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[Tpu pa3zpaboTke mporpaMMbl IPOU3BOJICTBEHHOM (KJIMHIUUYECKOMN) MPAKTUKH B OCHOBY TIOJIOKEHBI:

1. [Ipukaza MunoOpuayku Poccum ot 25 aBrycra 2014 Ne 1072 «OO0 yTBepKIeHHH
dbenepabHOTO0 TOCYIapCTBEHHOI'O CTaHJapTa BhICIIEro oOpaszoBaHus 1o crneruaibHocTH 31.08.30

I'enetuka (Ounoe, OpaunHatypa, 2,00) (ypoBeHb MOATOTOBKH KaJPOB BBICIICH KBATH(PUKALIIN )»;

2. Crangapra opranmzanuu «OcHOBHas mpodeccuoHanbHas 00pa3oBaTelibHAs IPOrpaMma

BBICIIIErO 00pa30BaHMs - MporpamMma MOJArOTOBKH KaJIpOB BhICIIEro oOpa3oBanus B opauHatype CTO
7.5.09-16%»

[IporpamMmma TpPOW3BOACTBEHHOW (KIMHWYECKOW) IPAaKTUKU opo0peHa Ha 3acemaHuu Kadeaps
(mporokon Ne 10 ot 7 utons 2022 r.).

3aBeayromui kadeapoil METUIIMHCKON TeHETUKHU U KIMHUYecKon Heltpodusnonoruu UITO

JLM.H., gotteHt Jmutpenko J[. B. = decor
CornacoBaHo: :f./
LI
JTUPEKTOP MHCTUTYTA MOCIEAUILNIOMHOTO 00pa30BaHUs [l L~ K.MmH., noueHt OpreBa E.A.
23 urons 2022 r.
IIpencenarens metoanueckon komuccuu UI1O K.M.H., foueHt Kycrosa T.B.

[Tporpamma 3acnymana u yreepxaena Ha 3aceganuu LIKMC (mporokoin Ne 11 ot 29 utonst 2022 r.)
Ipencenarens IKMC ¢+ :,' JI.M.H., norieHT ConoBreBa 1. A.
ABTOpBI:

-JI.M.H., noueHt Jmutpenko /1.B.;

-K.M.H., toueHT Kautumupona E.A.



1. BOJHASA YACTbD
1.1. Heab npoxoxaeHusi NPAKTUKH

Ilenb: 3akpemieHME U COBEPIICHCTBOBAHUE TEOPETUYECKUX 3HAHUMN, pa3BUTHE
MPAKTUYECKUX YMEHUIl W HAaBBIKOB, MOJYYEHHBIX B Ipolecce OOydeHHs Ha MPaKTHYECKHX
3aHATUSAX TPU  OCBOGHHUHM JMCUUIUIMH 0a30BOM 4YacTW Y4eOHOro IIIaHa; 3aBepIICHHE
dbopMupoBaHus  NpoQecCHOHATBHBIX  KOMIIETEHIIMM B JIMAarHOCTUYECKOW, JIe4yeOHOM,
npopMIAKTHYECKON M PeadMIMTAlMOHHON JeSTENbHOCTH Bpava-TeHETHKAa; MpUOOpeTeHHE
OTbITa B PEIIEHUU OCHOBHBIX MPO(ECCHOHANBHBIX 33/1a4 B PEAIbHBIX YCIOBUSAX CTPYKTYpPHOTO
NoJipa3/iesIeHus 3paBOOXPaHEHMSL.

1.2. Mecrto npaktuku B cTpykrype OIIOII BO

1.2.1. «IIpousBoacTBeHHas (KIMHHYECKas) MPAKTUKa» OTHOCHTCA K Onoky B2 «IIpakTuxmy,
0a30Bas 4aCTh.

1.3. Cnoco0b1, popmMbl, MECTO 1 KOHTPOJIb MPOBEIEHUS MPAKTHKH
1.3.1. Cnoco6 npoBeieHus MPAKTHK - CTAIlMOHAPHAs, BBIC3THAS
1.3.2. ®opma npoBeieHUs IPAKTUK — HENPEPBIBHAS.

1.3.3. Mecto npoBeneHust npakTuku - KpaeBoe rocynapcTBeHHOE OIOKETHOE YUpeKIeHHE
31paBooXpaHeHust «KpacHOSAPCKHM KpaeBOW KIMHMYECKMM LIEHTP OXpaHbl MAaT€pUHCTBA U
JETCTBAY.

1.3.4. ®opMbl OTYETHOCTH MPAKTHKH - JHEBHUK pabOTHl OpJMHATOpAa W HBOJIOIUOHHBIN
bopmysp.

1.3.5.®opma KOHTPOJISt IPAKTUKH - 3a4€T C OLICHKOM.

1.3.6. @OoHA OLIEHOYHBIX CPEACTB JIs MPOBEACHHS IPOMEKYTOUHOM aTTecTalMy 00yJaromuxcs

10 TIPOU3BOJICTBEHHON (KJIMHHUYECKON) MPAKTUKE - COOPHUKU CUTYAI[HOHHBIX 3a7a4 U TECTOBBIX
3aJaHuil ¢ atanoHamu oreetoB https://cdo.krasgmu.nl/

1.4. 3agaum npakTUKH

1.4.1. 3axaum nepBoro roga o0y4eHus:

- COBEpUICHCTBOBAHWE YMEHUIN M HABBIKOB OOCII€ZOBaHUs MalueHTa (cOop aHaMHe3a, OCMOTP,
000CHOBaHKE MpEABAPUTENBHOIO JIMAarHO3a, COCTaBJICHUE IJIaHA 00cienoBaHus) pu padoTe B
CTallMOHApe; - COBEPIICHCTBOBAHWE YMEHUW W HAaBBIKOB MO OGOPMIICHUIO MEIUITUHCKON
JNOKYMEHTAIlUN  (3alloJIHeHNEe HCTOPHA OONE3HW WM MEIUKO-TEHETUYECKOH KapThl B
3aBUCHUMOCTH OT BBIOPAHHOTO MOJpa3fesieHus); - COBEPIIEHCTBOBAaHUE YMEHHI U HAaBBIKOB
OKa3aHMs MEepBOM BpadyeOHOW MOMOIIM TPU HEOTIOXKHBIX COCTOSIHMS -WHTEPHIpPETUPOBATh
pe3yibTaTtel  J1a0OpaTOpPHOTO,  WHCTPYMEHTAJBHOTO  OOCJEJOBaHUS  MALUMEHTOB  C
HACJIC/ICTBEHHBIMU 3a00JIeBaHUAMHU; - padoTaTh C Pa3HBIMM HCTOYHMKAMU HH(pOpPMaLUH; -
CTPYKTYPUPOBaTh U aHAJIM3UPOBATh MEPBUUYHYIO MH(OPMAIMIO; - JIeNaTh BBIBOJBI HAa OCHOBE
HOJTY4EeHHOM MH(OPMAIMH; - MPOBECTH OOBEKTHBHOE KIMHWYECKOE OOCIeloBaHME NMPOoOaHa,
ponuTeneil U NPYyrux POJACTBEHHHUKOB; - CPOpMyIHpOBaTh TMOKAa3aHWS JJIs HaNpaBleHUS Ha
CIeIMabHOe TeHETHYECKOEe HCCIIeIOBAHHUE; - OLEHHTh PE3yIbTaThl JaO0OpPaTOPHBIX METOMOB
JUAarHOCTUKH; - OCYHICCTBJIATH BSaHMO}IeﬁCTBI/Ie C BpadYaMHu pas3HbIX CHGHI/I&J’IBHOCT@I\/'I; -
CTPYKTYPHO H3JaraTh MH(GOpPMAIMIO; - OBITh OTKPBITHIM U J0OpOXKeNaTeIbHbIM B OOLICHUU; -
CTPOUTh KOMMYHUKAIlMU W YCTAQHABJIMBaTh KOHTAKT C JIIOJIBMH; - CIyllaTb M BecTH Oeceny,

YYUTBIBATE SMOIUOHAIIBHOC COCTOSAHUC CO6GCGILHI/IK3; - UMCTb HaBbIKH Y6C)KILCHI/I$I, paspeiicHuAd


https://cdo.krasgmu.nl/

KOH(IMKTHBIX CHUTYallMif, OTCTaWBaTh CBOIO TOYKY 3pEHHUS, HE pas3pylias OTHOUICHUH; -
coOJII0IaTh HOPMBI M MIPaBUJIa JEIOBOTO STUKETA; - MOBBIIATH CBOIO KBAJTU(HUKAIHMIO, a TAaK )K€
KBAIM(UKAIMIO CPEIHET0 MEJUIMHCKOrO IE€PCOHAaNa; - COOMI0AaTh BpauyeOHYI0 STHKY U
IPUHLIMIIBI JEOHTOJIOTUU NPU padOTe C CEMBbSIMU U KOJUJIETaMU. - MPONAaraHAupoOBaTb MEAUKO-

TCHCTUYCCKHE 3HAHUA CPEAU CIICHHUAINCTOB U HACCIICHUSA

1.4.2. 3agaun BTOPOro roja o0y4eHus:

- COBEpPILECHCTBOBAaHME YMEHUI M HaBBIKOB OOCIIEOBaHMS MAMEHTOB (cOOp aHaMHE3a, OCMOTP,
000CHOBaHME MPEBAPUTEILHOTO TUArHO3a, COCTABJICHUE TUIaHa 0OCIICAOBAHMS) TP Pa3IMYHON
HACJIC/ICTBEHHON M BPOXKIEHHOH MATOJIOTHH, - OBJAJCHHUE AIrOpHUTMaMH aupdepeHnuanbsHon
JMAarHOCTHKU HACJIEICTBEHHOM M BPOXAEHHOW IMATOJIOTMU PA3IUYHBIX OPraHOB U CHUCTEM;

