tenpla bappa. ¥V
OOJIBHOTO OMpEeNIeHO 3aMeJICHHOE YMCTBEHHOE Pa3BUTHE U OTCTABAHWE B MHTEIIICKTE.
Kakoe 3a0oneBanme HambOoisiee BeposiTHO? Kakue MeTOnbl AMArHOCTUKH MOTYT OBITh
HCIIOJIB30BAHBI IJId MOATBCPIKACHUA )II/IaFHO3a? O6HIa$I TaKTUKa BCIACHHA JaHHBIX
00JIbHBIX?

OIIK-4, OIIK-7, I1K-20

[TpencraBieHa pogociioBHast ceMbH ¢ cHHIpoMoM Jlebepa:
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CrenyeT onpeaenuTh — THIT HACJIEOBaHMSI, BEPOSITHBIC TEHOTHITBI YWICHOB POIOCIOBHOM, BEPOATHOCTD
pokaeHus 60abHOTO pedeHka B Opake 8, 9 u 6,7.

Manpuyuk 12 JICT, NOCTyHIHJI B CTallMOHAp C ’Kalmo0aMy Ha HaJIM4He KpPOBOTCUYCHUA U3

noJiocT! pra. M3 aHamHe3a ycTaHOBJIEHO, YTO HEOAHOKPATHO HAOIIOAAINCh MACCHUBHBIC
KPOBOTEUEHHsI TIOCNIE YAaJeHHs 3y0OB, reMapTpo3 MpaBoOro KoyieHHoro cycrasa. [lpu
ocMoTpe: 3y0 uMeeT OOJbIIyI0 Ka-pHO3HYIO MOJOCTh, KOTOpas TPaBMUPYET OCTPBIMHU
KpasiMH CIM3HCTYI0O 0005104Kky aecHbl. llepude-puueckue numpaTHUeCKue Yy3ibl HE
yBeIU4EHbI. TOHBI Cepllla pUTMUYHBI, HEXKHBII CUCTOIMYECKUN IIIYM Ha BEPXYIIKE U B 5



Touke. JKuUBOT mpu manbmauuu Msrkui, Oe30one3HeHHbId. [ledeHb M cene-3eHKa He
nanpIupyroTCs. AHanu3 kposu: HB - 77 v/i; Op. - 2,5X1012/n; m.m. - 0,9; Jleik. -
7,0X109/1; 3- 2%, 11- 5%, c- 59%, 1- 25%, M-9; COD - 15 Mmm/4, TPOMOOLIHUTHI -
270,0X109/m. Bpe-

Msi cBepThiBaHus 1o JIlu-Yaity - 30 muH. Kakue H0NOJHUTENBHBIC HCCIEIOBAHUS
HE00XO0IMMO TIPOBECTH U HX OXHJaeMble pe3yiabTarhl? [locTaBbTe KIMHUYECKHUI AHATHO3.
Kaxkoit mporuo3 ais Oynymux cu0coB u aeteit npodanaa? Tum HacneqoBaHUS.

OIIK-4, OIIK-7, I1K-20

B Bozpacte 3 niet, poauTenu CTaaM 3amMedyaTh, YTO WX CHIH HEOOBIYHBIM 0Opa3oM BCTAaeT C
noja, pa3-Tubasch, OomMpaeTcs pykKamu O KoseHH. Pomurenn oOpaTwiau BHUMaHUE Ha
3aTpyJHEHUE TPU MOJ-HUMAaHUU 1O JiecTHHULE. IIpn ocMoTpe onpenenstoTcsi HeKOTOpbIe
OCOOCHHOCTH CTPOEHHS TeJa: IIU-POKO ITOCTaBJICHHBIC JIOMATKH, YCHJICH MOSCHUYHBINA
JIOPJ03, YBEJIINYEHBI B pa3Mepe U YINIOTHEHBI

HMKPOHOXHBIC MBIIIIBI. XOIUT peOCHOK, paCKaYMBasICh B Ta300€IPEHHBIX CYCTaBaxX.
Kosnennsie pe-duiekcel 0TcyTcTBYIOT. CHIla CHIDKEHA B MBIIIIAX Ta30BOTO MOsICa, B
MEHBIIICH CTENIEHU B MPOKCU-MAIILHBIX OT/IEIaX BEPXHUX KOHEUHOCTEeH. M3 aHaMHe3a
BBISICHEHO, 4TO OpaT Marepu peOCHKa B ISTCTBE IIOXO0 XOMI M yMep B Bo3pacte 15 jer,
OyIy4l HECIIOCOOHBIM K CAMOCTOSITEIIHHOMY ITe-peIBIbKeHNUI0. [IpenmonaraeMplii 1uar{os.
Kakue HeoOxommuMo cienath 1abopaTtopHbie uccienoBa-uus? Kak Hacnemyercs
3abosieBanne? Kakoi mporHo3 MOTOMCTBA Y Pa3IMUHBIX WIeHOB ceMbu? Ka-kue MeTo b
npeHaTanbHOM nuarHoctuku 3aboneBanus? OIIK-4, OIIK-7, ITK-20

Bpoxxnennslii BeIBUX Oefjpa HacieayeTcsi JOMMHAHTHO, CPEIHss IMEHETpaHTHOeTh 25%.
3a0OoneBa-Hue Berpeuvaercss ¢ vactotod 6:10000. Omnpenenure 4YHCIO W MPOLEHT
TOMO3HMTI'OTHBIX 0co0eil 1Mo
peueccuBHOMYy TeHy cpenn 10 000 Hacenenwus.

