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JononuurensHas npodeccHoHanbHas TporpaMMa MOBBIIEHUS KBalU(pHUKalMu
«CHHIPOMBI C HapyLIeHUEM YKMC/a ayTOCOM, MOJNOBBIX XPOMOCOM, MUKPOENEH-
OHHBIE U MUKDPOAYIUIMKALMOHHBIE CHHIPOMBD) 00CYy)eHa H of00peHa Ha 3acena-
HUM KaeIpbl reMaToioruy ¥ TpaHcdy3uonoruu (¢ Kypeom KIMHHYeCKoi tadopa-
TOPHO} JMArHOCTHKH, TEHETHKH ¥ J1a0OPAaTOPHOH TeHETUKH) (pakyipTeTa [OBbI-

WeHus Kpanu(MKaMKd W TNpOecCHOHAIBHON NeperojroTOBKH CHELHaInCcTOB
®dI'BOY BO PoctIT MY Munsapasa Poccun.

[porokon 3aceaanus kadeapsl No 4 o126 ©R 2021r.

3aBenyronmii kadeapoi //é);/ [Tatoxun 10.B.

[MporpamMMa peKOMEHI0BaHa K yTBEPIK/ICHHIO PELIeH3eHTaMHK !

MartyqeBuu C. A. - I0KTOp MEAMLHHCKMX HayK, JOLEHT KaQelpsl OHOJOrHHU C
Kypcom Menuuunckoi reretikn ®TBOY BI1O KybI'MY Munsipasa Poccuu, 3a-
BEyIOIAs MEKPErHOHAIIBHOH —MeIMKO-T€HETHIECKOH koHcyiapTanMed ['BY3
«HayuHo - WccneqoBaTeslbcKii MHCTHTYT - Kpaeas KIIMHMYIECKAA fonpHMIA Nol
umenu npodeccopa C.B. Ouanosckoro» Munsapasa KpacHonapckoro kpasd,
JLM.H., TNaBHbI BHEIITATHEIH FeHeTHK MHUHHCTEPCTBA 3paBooxpaHenus KpacHo-
napckoro kpas (Kpacnonap).

Mononukoe A.B. — OKTOp MeAMLMHCKHX Hayk, npodeccop Kadeapsr GHONOrkH,
MeUIMHCKOM redeTnky 1 skonorun ®I'BOY BO KI'MY MuHnsapasa Poceny, au-
PEKTOp HAYYHO-MCCIEN0BATEIECKOTO HHCTUTYTA PeHETHHECKOH H MOJIEKYJISIPHOM
stunemuonoran ®CEOY BO KI'MY Munsapasa Poccun, 3apeayrouit abopa-
TOpHeH CTATUCTHYECKON reHeTHKM U OMOMH(pOPMATHKH, UJIEH Poccuiickoro ol1ue-
¢TBa MenuiHekux renetrkos (POMIY), Beepoceniickoro o0iecTsa reHeTHKOB 1
cenexunonepos (BOIuC), Opranuszauuu reroma venoseka HUGO (Human Ge-
nome Organization), Of1ecTsa BapHabenbHOCTH FeHOMA HeJIOBEKa HGVS (Hu-
man Genome Variation Society)



2. JJUCT COI'TACOBAHHA

JIOTIOJTHHUTEIbHON TTPO(ECCHOHANIBHOM MPOTPAMMBI MOBLILIEHHS KBANH(QHUKALKK:
«CUHIPOMBI C HAapyLlUeHHeM YHCIIa ayTOCOM, [10JIOBBIX XPOMOCOM,
MHKPOZIENELMOHHbIE U MUKPOILYIJTMKALIHOHHbBIE CHHIPOMBI»

CPOK OCBOEHHM#A 36 aKaleMHYeCKMX 4acoB

COI'JIACOBAHO
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Jlekan dakyabTera MOBbILIEHHS
KBanu(UKaLKMK U MPodeccHo- «26» ©A 20Ur. bananbsuiu A,

HabHOW NepenoiAroToOBKH cre-
[{MAJTUCTOB

HagansHUK yripaBJjieHUs opra-
HHU3ALMH HEPEPBIBHOTO 00pa-
30BaHMS

G » ©8 20dr. | ["'epacumosa O.B.