COBEpIICHCTBOBAHNE YMEHUN M HABBIKOB MHTEPIIPETAIMM UHCTPYMEHTAIbHBIX U JIAOOPATOPHBIX
(B T.4. MOJIEKYISIPHO-TEHETHUYECKHX) METOJOB OOCIE€IOBaHUs; - OBJIAJCHUE METOO0JOTUEH
MEJIUKO-TEHETUYECKOr0 KOHCYJIbTUPOBAHMS B PA3JIMYHBIX CUTYalUsIX; - OBJIAJCHUE PA3IMYHBIMU
NOIX0/AaMU K TPOQWIAKTUKE HACIEJACTBEHHOW W BPOXKIEHHON TAaTOJIOTUH; - OBJAJICHHUE
OCHOBHBIMM NPUHLMIAMHU U NOJIXOJaMH K TE€panuu U JUCHAHCEpU3alluy MPHU HACIIEICTBEHHBIX
Oone3Hsx oOMeHa; - mpoBecTH AUQPPEPCHIHATBHYIO JUATHOCTUKY MEXKIY HACIEICTBCHHBIMU
CUHApPOMaMH; - TIOJb30BaTbCA KOMIIBIOTEPHBIMU JIMarHOCTUYECKUMH IpOrpaMMamu; -
paccuMTarb IOBTOPHbIA T'E€HETUYECKUM PHUCK; - COCTABUTh TI'€HETUYECKUM TIPOTHO3 JId
KOHKPETHOW CEeMbU; - B JOCTYMHOU (opMe OOBACHUTH CEMBbE CMBICI MEAMKO-T€HETHYECKOIO
MIPOTHO34a; - BHEAPSATh COBPEMEHHBIE METO/bI AUATHOCTUKH M MPO(MUIAKTUKNA HACIEICTBEHHBIX
Oomne3Hel; - TPOBOAUTH MEAUKO-TEHETUYECKHME KOHCYIbTAllMW TMPU Pa3HBIX CUTYyalusxX; -
pa3paboTaTh IUTaH JICYEHHWsS MAIMEHTOB C HACIEACTBEHHBIMH 3a00JE€BAHUSAMHU C YYETOM
KJIIMHUYECKONH KApTHUHBI U B COOTBETCTBUU C JECHCTBYIOIIMMH KIMHUYECKUMHU PEKOMEHIALUSIMU
(mpoToKONaMM JIEYEHHUS), TOPSAKAMU M CTaHJApTaMU OKAa3aHHUsS METUIIMHCKOM IOMOIIH; -
PYKOBOJCTBOBATbCA MOPSAKAMHU, CTaHJApPTaMU M KIMHUYECKUMHU PEKOMEHAALMAMM OKa3aHUs
HACJIC/ICTBEHHBIMU  3a00JICBaHUSIMU; - OINpPEAEIATh HEOOXOIUMOCTh, LENecO00pa3sHOCTh U
CBOEBPEMEHHOCTh IPOBEACHUS peaOMIUTAIIMOHHBIX NMPOrpaMM U MEpPONPHUATHH MalMeHTaM ¢
HaCJIC/ICTBEHHBIMHU 3a00JI€BaHUAMH; - Ha3HauyaTh HEOOXOAMMbIE PEaOMIUTALUU TAlUEHTOB C
HACJIECTBEHHbIMU 3a00JI€BAaHUSIMU M UX IMOCIEICTBUSMHU; - NPEICTaBISATh CTATUCTHYECKUE
MOKa3aTelu B YCTAHOBJIEHHOM MOPSKE; - OCYIIECTBISATh B3aUMOJICHCTBUE C BpayaMH pa3HbIX
CIEIUATBHOCTEN; - CTPYKTYpHO WU3Jarath HWHGOpMaIuioo; - OBITh  OTKPBITBIM U
no0poXkenaTelnbHbIM B OOIIEHUHU; - CTPOMTh KOMMYHUKALIUM W YCTaHABIMBAaTh KOHTAKT C
JIOBMU; - CIyIIATh U BECTH Oecely, YUHUTHIBATh 3MOIMOHAIBHOE COCTOSIHUE coOecelHUuKa; -
UMETh HaBBIKM YOSXKIEHMs, pa3pelieHus] KOHQIMKTHBIX CHUTYyallui, OTCTauBaTh CBOIO TOYKY
3peHHs], He paspyllas OTHOLIEHMH; - COOJIoJaTh HOPMBI M TpaBHJA JEJIOBOrO JSTHKETa; -
NOBBINIATh CBOIO KBANM(UKALKIO, a TaKk XKe KBAIM(UKALUIO CPETHEr0 METUIIMHCKOTIO
NepcoHala; - cCoOMI01aTh BpaueOHYI0 3TUKY U IPUHIIUIIBI IEOHTOJIOTHH MPU paboTe C CEMbsIMHU U
KOJUJIETaMH. - MPOIAaraHJupoBaTh MEAMKO-TeHETUYECKUE 3HAHUS CpeAu CHEIUAIMCTOB U

HaCCJICHUA.



2. OCHOBHAS YACTDb

2.1. Conepxanue NpaKTUKHU

Buast dopmMupyeMble ®dopma
npodeccuoHaIbHON [TponomxuTenbHOCT | TPO(GECCHOHANBHBI | KOHTPOJI
Ne | mestenpHOCTH MecTto paboTht b IIKJIOB € KOMITETEeHITHH o
[lepBsIit Tog 00y4eHUs
Kpaesoe
roCy/IapCTBCHHOE
OromKeTHOE
yUpexKIeHne
3paBOOXPaHEHUS VK-1, YVK-2, VK-
1 Tpodunaxrireckas I?pacnofpcxnﬁ yueOHbIX yacoB 108 3, 1IK-1, TIK-2 3auer ¢
JIESATEIILHOCTh xpacsof TIK-3 . TIK-4 OIICHKOU
KJIMHUYECKUI
LIEHTP OXPaHBI
MaTepHUHCTBA U
JIETCTBA
Kpaeoe
roCy/IapCTBEHHOE
JlmarHoctrueckas OX0IKETHOE
JIESTEIbHOCTD: yUpexKIeHNe
MarHOCTHKA U 3IPaBOOXPaHCHUS
2. ;(I)o6cnen013aHI/Ie Ig)paCHoprKHﬁ y4eOHBIX yacoB 216 YK-1,YK-2, VK- | 3aser Cv
- 3, [IK-5 OIIEHKOM
TIAI[IEHTOB C KpaeBoi
HACJIEICTBEHHOMN KJIMHUYECKUI
[aTOJIOTHEHL. .. LIEHTP OXPaHbI
MaTepHUHCTBA U
JIETCTBA
Kpaesoe
roCy/IapCTBEHHOE
OIOHKETHOE
JleueOHast YUPEKICHUE
NESITEILHOCTD: 31paBOOXPAHCHHUS VK-1, YVK-2, VK-
3. | IeyeHne MaIMeHToB KpacHospckuit y4eOHbIX yacoB 216 3, IIK-6 , IIK-7, Saser ¢
C HACJIEICTBEHHOU KpaeBou I1K-8 OTCHIOH
MaToJ0oTUEN KJIMHUYECKUI
LIEHTP OXPAaHBI
MaTepPHUHCTBA U
JISTCTBA
Kpaesoe
rocyIapCTBEHHOE
OromKeTHOE
[cuxomnoro- YAPOIICHHC
4. NeAaroru4eckas APaBOOXPATCHHA 4yeOHbIX YacoB 108 VKL, YK-2, VK- | 3auer ¢
y
eSITENLHOCTE KpaCHOSIp(iKI/II/I 3, [IK-10 OIIEHKOH
KpaeBoit
KJIIMHAYECKUN

LIEHTP OXPAHbI
MAaTE€pUHCTBA U




JIETCTBA

Bropoii rox o0yueHus

Jlnarnoctuueckas
JIeATEILHOCTD:
JHArHOCTHKA U

JI000caeI0BaHme

MMaIEHTOB C
HaCJIeICTBCHHOM
TaToJIOTHEH

Kpaesoe
rOCy/IapCTBEHHOE
OI0IKETHOE
yupexKaACHHUE
31paBOOXPaHEHUS
Kpacnosipckui
KpaeBou
KINHUYCCKUH
IIEHTP OXPaHBI
MaTepPHUHCTBA U
JIETCTBa

yueOHBIX yacoB 540

YK-1, VK-2, VK-
3, IIK-5

3auer ¢
OIICHKOH

JleueOnas
JEeATENLHOCTD:
JIeYeHHE MalMEeHTOB
C HaCJIEACTBCHHOM
ITaTOJIOTHEH.

Kpaesoe
roCy/IapCTBCHHOE
OI0IKETHOE
yUpexKIeHNe
31IPaBOOXPAHCHUS
KpacHospckuit
KpaeBou
KINHUYCCKUH
LIEHTP OXPaHbI
MaTepHUHCTBA U
JIETCTBa

y4eOHBIX yacoB 540

VK-1, VK-2, VK-
3, TIK-6 , ITK-7 ,
TK-8

3auer ¢
OILICHKOH

PeaOunnrannonHas
ESITENBHOCTD.

Kpaesoe
rOCyapCTBEHHOE
OroKeTHOE
yupexxJeHue
31paBOOXPAHEHHUS
Kpacnosipckuit
KpaeBou
KJIINHAYECKUN
LIEHTP OXPAHBI
MaTEpHHCTBA U
JIETCTBA

yueOHBIX yacoB 288

VK-1, VK-2, VK-
3 [IK-9

3auer ¢
OILICHKOH

OpraHu3aoHHo-
yIpaBJIeHUECKas
JIeSITeIIbHOCTh

Kpaeoe
roCyIapCTBEHHOE
OrOJKETHOE
yupexaeHue
3/IpaBOOXpAHEHUS
KpacHospckuit
KpaeBou
KJIIMHAYECKUU
LIEHTP OXPAaHBI
MaTEepUHCTBA U
JIeTCTBA