Kpumepuu oyenxu:

Gaumenoy - o0yYarWUICA pews 3a0ayy 68 COOMBEMCMeUU ¢ al2OPUMMOM, Odl
NOJHble U MOYHble OMEembvl HA 6Ce BONPOCHI 3A0AYU, NPEOCHABUL KOMNIEKCHYIO OYEHKY
NPEONONHCEHHOU — cumyayuy, Ccoenanl  6vi600bl, Npusel  OONOTHUMENbHbIE — aApP2YMeHmbl,
NPOOEMOHCIMPUPOBAL 3HAHUE MEeOPEeMULecK020 MAMEPUANd C YUemoM MeHCOUCYUNTUHAPHBIX
ces13¢ell, HOPMAMUBHO-NPABOBHIX AKMOG; NPeOJIOANCUT Alb-MEPHAMUBHbLE BAPUAHMbBL PEUUEHUS]
npoonemvi,

«He 3aumeHOo» - 00YHaAIWUNCA He CMO2 JO02UYHO COOPpMYIUposams omeemvl Hd
80NPOCHL  3a0a-yU, COeNamb Bbl800bl, NpUEeCmMU OONOJHUMENbHbIE NPUMEPbl HA OCHOBE
APUHYUNA MENCNPEOMEMHBIX C853€ll, NPOOEMOHCMPUPOBAT HEBEPHYIO OYEHKY CUMYAYUL.

3.4. [IlpumepHBbIi NepevyeHb NPAKTHYECKUX HABBIKOB, KPUTEPUHU OLIEHKH
Hcnonp30BaTh KIMHUKO-TEHEATOTHYECKUNA, IUTOTEHETUYECKUM U APYTUE METOIbI
JUISL OIIpe-AEJIeHUs] HACIIEICTBEHHOW MMaTOJIOTHU.

Cobpath aHaMHECTUYECKHE TaHHBIE U TeHEaTOTHYECKYI0 HH(OpMAIIHIO.

Odopmuts kapty heHoTuna nmpodaHa Mpu MOJA03PEHUH Y HETO HACIEl CTBEHHOTO
3a-0o0JIeBaHUs.

CocTaBuTh POJIOCIOBHYIO, IPEACTABUTH €€ B TpaduueckoM BUJIE.
[Ipoananu3upoBath Hacieq0BaHUE 3a00IC€BAaHUS WU TIpU3HAKa 00JIE3HU B CEMBE.
PaccunTath prck BOSHUKHOBEHHS HACIEACTBEHHON NATOJIOTUH, HCIIOJIb3YSI METOIbI
(dbopManb-HOM TeHETUKU U SMIIUPUICCKHUE JTaHHbBIC.

ITo pe3ynpTaram UCCIENOBaHHUM AaTh 3AKIOUYEHUE O BO3MOKHOCTH IE€TOPOXKACHUSA C
Hacjaea-CTBEHHOU MaToJOTHUEN B JaHHOU CEMbE.

[IpaBWIbHO UCIIOIB30BaTh COOTBETCTBYIOLIYIO TEPMUHOJIOTHIO.



[IpaBUsIbHO OLIEHUTH PE3YAbTATHI IUTOTEHETUYECKOTO UCCIAEAOBAHUS U APYTUX
METO/IOB.
Kpumepuu oyenxu:
3aumenoy - odOyuarowulica obradaem meopemuUdecKUMY 3HAHUAMU U 8l1adeem
MemMOOUKOU 8bl-NOJHEHUSL NPAKMULECKUX HABBIKOS, OeMOHCIMPUpYem ux 8blNOJHeHuUe, 8 cayude
OWUOKU MOdHCEM UCNPA-6UMb NPU KOPPEKYUU UX npenooasamenem,
«He 3aumenoy - obyuarowuiics He 001a0aem 0OCMAMOYHbIM YPOBHEM MeOPEeMUIecKUx
3HQHUU (He 3Haem MemOOUKU BbINOJHEHUs NPAKMUYECKUX HABbIKOS, MNOKA3AHUU U
NPOMUBONOKA3AHUU, B03MONC-HbIX OCIONCHEHUU, HOPMAMUBbl U NpPOY.) U/UNU He MOodcem

CAMOCMOSAMENbHO NPOOEMOHCIMPUPOBAMb NPAKMUYECKUE YMEHUS ULU 8bINOJHAEN UX, OONYCKASL
epyobbie oumuoKu.