3aBeayollni kadenpoi QGy» 0% 20U f%/ Maroxu 10.B.




JlonmoJIHUTEIbHAS

npodeccruoHanbHas

nmporpamma MIOBBIILICHUS

kBamukanuu «CHUHAPOMBI ¢ HAPYIIICHUEM YHCTIa ayTOCOM, TOJOBBIX XPOMOCOM,
MUKPOCIICIIMOHHBIC U MUKPOAYTUTUKAIIMOHHBIE CHHIPOMBI» (fanee - [Iporpamma)
pa3pabotana paboueil rpymnmnoi
TpaHcy3uomoru ( C KypcoM KIMHHYECKOW JabOpaTOpHOM TUArHOCTHKH,
reHeTuku u gadboparopHoit reHeTukn) ®I'bOY BO PoctI'MY Munzapasa Poccun,
3aBenytonuit kabenpoit [llamoxun FO.B.
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Herrepesa E.B.

K.M.H.,
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K.M.H.
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dI'bOY BO
PoctI’ MY
MunzapaBa Poccun




I'imoccapmit

JIIO - nononuutenbHOe MpodecCUOHATbEHOE 00pa30BaHMUE;

OI'OC - OenepanbHbIil TOCYAapPCTBEHHBIN 00pa30BaTEIbHbBIN CTAHIAPT
I1C - npodeccruoHabHBIN CTaHAAPT

OT® - 06061eHHas TpyAOBast GyHKIMS

T® - tpynoBas pyHKUMS

IIK - nmpoeccronanbHas KOMIETEHLIUS

JI3 - TeKUUOHHBIE 3AHATHUS

C3 - cemuHapcKue 3aHsTUS;

[13 - mpakTHyeckue 3aHATHS;

CP - camocTosTenbHas padbora;

JOT - nuctaniuoHHble 00pa3oBaTeIbHbIE TEXHOJIOTHH;

20 - seKTpoHHOE 00yUEeHHE;

[TA - npomexyToyHasi aTTeCTaIlMs;

HA - utoroBas aTTecTalus;

VII - yueOHbI# 11aH;

AC JITTO - aBromMaTU3upoBaHHAsI CUCTEMA JIOMIOJIHUTEIIFHOTO TPO(ECCHOHATBEHOTO
o0pa3zoBaHus.



KOMITIOHEHTBI ITPOT'PAMMBI.
1. O0mas xapakrepucrtuka IIporpammel.
1.1. HopmaTtuBHO-IpaBOBasi OCHOBA Pa3pabOTKH MPOrpaMMBl.
1.2. KaTeropuu o0yyaromuxcs.
1.3. Lenp peanuzanuiv IpOrpamMMel.
1.4. [Inanupyemble pe3ynbTaThl 00 yUCHUS.
2. Copep:xkanue Ilporpammel.
2.1. YueOHblii miaH.
2.2. KanennapHsblil yueOHbIN rpaduk.
2.3. Pabouue nporpaMMbl MOAYJIEH.
2.4. OueHKa Ka4yecTBa OCBOEHHUS MPOrPAMMBI.
2.4.1. ®opmbl IPOMEKYTOUHOM (ITPU HATMYKUK) U UTOTOBOM aTTECTALIMU.
2.4.2. lllkana ¥ MOPSAJOK OIICHKUA CTETIIEHU OCBOEHHUS OOYYaIOUUMHCS y4eOHOTO
Marepuana IIporpammsl.
2.5. O1ileHOYHBbIC MaTEpHAIIbI.
3. Opranu3annoHHo-neaaroruveckue ycaosus Illporpammei.
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3.2. YueOHOo-MeToqu4eckoe U UHPOPMaIIMOHHOE 00ECIICUCHHE .
3.3. Kagpossie ycnoBusi.