y4eOHBIX yacoB 288

YK-1, VK-2, VK-
3, [IK-11 , [IK-12,
I1K-13

3auer ¢
OLICHKOH




2.2. IlepeyeHb NPAKTHYECKUX YMECHHII/HABBIKOB

1 kypc
Ne
/| [lepeueHp mpakTUYECKUX YMEHUI/HABBIKOB
YMeTh NpoBecTH 00bEKTHBHOE KJIMHHYECKOE 00c/IeJ0BaHUe MPO0aHaa, poauTeeii u
APYruX PoJACTBEHHUKOB
1 [K-6, I1K-7
YmeTh chopMyaTupoBaTh MOKA3AHMA /151 HANPABJIEHUS HA celHATbHOE reHeTHYecKoe
HCCJIeJOBAHHE
2 [K-5, I1K-6
YmeTh padoTaTh CO CielUATU3NPOBAHHBIMYU 0a3aMHU JaHHBIX N0 TeHETHYEeCKUM 00J1e3HAM
u mytanusam Online Mendelian Inheritance in Man (nanee — OMIM) u ap
3 YK-1, I[IK-4
YmeTh nnpoBecTH AP depeHINATBHYI0O TUATHOCTHKY MEKAY HACIeICTBEHHBIMH
CHHAPOMAMH
4 I1K-5, I1K-6
Ymerb 0popMHUTH MeIMUMHCKYI0 JOKYMEHTALIUI0
5 YK-1, I1IK-1
YMeTb B 10CTYNHOI (hopMe 00BSICHATH CeMbe CMBICJ MeIUKO-TeHeTHYeCKOI0 MPOrHo3a
6 IK-1, I1IK-7
YMeTh NPOBOAUTH CAHUTAPHO-TIPOCBETUTENBCKYIO pa0oTy cpeau Bpaydeii U HaceJeHUs!
7 IK-1, I1K-10
YMeTh ocyliecTBJASATH B3aUMOAEHCTBHE ¢ Bpa4aMM Pa3HbIX CleIHAJIbHOCTEN
8 IK-1, I1K-6
YMeThb ICHO, YeTKO, CTPYKTYPHO H3JIaratb HHGOpManunio
9 IK-1
YMeTh CTPOUTH KOMMYHHUKAIIUM U YCTAHABJIMBATH KOHTAKT ¢ MALIMEHTAMM U
CHennaINCTAMHA
10 | IIK-1, IIK-5
YMeThb co0a01aTh BpauyeOHyI0 3THKY M NPUHIUIBI ICOHTOJIOTHM IPH padoTe ¢ ceMbSIMU U
KOJIJIeraMu
11 | IIK-1, IIK-10
Bnaaers HaBbIKaMM PaGoTHI €O CHENMAJIM3UPOBAHHBIMH 0a3aMU JAHHBIX 110
reHeTHYeCKHM 00J1e3HAM U KOMNBIOTEPHBIMHU BU/I€0IHATHOCTHYECKUMHU MPOrpaMMaMu
(OMIM u ap.)
12 | VK-1, IIK-12
Baagers MeTOAUKOI CHHAPOMOJIOTHYECKOT0 NMOAX0A K JUATHOCTHKE HACJIEeICTBEHHBIX
0oJie3Hel
13 | IIK-5, TIK-9
Baagers MeToAUKOIl pacyeTa reHETHYECKOI0 PHUCKA
14 | IIK-7, TIK-12
BaageTh KOMMYHUKATUBHBIMHM HABBIKAMM NPH NPOBEIeHUN MeIUKO-TeHeTUYECKOI 0
15 | KOHCYJbTHPOBAHUS U MPEHATAIbLHOI TUATHOCTHKH




IK-1, ITK-2

16

Baaners HaBbIkKaMu cOopa B rpaguueckoro n300paskeHnsi PpOAOCIOBHON ceMbH
[1K-6, IIK-7

17

BiiajieTh HaBBIKAMM NMPOBEIEHUSI AHAJIU3A POIOCIOBHOI CeMbH, ¢ HEeJIbI0 ONpe/IeeHust

THIIA HACJIEAO0BAHNSA 3a00/1¢BaHUA
[1K-6, IIK-7

18

Baagers HaBbIKaMU POBeeHUs] 00bEKTUBHOI0 KJIMHIUYECKOr0 00cjieJ0BaHUs MPodaHia,
poauTeeil U JPyrux poJicTBEeHHUKOB
TIK-6, IIK-7

19

Baaaers HaBbIKAMH MPOBECACHUSA AHTPOIIOMETPHUYECKOIo UCC/IeT0OBAaHUA C HEIbIO

onpegeneHAs THATHOCTHYECKHX MUKPOIIPA3HAKOB
[1K-6, IIK-7

20

Baaners MeTONMKOIl OLIEHKH Pe3y/IbTATOB JIA00PATOPHBIX METOAOB IHATHOCTHKH
I1K-2, [IK-6

21

Baaners HaBbikaMu npoBeaeHus auddepeHuuaIbHONR TMATHOCTUKH PA3JIUYHOM
NMaToJIOruu
[1K-5, I1K-6

22

Biiagers pa3iIM4HBIMH METOAAMH IPONATAH/ABI 3/10POBOI0 00pa3a KU3HHU CPeAH Hacea1eHUs
U OIIpeeIeHHOT0 KOHTHHI€HTA JIHI]
I1K-1, [IK-2

2 Kype

[lepeueHb MPaKTUYECKUX YMEHUI/HABBIKOB

YMeThb paccYuTaTh MOBTOPHBIH NreHETHYECKHI PUCK M COCTABHTH FeHETHYeCKHH IPOTrHO3

JJIS1 KOHKPETHOM ceMbH
[K-6, ITIK-7

YMeTh BHEIPATH COBPEMEHHbIE METO/IbI JUATHOCTUKH U NPOPUIAKTUKH HACIEICTBEHHbIX
0oJe3Hel
I1K-7, TIK-9

YMeTh NPOBOAUTH MEAUKO-TCHETHYECKHE KOHCYJIbTALIMU IIPH PAa3HBIX CHTYallHAX
VK-1, IIK-7

Ymerh MPOBOAMUTH OLCHKY 3(1)(1)6KTHBHOCTH MEAUKO-TECHETHYCCKOI'0O KOHCYJIbTUPOBAHUSA
[K-2, TIK-7

YMeTh OLleHUTH Pe3y/IbTAThI J1a00pPATOPHBIX METOAOB ANATHOCTHKH
IK-7, TIK-9

YMeTh NpONaraHIHpoOBaTh MEIMKO-TeHETHYECKHE 3HAHNS CPEAH CIICHHATHCTOB H
HaceJleHus!
[1K-1, TIK-10

Baanerbs MeToauKoii NpoBeaeHNs TeHETUYECKOT0 aHAIHU3A
I1K-7, TIK-9




BJ'Ia}_IeTb HaBbIKAMHU q)OpMy.]'lPIpOBKl/I MOKa3aHuM AJIst HAIIPpABJICHUA MAIITMEHTOB Ha
HUTOT€CHETUYECCKOC, MOJICKYJIAPHO-TCHETUIECCKOEC U OHMOXMMHUYECKOE HCCJIeA0BaHUue
8 | IIK-2, IK-9

Baaners MeToqUKO# pacyeTa MOBTOPHOTO FeHETHYECKOT0 PHCKA B CEMbe
9 IK-7, TIK-10

Bnaners meTonamm oneHkH 3(pGeKTUBHOCTH MeTUKO-TeHETHYECKOT0 KOHCYJIbTHPOBAHNS
10 | [IK-1, I1IK-10

Baaners MeTOAUKOI MeTUKO-T€eHETHYECKOT0 KOHCYJIbLTUPOBAHUS
11 IIK-1, TIK-7

Baaaerb MeTOAMKOI COCTABJIEHNUS] TEeHETHYECKOT0 MPOrHO3a IJIsi KOHKPETHOM ceMbH
12 I1K-1, TIK-10

Baagerh HaBbIKaAMH 00bICHEHHSI CeMbe B IOCTYIHOIT (hopme cMbIcIa
MeJUKOreHeTHYeCKOTo MPOruo3a
13 | IIK-1, T[IK-6

3. TPEBOBAHUS K YCJIOBHUSM PEAJIM3ALIMA PABOYEM ITPOT'PAMMBI
IMPAKTUKHU
3.1. YueOHo-MeTOAUYecKOe U MH(popManuoHHoe odecnieyenneld.1.1 Ilepeuenb 0CHOBHOM
Y4eOHOMH JTUTepaTyphbl

ABTOp, Ha3BaHUE, MECTO U3TAHUS, U31ATECJIbCTBO, I'0OJ1 U3JAHUA yqeﬁﬂoﬁ u

Ne w/n 4e0HO-MeTOANYeCKOl JUTEPATYPHI But nocurests
yue ! JHTEpaTyp (3/1eKTPOHHbII/0yMaKH 1)
1 2 3

MeauuuHCcKas reHeTHKa : HallmoHabHoe pykoBonctso / pex. E K. I'uarep, B. I1.
1 [Tysbipes, C. U. Kyues. - M. : Menununa, 2022. - 896 c. : mi. - Tekcr : OMb KoncynbraHT Bpaua
hnekrponHslit. - URL: https://www.rosmedlib.ru/book/ISBN9785970463079.html

3.1.2. TlepeyeHb OCHOBHOIi/10MOJHUTEJbHON Y4eOHOI JINTEPaTypPhl

. . Bupa HocuTens
ABTOp, HA3BaHHE, MECTO M3aHMsl, U3/1aTeJbCTBO, IO/l U3AaHUs y4eOHOl H y4eOHO-MeToANYeCKOoii

Ne n/m (3J1eKTPOHHBIIT/0yMaKHBbIH
JIMTEPATypbl )
1 2 3

Ocuriosa, JI. A. ['enerrka : yueOHOe mocodue st By308B : B 2 4./ JI. A. Ocunoga. - 2-e u3[1., UCTIp. U
1 |non. - Mocksa : IOpaiir, 2021. - U.2. - 251 c. - Teker : anextpounsiif. - URL: 9BC IOpaiit
https://urait.ru/viewer/genetika-v-2-ch-chast-2-471688#page/1

Ocurosa, JI. A. ['enerunka : yueGHOe ocobue st By30B : B 2 4. / JI. A. Ocunosa. - 2-e u3[1., uctp. u

2 nor. - Mocksa : FOpaiit, 2021. - U.1. - 243 c. - Tekcr : anekrponHsiid. - URL: 95C IOpaitr
https://urait.ru/viewer/genetika-v-2-ch-chast-1-470352#page/1
Angeposa, I'. A. ['enernka : yueOHuk s By3oB / I'. A. Andeposa, I'. I1. [loaropHosa, T. 1. .
3 |Kommayposa ; pen. . A. Andeposa. - 3-¢ H31., ucmp. 1 1011 - Mocksa : FOpaitr, 2020. - 200 c. - Teker 9BC Opatit
: anextpoHHsIit. - URL: https://urait.ru/viewer/genetika-451733#page/1
Kanues, A. K. lenernka. Hac/ienCTBEHHOCT M M3MEHYHBOCTD M 3aKOHOMEPHOCTH MX PEAIH3ALHH
4 OBbC Jlanp

yaeoHoe mocobue / A. K. Kaaues. - 2-e uzz., ucnp. - Cankr-IlerepOypr : Jlanb, 2020. - 332 c. - Teker :
brekrponnbiii. - URL: https://reader.lanbook.com/book/130187#1