1. ObIAA XAPAKTEPUCTHUKA TPOI'PAMMBI.

1.1. HopmaTuBHO-npaBoBasi 0CHOBa pa3padorku Ilporpammabl.
— ®denepanbHblil 3aK0H 0T 29 aexadps 2012 r. Ne 273-03 «O06 obpa3zoBaHUU B
Poccuiickoit @enepannmn», ctatbs 76.
- [Tpuka3 Muno6pnayku Poccun ot 1 uronsa 2013 r. Ne 499 «O06 yTBepkieHuu
[lopsinka opraHu3ald M OCYIIECTBIEHUS 00pa30BaTEIbHON NEATEIBHOCTH IO
JOTIOTHUTENbHBIM PO(ECCUOHATBHBIM MPOrPAMMaM.
- [Ipodeccronanbubiii crannapt «Bpad - reHeTHk» (yTBEpXKIEH MPHUKa30M
Muntpyna u couzamutel PO ot 11 mapra 2019 r. N 142H, perucrpaunuoHHbIN
Homep 1250).
— OI'OC BO mno cnenuadbHOCTA TE€HETHKA, YTBEPKIAEHHBIM MPUKA30M
MunucrtepctBa o0pa3oBanus u Hayku Poccuiickoit @eaepanuu ot 25 ageycma 2014
2. Ne 1072.
- JIuen3us PeaepanbHOM ciTy>kObI 10 HAA30pY B cpepe 00pa3oBaHMs U HAYKU
Ha OCyIIecTBICHUEe oOpa3oBaTenbHO aAesaTrenbHOCTH DOI'BOY BO PoctI’MY
Mumnsznpasa Poccuu ot 22 uronst 2017 r. Ne 2604,

1.2. Kateropuu o0y4arommxcs.
OcHOBHas CrenUaIbHOCTh — FTEHETHKA
1.3. Heap peaausanum nporpaMmsl

COBCPIICHCTBOBAHHNC HUMCIOITUXCs HpO(l)GCCI/IOHaJILHBIX KOMHCTCHHI/Iﬁ 141
ITOBBIIIICHHUC HpO(bGCCI/IOHaJIBHOI“O YPOBHA B obOnacTH TCOPCTHUYCCKUX 3HAaHUU U
HAaBBIKOB B JHMAIHOCTHUKC CHHAPOMOB € HAPYHICHUCM 4YHCJIAa ayTOCOM, IIOJIOBBIX
XpOMOCOM, MUKPOICIICIMOHHBIX 1 MUKPOAYINIMKAITUMOHHBIX CHHIPOMOB.

Bun npodeccuonanpHoi nestenpbHOCTH: [IpodunakTika, 1TMarHoCTHKa, JICUCHHUE
BPOXJICHHBIX U (WJIM) HACJECTBEHHBIX 3a00JICBAHUM, MEIUITUHCKAS
peabuIuTaIs IMallMEHTOB

YpoBenb kBanudukanum: 8

Cas3p [Iporpammel ¢ mpodeccrnoHaIbHBIM CTaHAAPTOM MPEICTaBUTH B TabmuIe 1.

Taoauna 1
Cea3b [Iporpammpbl ¢ npodeccHOHATBHBIM CTAHAAPTOM

IIpodeccnonanbublii crangapt: «Bpay - reHeTHK» (YTBEPKICH MPUKA30M
MunTpyna u conzamutel PO ot 11 mapra 2019 r. N 142H, peructpanmoHHbIN




HoMep 1250).

oT®

Tpynossie pyHKIUN

Kon
TD

HaumenoBanue Td®

Oxazanue MeIUIIMHCKOM
IIOMOIIIA TIAI[UEHTaM IIO
npodwio "MeauIUHCKAs
reHeTuka'

A/01.8

JlnarHoCTHKa B IENAX YCTAaHOBJICHHS U
(W1M) YyTOUYHEHHS JAUArHo3a BPOKJICHHOTO
(vm) HACIEACTBEHHOIO 3a00JIeBaHUs

A/03.8

[IpoBeneHune MEINKO-TEHETHYECKOTO
KOHCYJIbTUPOBAHUS NALMECHTOB c
BPOKJIEHHBIMH U (MJIM) HACIEICTBEHHBIMU
3a00JICBaHUSIMU U UX POJICTBEHHHKOB U
NALKUEHTOB W3 T'PYIIN PUCKA, BBISIBICHHBIX
IIPU CKPUHHHTE

1.4. Ilnannpyemble pe3yabTaThl 00y4YeHUs

Ili1anupyembie pe3yabTaThl 00y4YeHU

Taoauna 2

K

Onucanue KOMINETECHIMH

Kon T®
npogcrangapra

K-

rOTOBHOCTBb K OKa3aHHIO MG,I[I/IHI/IHCKOﬁ IIOMOIIIH
MagueHTaM ¢ CHHAPOMAaMHU OJHOPOAUTCIbCTKHUX
,III/ICOMI/If/'I d TAKKC XpOMOCOMHBIMU CUHAPOMAMMU C
HAapyImCHUCM 4YHUCJIa aYTOCOM U ITOJIOBBIX XPOMOCOM

noJIkeH 3HaTh: [lopsok oka3zaHus MEIUITUHCKON
MTOMOIIY MAIUEHTaM ¢ MUKPOACICIIUOHHBIMU U
MUKPOAYIUIMKAITMOHHBIMU CUHIPOMAaMU, CHHAPOMaMHU
OJTHOPOJIUTENILCTKUX TUCOMUN a TaK¥Ke
XPOMOCOMHBIMHM CUHJIPOMaMH C HapyIIEHUEM YHCIIa
ayTOCOM U IMOJIOBBIX XPOMOCOM

TepMHUHOJIOT M OIMCAHKUSI MUKPOAQHOMAJIUM U
BPOKJICHHBIX IOPOKOB Pa3BUTHS Y YEJIOBEKA
COCTAaBJICHME T'€HEAJIOTUUYECKOT0 aHaJIu3a 1
OMPEJICJICHUS TUTIA HACIEIOBAHUSI MUKPOJICIECIIMOHHBIX
Y MUKPOIYTUTMKAIIMOHHBIX CUHJIPOMOB, CHHIPOMOB
OJHOPOJUTEIILCTKUX IMCOMHM a TAKIKE XPOMOCOMHBIX
CHUHAPOMOB C HAPYIICHUEM YHCJIa ayTOCOM U MOJIOBBIX
XpPOMOCOM

Ha3HAYCHUE Ja00PATOPHBIX UCCIICIOBAHUM TS
JTAATHOCTUKHA MUKPOJICICIIMOHHBIX U
MUKPOIYTUIMKAIIHOHHBIX CUHJIPOMOB, CHHIAPOMOB
OJHOPOJUTEIILCTKUX JTMCOMHM a TAKIKE XPOMOCOMHBIX
CHUHAPOMOB C HAPYIICHHUEM YHCJIAa ayTOCOM M TTOJIOBBIX
XPOMOCOM, BKJIIOYas IIUTOTCHETUYECKUE,

A/01.8
A/03.8




MOJIEKYJIIPHO-IIUTOI€HETUUECKUE, OMOXUMUYECKUE
METO/bI UCCIIENOBAHUM, MEIULIIMHCKUE ITOKa3aHUS K UX
Ha3HAYECHUIO

HCIIOJIb30BaAHUE U NHCTPYMEHTAIIBHBIX UCCIICIOBAHUM
NAIMEHTOB B LEJSIX YCTAHOBICHUS U (MIM) YTOUHEHUS
JMAarH03a MUKPOJIECIICLIMOHHBIX U
MUKPOJYIUIMKAIIMOHHBIX CUHIPOMOB, CUHIPOMOB
OJTHOPOJMTENILCTKUX JUCOMUM a TAKKE XPOMOCOMHBIX
CHUHIPOMOB C HapYLIEHHEM YHCIIA AyTOCOM U IMOJIOBBIX
XpOMOCOM