AxyneHko, JI. B. JlopooBas npo¢uIakTika TeHeTHIECKON NATOJOTHHU II01a | PYKOBOACTBO JULL
5 Bpaueii / JI. B. Akynenxo, }O. O. Kosnosa, 1. b. Manyxus. - 2-e u3g., nepepad. u gon. - Mocksa : SMB KoHcynbTaHT Bpaya
I'90TAP-Menua, 2019. - 256 c. - Tekcr : anekrponusiid. - URL:
https://www.rosmedlib.ru/book/ISBN9785970449219.html



http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=120312
https://www.rosmedlib.ru/book/ISBN9785970463079.html
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=118909
https://urait.ru/viewer/genetika-v-2-ch-chast-2-471688%23page/1
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=118907
https://urait.ru/viewer/genetika-v-2-ch-chast-1-470352%23page/1
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=116067
https://urait.ru/viewer/genetika-451733%23page/1
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=120862
https://reader.lanbook.com/book/130187%231
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=118903
https://www.rosmedlib.ru/book/ISBN9785970449219.html

6 bouxos, H. I1. Kimandeckas renerrka : ygeOnuk / H. I1. Bouxos, B. I1. ITy3sipes, C. A. CMUpHUXHHA ; 3BC KOHCY/IbTaHT
pen. H. I1. Boukos. - 4-¢ u3x., nom. u nepepad. - Mocksa : 'DOTAP-Meaua, 2020. - Teker : cryznenta (BY3)
biiextponnbiif. - URL: https://www.studentlibrary.ru/book/ISBN9785970458600.html
Kimmnngeckas ncuxohapmaxoreneruxa / pen. P. ®@. Hacsiposa, H. I'. Hesnanos. - Cankt-IletepOypr :

7 |IEAH, 2019. - 405 c. - ISBN 978-5-6043573-7-8. - Tekcr : anekTpoHHsiii. - URL: 9BC Kpac'MVY
https://psychiatr.ru/news/1018
Maremaruueckue acnekTsl renetukd / A. H. BonoGyes, U. JI. JlaBbiakun, A. B. Koncanos, /1. A.

8 Kynmnaii. - Mocksa : ['DOTAP-Menua, 2020. - 176 c. - Tekcr : anexktponHsiit. - URL: 9BC KoncyibTant
https:/mww.studentlibrary.ru/book/ISBN9785970458907. html cryaenta (BY3)
Bopucosa, T. H. Menununckast reHeTrKa : yueOHoe ocobue 11 By3os / T. H. Bopucosa, I'. U.

9 UyBakoB. - 2-¢ U311, UCIIp. u 1o1. - MockBa : FOpaiir, 2020. - 159 c. - Tekcr : anekrponusiid. - URL: OBC IOpaiit
https://urait.ru/viewer/medicinskaya-genetika-451924#page/1

10 MenunuHcKas TeHeTHKa B cToMaTonoruy : yued. nocobue / pex. O. O. fnymesud. - Mocksa : ObC Koncynbranr
I'DO0TAP-Menua, 2022. - 400 c. - Tekct : anexrponHbId. - URL: ctyznenra (BY3)
httns:/nnw studentlibrarv ru/book/ISRN9785970468951 html

11 TMaccapr, O. Harnauas reneruka / 3. IMaccapr ; nep. ¢ anrn. H. C. Tuxomuposa ; pex.-niep. . B. SEC Jans
PeOprKOB. - DIeKTpoH. 131, - Mocksa : Jlaboparopus 3HaHumit, 2020. - 511 c. - TekcT : 3NEKTPOHHBIIA. -

URI - httns://reader 1anhook com/baok/152046#1

12 HacuencrBenHble 00J1€3HH : HAIIMOHAIBHOE PYKOBOACTBO : KpaTkoe uzaanue / pen. E. K. T'untep, B. I1. [DBC Koucynbrant
[Ty3bipeB. - MockBa : ['DOTAP- Meana, 2019. - 464 c. - Tekcr : anekrponssiid. - URL: ctynenra (BY3)
httns://nnw studentlibrarv ru/book/ISBN9785970449813 html

13 DubprLIsALs peicepanii (OCHOBHbIC MOHATHS, TCHETHYECKUE aCTeKThl) : yueOHoe nocodue / H. B. SBC KpacTMY

AkcrotuHa, B. A. lllyneman, E. E. Annanosa [u ap.] ; KpacHosipckuit MEqUIIMHCKHUN YHUBEPCUTET. -

Knacuoanck - KnacTMVY 2019 - &R ¢ - Tekcer - anexrnonnwiii - URI -

3.1.3 HudopManuoHHbIe TEXHOJOTHH, BKJIYasA NMepevyeHb MPOrPpaMMHOIo odecredyeHust

H I/IH(i)O MAaIlUOHHBIX CIIPABOYHBIX CHCTEM

Pexomengyemoe
Ne i/t Bun HanmenoBanue Pexxum nocrymna Hoctyn !
HCIIONIb30BAHUE
1 2 3 4 5 6
1. V4e6HO-METOAMIECKHIT KOMIUIEKC IS -/- -/- -/- -/-
TMCTaHLIMOHHOTO O0YYCHHS
Microsoft Word Ha sToKansHOM o st
2. [IporpaMmHOe obecreueHe Microsoft Excel CaMOCTOSTENBEHON
. . [KoMIIBIOTEpE UNTOTMHY/TIApOITI0
Microsoft PowerPoint [paboThbI
- OBbC KpacTMVY https://krasgmu.ru Tlo st
3. s H(OPMALHOHHO-CIPABOYHEIE CHCTEMBI «Colibris» 9BC http://www.studmedlib.ru/ {moruny/mapono  [caMocTOsSTENBHON
351 JAHHBIX KoHcynbTant https://ibooks.ru/ Io [paboThI, IpH
cTynenTa BY3 https://www.books- IIOrMHY/TIapoNIi0  |[ITOATOTOBKE K

3.1.4. TlepedeHb pecypcoB HH(POPMALNHOHHO-TEJIEKOMMYHUKAIMOHHOI ceTn «UHTEpHET»

Ne o/ HaunmeHoBaHue Bun ®opmMma gocTyna Pexomennyemoe
HCI0JIb30BAHHE
1 2 3 4 5

1 MUHHCTEPCTBO 3paBoOOXpaHeHuss PO WuTepHeT-pecype  |https://www.rosminzdrav.ru/ Ao .
CaMOCTOATENbHON

2 [Munucrepctsa 3apaBooxpanennst KpacHosipckoro kpast [uTeprer-pecype  |http://www.kraszdrav.ru/ Ao .

P D P P P P pHET-pecyp . CaMOCTOSATENbHON

3 PyOpuKkaTOp KIMHUYECKHX pekomeHtauus M3 PO MHTepHeT-pecype  [WWW.Cr.minzdrav.gov.ru Ao .
caMOCTOATENbHON

3.2. Oco0eHHOCTH OPraHU3aNMN ¥ MPOXO0KIEHUS NPAKTUKH 00yYAOIIMXCS, OTHOCSIIUXCS
K KaTeropuy HHBAJIHU/I0B H JIUI ¢ OTPAHUYEHHBIMH BO3MOKHOCTSIMH 310POBbA

HpaKTI/IKa JJIsL o6yqarom1/1xcsi C OrpaHUYCHHBIMU BO3MOXHOCTAMU 310POBbSA U MHBAJINI0B

MPOBOAMUTCA C YYETOM OCOOEHHOCTEH MX MCUXO(U3UYECKOTO Ppa3BUTHUS, HHIUBUIYaTbHBIX



http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=59559
https://www.studentlibrary.ru/book/ISBN9785970458600.html
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=107016
https://psychiatr.ru/news/1018
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=120699
https://www.studentlibrary.ru/book/ISBN9785970458907.html
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=116066
https://urait.ru/viewer/medicinskaya-genetika-451924%23page/1
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=120205
https://www.studentlibrary.ru/book/ISBN9785970468951.html
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=120875
https://reader.lanbook.com/book/152046%231
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=108421
https://www.studentlibrary.ru/book/ISBN9785970449813.html
http://krasgmu.ru/index.php?page%5bcommon%5d=elib&cat=catalog&res_id=106252
https://krasgmu.ru/sys/files/colibris/106252.pdf
https://krasgmu.ru/
http://www.studmedlib.ru/
https://ibooks.ru/
https://www.books-up.ru/https:/e.lanbook.com/
https://www.books-up.ru/https:/e.lanbook.com/
https://www.books-up.ru/https:/e.lanbook.com/
https://www.biblio-online.ru/https:/www.medlib.ru
https://www.biblio-online.ru/https:/www.medlib.ru
https://www.biblio-online.ru/https:/www.medlib.ru
https://elibrary.ru/
http://webofscience.com/
https://www.scopus.com/
http://www.rosmedlib.ru/
http://search.ebscohost.com/
http://search.ebscohost.com/
http://onlinelibrary.wiley.com/
http://onlinelibrary.wiley.com/
http://journals.cambridge.org/
http://journals.cambridge.org/
https://rd.springer.com/
https://www.sciencedirect.com/
https://www.sciencedirect.com/
http://www.consultant.ru/
https://www.rosminzdrav.ru/
http://www.kraszdrav.ru/
http://krasgmu.ru/www.cr.minzdrav.gov.ru

BO3MO>KHOCTEM U COCTOSIHMS 310pOBbsa. Ha OCHOBaHMM JINYHOTO 3asBJICHUS MHBAJINJOB U JIUL C
OTPaHUYECHHBIMH  BO3MOKHOCTSIMH  3JI0POBbsl TIpU  ONpPEACTCHMM MeCT YyueOHOH u
IIPOU3BOJCTBEHHBIX IPAKTUK YYUTHIBAKOTCA PEKOMEHIALMU MEAMKO-COLMAIBHON JKCIIEPTHU3BI,
OTpaKEHHbIC B WHAMBHUIYalIbHOH NporpaMMe peadWIMTalMd HHBAIWA, OTHOCUTEIBHO
PEKOMEH/I0BaHHbIX YCIOBUM M BUI0B Tpyna. I[Ipu HeoOXoauMOCTH U1l MPOXOXKAECHUS IPAKTUKU
CO3/aI0TCsl CIelMalIbHbIE padoune MeCcTa B COOTBETCTBUH C XapaKTEPOM HapYIICHUMH, a TAKXKE C
y4eTOM IpOoeCCHOHATBHOTO BUAA JSSITEIBHOCTH U XapaKTepa TPy/a, BHIIOIHIEMBIX CTYACHTOM

WHBAJIUIOM TPYIOBBIX (QYHKIIHIL.