UCITOJIb30BAHUE KIMHUYECKUX PEKOMEH AN 10
BOIIPOCAM OKa3aHUs MEIUIIMHCKOW MOMOLIN
NAlKUEHTaM C MUKPOJEIEUMOHHBIMU U
MUKPOAYIUIMKAIMOHHBIMU CUHIPOMAMU, CHHAPOMaMHU
OTHOPOJMTENILCTKUX JUCOMUM a TAKXKE
XpPOMOCOMHBIMH CHHIPOMAaMH C HapyLIEHUEM YHCIIa
ayTOCOM H MOJIOBBIX XPOMOCOM

JA0JIZKE€H YMeTh: OCYIIECTBIISTH COOp ka0, aHaMHe3a
00JIe3HU U KU3HH, CEMEHHOTO aHaAMHE3a MAIlUEHTOB B
LEJISIX YCTAHOBJICHUS U (MJIM) YTOUYHEHUS TUarHo3a
MUKPOJEIEHUOHHBIX 1 MUKPOAYTUINKAMOHHBIX
CUHJPOMOB, CUHAPOMOB OJJHOPOJIUTEIBbCTKUX TUCOMUI
a TaK’K€ XPOMOCOMHBIX CUHIPOMOB C HApYyLICHUEM
Yyucia ayTOCOM U MOJOBBIX XPOMOCOM

[IpoBoauTh (hU3MKATBHBIN OCMOTp MAIIMEHTOB B LIETSAX
YCTAHOBJICHUS U (WJIM) YTOUHEHUS IHarHo3a
MUKPOJEIECHUOHHBIX 1 MUKPOAYTUIUKAIMOHHBIX
CUHJPOMOB, CUHAPOMOB OJJHOPOJIUTEIbCTKUX TUCOMUI
a TAaK’)K€ XPOMOCOMHBIX CUHJIPOMOB C HApYyIICHUEM
4ucia ayTOCOM U MOJOBBIX XPOMOCOM

OueHuBaTh HAIMYKE Y TAIMEHTOB MPU3HAKOB
MUKPOJEIECHUOHHBIX 1 MUKPOAYIUIMKAIIMOHHBIX
CUHJPOMOB, CUHAPOMOB OJJTHOPOJUTEIbCTKUX TUCOMUI
a TAaK’K€ XPOMOCOMHBIX CUHJIPOMOB C HapylICHUEM
Yucia ayTOCOM U MOJIOBBIX XPOMOCOM U OMHUCHIBATH HX,
UCIIOJIb3YSl TEPMUHOJIOTUIO OITMCAHUS BPOKIEHHBIX
AHOMAJIMM ¥ TTOPOKOB PA3BUTHUSA

HNuTepnpeTnpoBaTh U aHATH3UPOBATH HH(POPMAIIHIO,
MOJIYYEHHYIO OT MALIUEHTOB, B LIESAX YCTAHOBJICHUS U
(UJIM) YTOUHEHUS JUArH03a MUKPOJIEICLIMOHHBIX U
MHUKPOJYTUTUKAIMOHHBIX CHHIPOMOB, CUHJIPOMOB
OJTHOPOJAUTENBCTKUX JUCOMUMN a TAKKE XPOMOCOMHBIX
CHUHJIPOMOB C HapYLIEHHEM YHCJIa AyTOCOM U MOJIOBBIX
XpOMOCOM




IIpoBOIUTE r€HEATOrNYECKUN aHAIU3 HA OCHOBAHUU
CEMENHOI0 aHaMHE3a NAalUEHTOB B LIENAX
YCTAHOBJIEHUA U (WJIM) YTOYHEHUS JUarHo3a
MUKPOJAEJICHUOHHBIX U MUKPOAYTIIMKALIMOHHBIX
CUHAPOMOB, CUHAPOMOB OJJHOPOJUTEIBCTKUX TUCOMUN
a TaKe XPOMOCOMHBIX CUHJPOMOB C HapYyILIEHUEM
Yuclia ayTOCOM U MOJIOBBIX XPOMOCOM