4.  OHEHKA KAYECTBA INPOXOXJIEHUS ITPAKTUKH, KOHTPOJIb
PE3YJBbTATOB YYEBHO-IPAKTHUYECKOM JEATEJIbHOCTH

[lo oxoH4YaHMK TPOU3BOACTBEHHOM (KJIMHUYECKOW) MPAKTUKK 0OYYarOIIUECcs CIAI0T 3a4eT
KOMHCCUM TpenojaBareneil. Ha 3adere mo npou3BOACTBEHHOM (KJIMHMYECKOW) MpPaKTUKE
OLICHUBAIOTCSl IPAKTUYECKUE YMEHUS, OBJAJCHHE KOTOPBIMU SBISUIACH LENbK JTAHHOMU
npakTUKU. OLIEHMBAIOT NPAKTUYECKHE YMEHHS IIyTeM BOCIPOU3BEACHUS  aIropuTMa
BBIIIOJIHEHMS JedcTBUi. Kpome TOro, HnpoBOAWUTCA HPOMEKYTOYHBIM KOHTPOJIb 3HAHUH C

HCIIOJIb30OBAHUEM TECTOBOI'O KOHTPOJIKI, YCTHOI'O OIIpoca, I[eMOHCTpaHHGﬁ IMPAKTHYCCKUX

MaHUIYJISIUHA.

4.1.I1puMepbI OLIEHOYHBIX CPEACTB (MATEPHAJIOB)

AJITOPUTM BBINOJIHEHHUS PAKTHYECKOT0 HABbIKA

Koo
Ne OneHouHbIE CpENCTBA Gopmupyemoii
KOMNnemeHyuu
1. | IlpoBenenme PYTHHHBIX MeTONOB TreHeTHYeckoro ananm3a | [1K-5, ITK-6,
(uMTOreHeTHYECKOro, onoxummuueckoro, [N P-anann3) I1K-12

[uToreHeTnyecKnii METOI.

Cpenmn MHOTHX METOZOB HW3YYEHHUS HACJIEICTBEHHON MaTOIIOTHH
YeJOBEeKa I[MTOTEHETHYECKMH METOJ 3aHMMaeT BaXXHOE MECTO.
AHaM3 KapuOTHIA YelOBEeKa MPOBOMIAT B KYJIbTYpe JTHM(OIUTOB
nepugepuyeckoi KpoBH, KOXKHBIX (pUOpoOIACTOB, KIETOK KOCTHOTO
MO3ra, a TaKXKe IIOJIOBBIX KIETOK. Hambomee nOCTYmHBI JUIs
uccnenoBaHuii TMMQOIMTE nepudepuyeckoidl KpoBH, KOTOpHIE, B
OOJNBIMHCTBE CIy4aeB W CIYXaT OOBEKTOM IITMTOTEHETUYECKOTO
aHajM3a y 4eloBeKa B IMOCTHATAIBHOM mepuone. /g uccnenoBaHus
KapHOTHIIA YeoBeKa JIOCTAaTOYHO TIOJTYYHTh obpazern
nepugepuyeckol KpoBu B KoimuuectBe 1-2 wmi. [lng anamusa
KapHoOTHIIa TUIOJIAa MOTYT OBITh HWCIOJB30BAHBI KIETKH BOPCHH
xopuoHa (9—11 Henenst BHyTpUyTpOOHOTO pa3BUTHA).
[luToreHeTHUeCKUii aHaNM3 BKJIIOYAET TPH OCHOBHBIX OTarma:
1. KynptuBupoBanue kietok. Ilocie 3abopa oOpasenr KpoBH




NOMEIIAIOT B MUTATEIbHYIO COJEBYIO Cpely ¢ Jo0aBlieHHUEM
(duTOreMarriIOTHHUHA, CTUMYJIHPYIOLIETO MPOIECC IEICHUS KIETOK.
Knerku ¢ nutarenbHOM cpepoil HEeHTpUPYTMPYIOT M HOMEIIAT B
TUIIOTOHUYECKUH PacTBOP XJIOpHJA Kajausl WM LUTpaTa HATPHs, YTO
IOPUBOAUT K Pa3pbIBYy SAEPHOH OOONOYKM U MEKXPOMOCOMHBIX
CBsi3ell M CBOOOJHOMY TEPEMELICHHIO XPOMOCOM B IIMTOIIA3ME.
[Tocne GUKCHPYIOT KIETKH CMECHhIO METAHOJIA U YKCYCHON KUCIIOTHI B
coOoTHOLIEHUH 3:1, TOCie Yero KJIETOYHYIO CYCIIEH3HMI0 PACKalbIBAIOT
Ha OXJIaKJICHHBIC BJIAXKHBIC IIPEIMETHBIC CTEKJIA U BBICYIIUBAIOT HA
BO3/yXe€.

2. Oxpacka mpernapara. PyTHHHBIM METOJ OKpalllMBaHHUS XPOMOCOM
IPUMEHSIOT I E: olpeeeHUs KOJIMYECTBA XpOoMOCOM
(KOJIMYECTBEHHBIX aHOMAJIMI KapuoTtumna) B npemnapare. llpu 3roii
OKpacKe MCIOJIb3YIOT KpacHUTelb ['MM3bl, KOTOpBIM PaBHOMEPHO
IIPOKPAIIMBAECT XPOMOCOMBI 110 BCEU JUIMHE, YTO JACT BO3MOXHOCTb
ONpEeNeNUTh WX KOJUYECTBO, a TaKkke HIACHTH(PUIUPOBATH
XpOMOCOMBI 110 (OpME U  COOTHOCHTEIBHOMY  pa3Mepy.
3. Mukpockonuyeckuil aHanu3 npenaparta. B Meauko-renernyeckoi
NPaKTUKE UCTIONB3YETCS CBETOBAas MUKPOCKOMHS (TIaBHBIM 00pa3zoM
B IIPOXO/IAIIEM CBETE), B TOM UHCIIE JTFOMUHECIIEHTHAs! MUKPOCKOIIHS.
Jl1s anieKBaTHOTO BBISIBJIEHUSI XPOMOCOMHBIX aHOMAJIUN HE00X0IMMO
npoaHanu3upoBatb He MeHee 30 MeradasHbIX — IUIACTHHOK.
broxuMnyeckuii METox.

broxumuueckne MeTolbl B I'€HETUKE YE€IOBEKAa HMCIOJIb3YHOTCS IS
JTUATHOCTHKH HACJICICTBEHHBIX Ooiie3neid oOmeHa Bemiects (HBO).
OHM HanpaBieHbl Ha BbISIBIIEHHNE aHOMAJIbHBIX OCJIKOBBIX MPOJYKTOB
TCHOB WJIM TMATOJOTMYECKHMX METa0OIMTOB BHYTPH KJIETKH H BO
BHEKJIETOUHBIX KMIKOCTAX O0NbHOr0. OOBbEKTaMU OMOXMMUYECKOMH
JUArHOCTUKU MOTYT ObITh MOYa, IOT, IUIa3Ma U ChIBOPOTKAa KPOBH,
(dbopmeHHbIe 3JIEMEHTHI KpOBH.
buoxumuueckne MeTOAbl  NOJPA3leNsiloT Ha  KaueCTBEHHBIE,
KOJIMYECTBEHHBIE U MOJIyKOJNYECTBEHHbIE. KauecTBEHHbIE peakIuu
MO3BOJIAIOT OOHApPYKUTh H30BITOYHBIE KOHIIEHTpAIMH CyOCTpaToB
OJIOKMPOBAaHHOM (EepPMEHTHON peakuuu WM MX TPOU3BOIHBIX,
HakarmBatonuxcs npu HBO. KadectBeHHble mpoObl ObIBAIOT:
YHUBEpCAJIbHBIMU  (BBIAENSETCS rpynma 3aboneBaHuii, Kiacc
BeulecTs; Hampumep, LIIX-rect 118 MykomoiaucaxapuaoB) H
cneuuuyeckuMd (Ha LUCTHH-TOMOLUCTHH, METHJIMAJIOHOBYIO
KUCIoTy U J1p.). IlomykonuuecTBeHHbIE U KOJMYECTBEHHBIE TECTHI
HPOBOJATCS KaK ¢ MOYOM, TaKk M C KPOBBIO (ra3bl KpPOBH, TIIIOKO3a,
MOHBl ~ aMMOHHUS, MOJIOYHAs  KHCJIOTa, KETOHOBbIE  TeJa,
NUPOBUHOTPA/HAS KHUCJIOTA, XOJECTEPUH, TPUTIMLEPH]IBI) U MOTYT
UMETh Pa3IMYHYIO CTENEHb cloXkHocTU. Hanbosee mpocThie U3 HUX:
U3MEpPEHUE KOHLEHTpAllMM JIaKTaTa, IUPYyBaTa, KETOHOBBIX TEJ,
MOHOB AaMMOHHS, a TaKXKe OIpeAeNieHHe KHCIOTHO-IIEI0YHOTO
paBHOBECHSI.

[TorykonuyecTBEHHbIE U KOJMYECTBEHHBIE TECThI MPOBOAATCSA Kak C
MOYOH, TaK U C KPOBBIO (ra3pl KpOBH, IJIFOKO3a, MOHBI aMMOHMS,
MOJIOYHAsl KHUCJIOTa, KETOHOBBIE Tejla, MUPOBUHOTpaJHAas KHUCIOTa,
XOJIECTEPUH, TPUIIULEPUIBI) U MOTYT UMETh PA3JIMYHYIO CTEIECHb
cinoxHocTu. Hambonee mpocTele U3 HUX: U3MEPEHHE KOHIIEHTPAIUH
JaKTaTa, NUPYyBaTa, KETOHOBBIX TEJ, MOHOB AaMMOHMs, a TaKXKe




onpeneeHue KHMCJIOTHO-ILIETIOYHOT O paBHOBECHS.
[IpenaranpHasi  OUArHOCTHKA  HACIEACTBEHHBIX  Oole3HeW  —
KOMIUIEKCHasl JOpOJOBasi JUAarHOCTUKA C LEJIbl0 OOHapy>KeHUus
[IATOJIOTUU HA CTaAUM BHYTPUYTPOOHOIO Pa3BUTHS.

IToka3anus U1 NpeHAaTaIbHON AUArHOCTUKH:

* Bo3pacT 35 JieT u crapiie (MyX4uH 45 JeT U cTapiue);

* HaJIM4ME B CEMbE HACIIEACTBEHHON 00JIe3HU;

* HeOJIaroNpUATHBIN aKyIIEPCKU aHaMHE3 (IOBTOPHBIE CIIOHTAHHBIE
npepbIBaHusI OEPEMEHHOCTH UITU POXKJICHUE

peOeHKa ¢ BpOKIACHHBIMU IIOPOKAaMH Pa3BUTHS);

* HecaxapHbIil 1uaber, snuiencus, HHPEKIN y OepeMEeHHOMT;

* JIEKapCTBEHHAsI Teparnus;

* KOHTaKTbI C TE€PATOreHHBIMU (paKTOpaMHU.

Ha ceromHAmHMiA JOeHb HpOrpaMMbl  MAacCOBOIO  CKPUHHUHIA
HOBOPOKICHHBIX OCYILIECTBIISIIOTCS B OTHOIICHUU (DEHUIIKETOHYPHH,
BPOKJAEHHOIO TUIIOTUPEO3A, BPOKIACHHON rUnepIuiasuu
HAJIIOYEYHUKOB, TrajJakTO3eMHH M MYKOBUCIUA03a. OCHOBHas LIEb
ATHX MPOTPAMM — paHHEE BHISIBIICHUE HACIECICTBEHHOTO 3a00JIeBaHUS
Ha JIOKJIMHUYECKOH (IOCHMIITOMAaTUYECKOM) CTaJud M OpraHu3anus
CBOEBPEMEHHOI'0 npohUITAKTUYECKOTO JICYEHUSI.
[T11P-ananu3

MounekynapHO-TeHEeTUYECKHE  METOAbl  IpEeAHA3HAYeHbl  JiA
BBISIBJICHUs BapualMii B CTpyKType ucciaeayemoro ydacrka JIHK
(ammensi, reHa, pervoHa XPOMOCOMBI) BIUIOTH [0 paciu(poBKU
MEPBUYHON IOCIEIOBATEIBHOCTH OCHOBaHUWA. B o0OCHOBe 3THX
MeronoB sexar manunymsauuu ¢ JJHK u PHK. [P — sTt0o meTon
ammmduranun  (ymaoxkenus) JHK in vitro. Jlns mnposenenus
[IIIP HyXHO 3HaTh  HYKICOTHAHYI  IOCJIEA0BATEIBbHOCTh
ammuunupyeMoro ¢pparmMenta. B coOTBETCTBUM ¢ HYKICOTHIHOM
MOCJIEIOBATEIBbHOCTBI0 KOHIIOB 5’ M 3’ HCCIEIyeMOro ydacTka
CUHTE3UpYETCsl JiBa OJUTOHYKJIEOTHJIHBIX IIpaiiMepa (3aTpaBKH).
Jlimaa mpaiimepoB coctaBisier 20-30 Hyxneotunpos. IIponecc
aMIUTM(QUKAIIUN COCTOUT B OBTOPSIFOIIMXCS IIUKIIaX.

Kaxxnprii MUKII BKIIFOYaEeT 3 CTaauu:

» TemnepaTtypHas aeHarypauusa JJHK (paznenenue nByxuenouedHoin
JIHK Ha ogHOLIETIOUEYHBIE MOJIEKYJIBI);

. PUCOEANHEHHE npaiMepoB K KOMIUIEMEHTapHBIM
MIOCJIEA0BATENBHOCTM OJJTHOLIETIOYEUHBIX MOJIEKYJI (OTXKHUT);

* CHHTE3 [OJMHYKJICOTUAHBIX IeNel Ha OJHOIENOYEUHbIX
MOJIEKYJIaX B TPAaHULAX MPUCOEAMHEHHBIX MPAaMEpPOB C MOMOIIbIO
NOJINMEpa3shbl.

CuHAPOMOJIOTHYECKUH MOIXO/.

CHUHAPOMOJIOTHYECKHUH TTOIX0/1 OCHOBAH Ha O0IIEM KIIMHUYECKOM
MeToJie o0cienoBanus 00NbHBIX. O0sI3aTENBHBIM YCIOBUEM €0
MPUMEHEHUS CIYXKUT 3HAaHHE BPAYOM OCHOBHBIX OHSTHUN
KITMHUYECKON TeHETUKH, OCOOCHHO TaKUX 0a30BBbIX MOHATUH, KaK:
HACJICJICTBEHHBIN MaTepual U YPOBHU €ro OpraHu3aiuu, GopMsl
HACJIEICTBEHHOH TTaTOJIOTHH, BPOXKIEHHOE M HACIIEICTBEHHOE
3aboneBanue (CHHAPOM), OONIBIIIAst M MaJiasi aHOMaJIUsl Pa3BUTHS

I1K-5, TTIK-6,
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BianeHue KJIMHUKO-TeHEAJOTHYECKUI MeTOI0M HHTEPIpeTaAlnu
JaHHBIX.

Knunuko-reneamornueckuii  mMeron. l'eHeasorus - ydyeHUE O
POJOCIIOBHBIX, TIpaduyeckoe H300pakeHHE POJCTBEHHBIX CBs3eH
MEXy WICHAMH OJTHOM CEMbH B HECKOJIBKHX MOKOJIeHUsX. KirmHuko-
reHealornYecKUii METO/| IUPOKO MCIIOJIb3YETCs B IPAKTUKE MEUKO-
TeHETUYECKOT0 KOHCYJIBTUPOBaHHUS. MeToa pemaer clenyromue
3aJjauyd: yYCTAHOBJIEHHME HACJEACTBEHHOI'O Xapakrepa U Tuma
HacleloBaHus ~ 3a00JieBaHMs, [EHETPAHTHOCTh TEHA, AHAJIN3
CHEMJICHUs M JIOKAIu3alMM TIEHOB Ha XpOMOCOMaX, HW3ydeHHe
MHTCHCUBHOCTH M3MEHEHUS HACJEICTBEHHOTO Marepuana (4acTOTHI
MyTaluii) y uenoBeka, pacin@poBKa MEXaHU3MOB B3aMMOJIECHCTBUS
TeHOB, pacueT pUCKa POXKACHUS OOIBHOTO peOeHKa, OI[eHKa MPOrH03a
3aboseBaHus. 1 3Tam - cocraBiIeHHE POJOCIOBHOM. [l momydeHus
cBe/leHU 0 3a0oJeBaHusAX MpobaHa (MCCiIeyeMblid MMalMeHT) U ero
POJCTBEHHUKOB MPUMEHSIOT ONpPOC, AHKETUPOBAHHE, KIMHUYECKOE
oOciiefioBaHNe, JaHHBIE UCTOPUU OOJIE3HM WIIM aMOYJIaTOPHBIX KapT.
13 Cbop wHpOpMAIMK BKIOYACT CBEACHHUS O 3-4-X TOKOJCHUSX
onHoi cempu. CHavana cobupaercs MH(opMaus o 3a00JIE€BaHUU Y
npobaHaa, TPOBOAWTCA €ro KIMHWYECKOoe | JabopaTopHoe
oOciiefjoBaHre. 3aTeM  MCCIEAYIOTCS  Apyrue  POACTBEHHUKHU
00JBHOT0, €0 POJUTENN U CUOCHI - JIETH OJHOW POJUTENHLCKON Haphl.
VYTounsercs  uHpopMmanMs O  HEOJArompusATHBIX  HMCXOJax
OepeMEeHHOCTel y JKEHIIWH, IMOBTOPHBIX CIIydasX aHAJIOTUYHOTO
3aboseBaHuss cpeau poacTBeHHHKOB. CoOpaHHY0 HH(pOpMAaLHIO
n300pakatoT Tpaduueckd. Pumckumu nudpaMyd  CBEpXy BHH3
0003HayaroT NoKoyeHus. IIOTOMCTBO OJHOTO MOKOJIEHUSI HYMEPYIOT
apabckumu 1HdpamMu TMOCIEAOBATENFHO CJeBa HAmpaBo. Takum
o0Opa3omM, 11000i MpeAcTaBUTENb CEMbH IOJIY4aeT MepCOHAIbHBIN
Homep, Hampumep: II-3, IlI-5. Bpatest u cectpsl (cubchbl) B
POZIOCIIOBHOM pacmojaraloTcst B MOpsAKe HX poxaeHus. Bcee
UCCIICIOBAaHHBIE MHAWBUIBI PACIIONIATAIOTCS CTPOTO MO TOKOJICHUSM
ropusoHTanbHo. Jltoaen, obaafaomMX aHAIM3UPYEMbIM MTPU3HAKOM
(3aboneBaHueM), BBIIEISAIOT  IITPUXOBKOM. B pomocioBHOM
yKa3bIBalOT MECTa MPOKMBaHMs Oalyllek M JeAylleK, a TakkKe HX
noOpavHble (aMHIIUH, JUTSI ONIPEIeIICHUs] POACTBEHHBIX OpaKoB, TOJ
poxnaeHuss mpoOaHra M ero  OMWKaWIIMX — POJICTBEHHUKOB.
PonocnoBrast cobupaercst Mo 0JHOMY HIJIM HECKOJIBKHAM IPH3HAKAM.
N300pakeHre pOAOCIOBHON CONMPOBOXKAAETCS JIEreHA0N (KpaTkas
3alMch C TOYHOM XapaKTEpUCTUKOW), KOTopas BKiIodaeT: 1.
Onucanue COCTOSHUS 3/I0pOBbsl YJi€Ha POJOCIOBHOM. 2. Bospact
Hayajia U XapakTep TedeHMs 3a0osieBaHus y OonbHBIX. 3. [Tpuuuny
CMEpPTH M BO3paCT Ha MOMEHT CMEPTH WIE€Ha POJOCIOBHOH. 4.
Onucanue METOJOB JUArHOCTHUKU M WACHTU(HUKAIMHA 3a00JICBaHHIA,
nepevyeHb UCTOYHUKOB METUIMHCKUX W JIPYTUX CBEIEHHWH. 2 srtan -
reHeTuyeckud  aHanu3  pojocioBHod. [locme  odopmieHus
U300pakeHHsl POJOCIOBHONW NPUCTYNAIOT K €€ aHalu3y, LENbIo
KOTOPOTO SIBIISIETCS YCTAHOBJIGHWE HACIEICTBEHHOTO XapakTepa
NPU3HAKA.

I1K-5, TTIK-6,
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Curyanmonnas 3aaua Ne6:
MysxunHa, 42 Tona, ¢ 3aTsSDKHBIM
TeUEHUEM ITHEBMOHUU. Y TAIleHTa B
AHAMHE3€ YaCThIC IIPOCTYIHBIC
3a00JI€BaHUS» C TSHKEJIBIM TEUEHUEM,
B T€UEHHE IIOCIAETHHUX S5 JIeT
MOCTETICHHOE TTOXY/ICHUE MBIIIII]
KOHEYHOCTEH, TIONIEPXUBAHUE MTPH
IJI0TAaHMH; 32 MEIUIIMHCKOM
MTOMOIIIBIO K HEBPOJIOTY HUKOTIa HE
obpamacs. [Tpu ocMmoTpe:
acTeHn4YecKoro Teaocioxenus. Cria
B KOHEUYHOCTSX CHIDKEHA 110 4-4,5
0aJuI0B, TUIIOTPOPHH TIICYEBOTO
105ICa, MBIIII] IIIEH,
MIPENMYIIECTBEHHO MTPOKCUMAITBHBIX
OTJICJIOB KOHCYHOCTEH.
CyX0XHIIbHBIC, IEPUOCTAIBHEIC
pedaeKchl HECKOIBKO CHHUYKEHBI.
BrisiBnsiercs nepkyTopHas
MHUOTOHUYCCKAS PEaKIHs,
KJIMHUYECKHE MUOTOHHYECKHUE
(heHomeHbI. UyBCTBUTETHHBIX,
KOOPJIMHATOPHBIX HAPYIICHHUIA HE
BeLsIBIIeHO. [Ipu mooGcnenoBanm: B
aHaIM3ax KPOBHU JICHKOLUTO3,
noBelieHne pudpunorena, (+) CPB.
BrisiBiICHBI HaUAIBHBIC MPOSIBICHUS
KaTapakThl 00OMX TJ1a3.

1) Kako#i kJIMHUYECKUI THarHo3
HauOosIee BeposTeH?

2) Kakwe momoTHUTEIIBHBIE METOTBI
o0cenoBaHus HEOOXOIUMBI?

3) Kakue nuzmenenus npu
THCTOJIOTHYECKOM HCCIIEN0OBAHNN
OmonTaTa MBIIII] XapaKTEPHBI TIPU
ATOW CTaauu pa3BUTHA 3a00IeBaHUS?
4) Kakwue ocioxxHeHUs 00ITIeH
aHEeCTe3MH BO3MOXKHBI y ManueHTa?
5) [loka3zaHo v MAIUEHTY
UTOreHeTHYEeCKOoe o0cienoBanue?

Otser 1: Auctpoduyeckas MUOTOHHS
OtBet 2: OMI', OcMOTp pOACTBCHHHUKOB,
Koncynpranus ¢pruzuatpa, [1L[P-
JUarHOCTHKA

OtBet 3: MHOXXECTBEHHBIE BHYTPEHHHE
siipa B BOJIOKHAX, )KHPOBOE U (prOpo3HOE
MEePEePOKICHNE MBI,
pa3HOKAIMOCPHBIC BOJIOKHA

OtserT 4: 3nokadecTBEHHAs
TUIIEPTEPMHUS

Ortser 5: Hert, He noka3aHa,
3a00IieBaHNe SBISIETCS MOHOTEHHBIM

I1K-6,
VYK-1

Paccmotpute dhotorpaduto.

1) Kakyro maTosoruto Mo>xHo
MPEITOIOKUTH 10 hoTorpadun?

2) K kaxoii rpyrie HacneACTBEHHBIX
3a00J1eBaHUil OHa OTHOCHUTCSA?

3) Kakue npo6i1eMbl O CTOPOHBI
BHYTPEHHHX OPTaHOB BCTPEYAIOTCA
HanboJiee 4acTo Mpu 3TOM
3a00J1eBaHNU?

4) KaxoBa auarHocTuKa 3T0T0
3aboseBaHus?

Otger 1: Cunapom layna

Otsert 2: K rpynme XpoOMOCOMHBIX
3a00seBaHUM

OtgeT 3: BpoxieHHbIE TOPOKU
pa3BUTHUS BHYTPEHHUX OPTaHOB (TIOPOKH
ceplia, MO4e-TI0JI0BOIM CHCTEMBI,
KEITyT09HO-KHUIIIEYHOTO TPAKTA)
Otget 4: LluToreHeTn4ecKuit METO
OtBet 5: Koppekuus BpoxKISHHBIX
MTOPOKOB BHYTPEHHUX OPTaHOB,
Mearoruieckas u ColuaIbHas
peaduimuTanus, JUCIIaHCEPHOE
HaOIIOIEHNE Y TICHX0-HEBPOJIOTA U
JIPYTHX CIIEHAIHICTOB

[1K-5,
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5) KakoBbl pexoMeHaImu 1o
JICYCHUIO U PeaOMINTAIIH TaKUX

monaeu?
bonwHoit A., 57 ner, Otser 1: Iucrpodmueckas muotonus 1 | [TK-5,
rocrnuTain3uposas 1o nopoxy UBC. | Tuma TIK-10

W3 anamue3a 3aboneBanus: B Teuenne | Oteer 2: Mroapyaras OMI,
25-27 net 6ecriokost 6omu B obnactu | Koncynbranus kapauonora, OcMoTp

cepama; B 37-IeTHEM BO3pacTe POJICTBCHHHKOB
TOCITUTAIM3UPOBAJICS 10 TIOBOLY Ortser 3: [lopaxenue cepaua
HapyIICHUs CEPJEIHOTO pUTMa, B 40- | mpeacTaBieHo, TIaBHBIM 00pa3oM,
JIETHEM BO3pAacTe MaIEeHTY HapyIICHUEM CEPJICYHOTO PUTMA;

nmrutantupoBal DKC. Yacro 6onen | Hapymenust cepiedHoi IpoBOAMMOCTH
«IPOCTyIHBIMIUY» 3200JIeBaHUsAMU. B | mporpeccupyror, HO IpUYHHA
Bozpacte 50 yeT BeIABIEHA KaTapakTa | MPOTpecCHpOBaHuUs He sicHa; Yare

06omx rima3. OObEKTHUBHO: BCTPEUAETCS KEITYTOUKOBAs APUTMUS;
MPOSIBICHUS] MUOTOHUYECKOTO 3aboJieBaHrEe MOXKET JCOOTUPOBATH C
cuHApoMa (KITHHAYECKas, BHE3aIIHOM OCTAHOBKU CEPACYHOU
MEXaHWYEeCKasi MUOTOHUYIECKHE JIeSITEIIbHOCTH

peaKIuu), THIIOTPOPUS OtBet 4: 3n0KauecTBEHHAS
MNPEUMYIICCTBECHHO JUCTAJIBHBIX runepTepmu

OT/EJIOB KOHEUHOCTEH, skeBaTelbHOH | OtBet 5: Hert, 3a00eBanue ABisieTcst
1 MUMHYECKON MYCKYJIATyphl; MOHOT€HHBIM

MOYEPKHYTHI BUCOYHBIC IMKH,
“ryosI Taupa”. [lomoOHBIC
TIPOSIBIICHYISI BBISIBJICHBI Y MITAJIIIICH
JIOYEPH, JIBOIOPOTHOTO OpaTa
naruenTa. Jlerkass MEOTOHUYeCKast
peakius y BHyKa rpobannaa. Y orma
npobaH/ia aHAMHECTHYECKU
MPOCIICIKUBACTCS MUOTOHUYECKAS
peakuus, “TIoXyAeHUe’ MBbIIIL]
KOHCYHOCTEH, JINIIa, CHIDKCHHUE
3pEHHSI.

1) KakoB nipenonouTenbHbIi
TUardos?

2) Kakue n3 nepevucieHHbIX
HCCIICIOBAaHUN HEOOXOUMO
MIPOBECTH TaHHOMY ITallueHTy?

3) KakoBbI 0COOEHHOCTH MOPaYKEHHUS
cep/Ia npyu TaHHOM 3a0o0JieBaHUN?
4) Kakwue ociioxxHeHUS 00IICH
aHEeCTe3MH BO3MOXKHBI y ManueHTa?
5) IlokazaHo M TUTOTEHETUYECKOE
WCCIIeIOBaHNE JaHHOMY HalueHTy?

Bomnpocsl K 3a4eTy ¢ OLleHKOH

Oyernounvie cpedcmaa Koo
dopmupyemoti
KOMNnemenyuu
CoBpemMeHHbIe NPeCTABJIEHHS 0 HOPMAJIbHOM KapUOTHIIe YK-1, YK-3

YeJ10BeKa.
OtBer: CoBpeMEHHBIC MPECTABICHUS O HOPMaJIHLHOM
KapHOTUIIE YEJIOBEKA




Kapuotumn — 3T0 COBOKYITHOCTH MPU3HAKOB MOJIHOTO Habopa
XPOMOCOM COMAaTHYECKHX KJIETOK OPTaHHU3Ma Ha CTaJIuu
metadassl (11 paza genenus KIeTkn) — UX KOJUYECTBO, pa3Mep,
dopma, ocobeHHocTH cTpoeHus. KaproTun, npeacTaBisonui
c000i1 KJIIETOUHBII1 XPOMOCOMHBIN KOMILJIEKC, SIBISIETCS
IIOCTOSIHHBIM. Y 4Y€JIOBEKa HOPMOMU SIBJISIETCS HATMYUE
XPOMOCOM, KOJIMYECTBO KOTOPBIX paBHO 46. N3 HuX 22 mapsel
SBJISIFOTCSL @yTOCOMaMU U JIBE — 3TO MOJOBBIE XPOMOCOMBI.

VY npeacTaBUTENBHULL )KEHCKOT'O 110J1a OHU 0003HAYAIOTCS KaK
XX, y npencraBurenieid Myxckoro nosa — XVY. ['maBnas
0COOEHHOCTh XPOMOCOMHOI'0 Habopa — 3TO BUIOBAst
CHEUPUIHOCTH KaproTHa. OYyHKIINH XPOMOCOM 3aKIIFOUAIOTCS
B TOM, YTO Ka)/1as U3 HUX SIBJISIETCS HOCUTEIbHUIICH IeHOB,
KOTOpPbIE€ OTBEYAIOT Ha HACJIEICTBEHHOCTb.

B kapuotune yenoseka 46 xpomocoM uinu 23 napsl. [lapHbie
XPOMOCOMBI Ha3bIBAIOT TOMOJIOTUYHBIMUA, OHH UMEIOT
OJIMHAKOBOIO AJIMHY U (OpMYy, COIepKAT ajuiebHbIe TeHbI. B
coctaB xpomocom Bxoaut 40 % JIHK, 40 % rucToHOBBIX O€IKOB
1 20 % HerucToHOBBIX OenkoB. KoMIUIeKe BceX XUMHYECKUX
BEIIECTB, BXOJAIIUX B COCTaB XPOMOCOM, Ha3bIBACTCS
XPOMATHHOM. XPOMOCOMBI MOTYT HaXOJIUTHCS B KJICTKaX B IBYX
CTPYKTYPHBIX U ()YHKIIHOHATHHBIX COCTOSTHUSIX —
CIIMPAIM30BaHHOM U JieCIUpalin3oBaHHOM. B mepuos
uHTep(]a3bl OHU HAXOATCS B IECIUPATU30BAHHOM COCTOSIHUU.
B cniupanu3oBaHHOM COCTOSTHUM OHHM HAXOMSITCS B TIEPHO/T
MUTO3a. MakCUManbHOW CIUPATU3aLUU XPOMOCOMBI IOCTUTAIOT
B MeTagaze MuTo3a. MeTtadazHast XpoMOCOMa COCTOUT M3 JIBYX
XpOMaTH/I, COETUHEHHBIX B 00JIACTH MEPBUYHON MEPETIKKU
(menTpomMepsl). HekoTopbie XpOMOCOMBI HMEIOT BTOPHYHEIC
NEPETsHKKU U CyTHUKU. LleHTpomepa AenuT XpoMaTuay Ha IBa
rieyva.

PacnonoxxeHue XxpoMocoM, BUANMOE B MUKPOCKOTIE,
doTorpadupyroT U U3 HECKOIBKHUX (poTorpaduii coouparoT
CUCTEeMAaTHU3UPOBAHHBIN KaPUOTHUII - HYMEPOBAHHBIH HaOOP
XPOMOCOMHBIX Tap TOMOJIOTHYHBIX XpoMocoM. M300paskeHus
XPOMOCOM TPU ITOM OPUEHTUPYIOT BEPTUKAIBEHO, KODOTKUMHU
IIeYaMy BBEPX, @ HX HyMEPaIHio TIPOU3BOIAT B IMTOPSIIKE
yObIBaHUS pa3mMepoB. [lapy MONOBEIX XpOMOCOM MOMEIIAIOT B
CaMOM KOHIIE N300pakeHHsT Habopa XpOMOCOM.

OcCHOBHBIC NMaTOreHeTHYeCKHEe MEXaHU3Mbl BO3HMKHOBEHMS
XPOMOCOMHOM NMATOJIOTHUH.

OTtser:

XPpOMOCOMHBIE HAPYILLIEHUS MOTYT UMETh Pa3HYIO IPUPOAY:

I) Bpo’kieHHOE M3MEHEeHNe KaproTUIla KJIeTOK OpraHu3Ma, T.e.
KOHCTUTYLIMOHAJIbHOE XPOMOCOMHOE HapyIIEHHE

2) npuoOpeTEeHHOE B X0/I€ OHTOTe€HE3a U3MEHEHHE XPOMOCOM
OTJIENIbHBIX KJIETOK.

YucnoBble XpOMOCOMHbBIE AHOMAJIMH (T€HOMHBIE MYTAalIUHN )
CBsI3aHbI C HAPYLIEHUEM YHCIEHHOI'O COCTaBa XpPOMOCOMHOIO
Habopa. B comaTnyeckux KieTkax BCerJa AUIUIONTHBIN Ha0OP
XpOMOCOM (46), B TO BpeMsI Kak B IOJIOBBIX KJIETKaX (ramerax)

YK-1, I1K-11,
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BCET/Ia TarTIONAHBIA Ha0op XpoMocoM (23), BOSHUKAIOIIIHA
BCJICJICTBHE CIIUSHUS JIBYX TalJIOUJAHBIX TaMeT MPH
OIJIOJJOTBOPEHUH.

B rpyrme reHOMHBIX MyTalui, CBSI3aHHBIX C U3MEHEHHEM YHCIa
XPOMOCOM B KJIETKaX, Pa3JInyaroT:

1) Hapy1ieHre IIOUAHOCTH, T.€. U3MEHEHHE YU CIIa XPOMOCOM
KpaTHOE raljIonJHOMY, HallpUMep TPUILIOUIMS WIH
TETPAIIIONIUS;

2) U3MEHEHHUE Yucila OTAEIbHBIX XpPOMOCOM B Habope
(aneymonaus) OO B CTOPOHY YMEHbBIIIEHUS (TUIIOTUIOH TNS),
a10o yBenudeHus (runepruionus). Ipu runonnonauu BMecTo
JIBYX TOMOJIOTUYHBIX XPOMOCOM B HaOOpe MPUCYTCTBYET OJHA
(MoHOCOMHUS 1O AaHHOU XpoMocome). Ilpu runepruionann
BMECTO JIBYX TOMOJIOTHYHBIX XpPOMOCOM B Ha0Ope MMEIOTCS X
JIOTIOJIHUTEIIbHbBIE KOIIUH; HATMYUE TPEX UIIU YEThIpeX
TOMOJIOTHYHBIX XpPOMOCOM B HaOOpe HAa3bIBAETCS COOTBETCTBEHHO
TPUCOMUEN MU TETPACOMHUEH 110 JTaHHON XpoMocoMe. AHOMAIIUU
YHCIIa XPOMOCOM MOTYT OBITh BBI3BaHBI PA3TUYHBIMU TIPUIHHAMH.
['unepruionvst BO3HUKAET 3a CYET HEPACX0KJICHUSI XPOMOCOM
(Xpomatu), a TUIOIUIONIUSL MOXKET OBbITh PE3yIbTaTOM KaK
HEPACXOXKICHMs, TaK U aHa(pa3HOTO OTCTaBaHUS XPOMOCOM B
XO0/JI€ KJIETOYHOTI'O JIeIeHUsI. XpPOMOCOMHBIE HApYIIEHUS MOTYT
OBITh KaK TaMETHYECKOI'0. TAK U COMaTHUECKOT0 IIPOUCXOXKIECHUS
U, B 3aBUCUMOCTH OT 3TOr0, OPraHU3M MOXKET UMETh WU IOJIHYIO
dbopMy XpOMOCOMHOTO HcOaIanca, T.e. UMETh XPOMOCOMHOE
HapyILIEeHUE BO BCEX KIIETKaX TeJla MU ObITh MO3aUKOM, T.€.
UMETh XPOMOCOMHBIN HMCOAIaHC TOJIBKO B YACTH KIIETOK.
Mo3anu3MoM Ha3bIBAETCS SIBIICHUE OJIHOBPEMEHHOI'O HAJIMYUS B
OpraHu3Me HECKOJIBbKUX KJIETOYHBIX KJIIOHOB C Pa3HbIM
KapHoTHIIOM. Mo3auLiu3M MOXeT BO3HUKHYTh Ha JII000i cTainu
HMOPHOHAIILHOTO Pa3BUTHSA JHOO0 B pe3ysbTaTe MUTOTUYECKOTO
HepacxoXxJIeHus xpoMocoM (okoio 30% ciyuyaeB), 1160
BCJIE/ICTBHE yTPaThl XpPOMOCOMBI BCJIEJICTBUE aHA(Pa3HOTO
OTCTaBaHMA. XPOMOCOMHBIA MO3aULIU3M MOXKET ObITh OIpaHUYCH
KaKHUM-TO OIpe/IeJICHHBIM TUIIOM TKaHEeH U [103TOMY He Bcerja
JOCTYIeH tuarnoctuke. Kpome toro, Mo3anku ¢ HeGOIbIIUM
KJIOHOM a0E€ppaHTHBIX KJIETOK MOTYT UMETh HE BbIpaKCHHbBIE
deHoTUNMYEeCKHE OTKJIOHEHU. M03auli3M BO3MOXKEH HE TOJIBKO
10 YHCIIOBBIM HAPYIIEHHUSIM XPOMOCOM, HO H IO CTPYKTYPHBIM
XPOMOCOMHBIM IIEPECTPOUKAM.

3aKoHbI Iepeaayu HACJEACTBEHHON HHPOpPMANHH.

Otger:

1.3akonb1 Menaens

2. [luTomornyeckue OCHOBBI HACIIEIOBaHMsI (MUTO3, MEHO03)

3. XpoMOCOMHasi TEOpHS HACIEIOBAHUS, TEHETUUECKUE KapThl
4. MonekynsipHble OCHOBBI HaCIEAOBaHUS

YK-1, IIK-5

TecTbI




OyeHnounsvie cpedcmaa

Omanon
omeema

Koo

Gopmupyemoii
KOMRemeHyuu

JIUIS1 JOKABATEJIbCTBA MYJIbTU®AKTOPHOU
I[MPUPO/JbI BOJIE3HU UCIIOJIB3YIOT METO/IbI

1) 6yM3HEOBBIH

2) Hccnea0BaHue acCOIHAITIN TCHETHISCKUX MapKEPOB C
00J1e3Hb10

3) Bc€ nmepeunciIeHHoe

4) KIMHAKO-TEHEATOT MY CKII

5) Oy NAMOHHO-CTaTUCTHYECKU I

3

IK-1, YK-3

MEPU®EPUUYECKUU U LIEHTPAJIbHBIU
HENPO®UBPOMATO3 XAPAKTEPEH JIJIS:
1) pakomaTo30B

2) IepOKCUCOMHBIX Oose3Hel

3) 6one3nu Kepuca — Cetipa

4) cuaapoma Bonbdpama

5) 6ones3nn [ roHTEpa

[K-5, TIK-10

BOJIBINNMHCTBO 3JIOKAYECTBEHHBIX

HOBOOBPA30BAHMI OTHOCUTCS K BOJIE3HSM:

1) MOHOTCHHBIM

2) XpOMOCOMHBIM

3) moIUreHHBIM

4) COMaTHYECKUX KIETOK
5) MUTOXOHAPHUATHHBIM

IK-5, TIK-10

STUOJIOTUYECKUM ®AKTOPOM I'EHHBIX
3ABOJIEBAHMI SIBJISIIOTCS

1) MyTauuu B OIHOM WM IBYX JUIENAX ONPEAEICHHOTO
reHa

2) CTpYKTypHBIE IIEPECTPONKH XPOMOCOM

3) U3MEeHEHHNE KOJIMYECTBa XPOMOCOM

4) HeOmaronpuaATHOE JeiicTBHE CPeOBhIX (haKTOPOB

5) Bce mepednciIeHHoe

TK-6, YK-1

I[TATOTHOMOHMWYHBIMU ITPU3HAKAMM J1JIA
CUHPOMA JIBOMHOM Y-XPOMOCOMBI
ABJIAIOTCA:

1) 6ecruoaue

2) YMCTBEHHAs OTCTAIOCTh

3) BBICOKHI pocT

4) arpecCUBHOCTH

5) eBHYXOUIN3M

TIK-9, [IK-11
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