OO60CHOBBIBATH U IUNIAHUPOBATH 00bEM JTAOOPATOPHBIX
UccleloBaHui (BKIIOYast OMOXUMHUYECKHE,
IUTOT€HETUYECKUE, MOJIEKYJISIPHO-IIUTOI€HETUIYECKHE )
Y MTHCTPYMEHTAIBHBIX UCCIIEIOBAHUN (BKIIFOYAS
yJIbTPa3BYKOBbBIE, ANEKTPOPHU3NOIOTHUECKHE,
PEHTI€HOJIOTMYECKUE UCCIIEeI0BAHUS, KOMITBIOTEPHYIO
TOMOTrpa(uI0, MArHUTHO-PE30HAHCHYIO TOMOTpaduio)
B LIEJISIX YCTAHOBJICHUS U (MJIM) YTOUHEHHUS IUarHo3a
MUKPOJIETECIIMOHHBIX U MUKPOTYTUTMKAIIMOHHBIX
CUHAPOMOB, CUHAPOMOB OJJTHOPOIUTEIILCTKUX TUCOMUMN
a TaKe XPOMOCOMHBIX CUHJPOMOB C HapyIllIEeHUEM
YKClia ayTOCOM U TIOJIOBBIX XPOMOCOM B COOTBETCTBUU
C TIOPSAKAMH OKa3aHUsI MEIUIIMHCKON MTOMOIIIH,
KJIMHUYECKUMH PEKOMEHAUAMU (IIPOTOKOJIAMHU
JIEYEHHS) IO BONPOCAM OKa3aHMsI MEIUIIMHCKOM
IIOMOIIY, C Y4ETOM CTaHJAPTOB MEAUIIMHCKON ITOMOIIU
WHuTepnpeTnpoBaTh U aHAIU3UPOBATH PE3YIIbTATHI
1a00paTOPHBIX U MHCTPYMEHTAJIbHBIX UCCIIEI0BAaHUM
NAUEHTOB B LEJISIX YCTAHOBIICHHS U (MJIM) YTOUHEHHUS
JUAarH03a MUKPOJEICIIUOHHBIX U
MUKPOAYIUIMKAIIHOHHBIX CHHAPOMOB, CUHAPOMOB
OJTHOPOJUTENICTKUX TUCOMUN a TAKKE XPOMOCOMHBIX
CUHAPOMOB C HAPYIIEHUEM YHCIIA ayTOCOM M IOJIOBBIX
XpOMOCOM

BBISBIATE KIMHUYECKUE CUMIITOMBI M CUHIAPOMBI Y
NAUEHTOB B LEJISIX YCTAHOBIICHUS U (MJIM) YTOUHEHHUS
JIUArH03a MUKPOJEIECIIMOHHBIX U
MUKPOAYIUIMKALIMOHHBIX CHHIPOMOB, CUHAPOMOB
OJTHOPOJUTENIBCTKUX TUCOMUI a TAKKE XPOMOCOMHBIX
CUHAPOMOB C HAPYIIEHUEM YHCIIa ayTOCOM M MOJIOBBIX
XpOMOCOM

JA0JKeH BiaageThb: CocTaBlieHHE MIaHa JIa0OPaTOPHBIX
Y UHCTPYMEHTAIbHBIX HCCIIEI0OBAaHUMN MAlIUEHTOB B
LEJISAX YCTAHOBJICHUS U (WJIM) YTOYHEHHUS IMarHo3a
MHUKPOJICTICHIUOHHBIX U MUKPOIYTUIMKAIIMOHHBIX
CHUHJPOMOB, CUHAPOMOB OJTHOPOJUTEIbCTKUX TUCOMUI
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a TaK)Ke XpOMOCOMHBIX CHHIPOMOB C HapyIICHHEM
YHCIIa ayTOCOM M MOJIOBBIX XPOMOCOM

Hanpapienue manyueHToB B IEIAX YCTAHOBICHUS U
(MIM) YTOYHECHHSI THATrHO3a MUKPOICICIIMOHHBIX
MUKPOIYITUKAIIMOHHBIX CHHIAPOMOB, CHHIPOMOB
OJTHOPOJIUTEIIBCTKUX JUCOMHI a TAaK)KE XPOMOCOMHBIX
CHUHJIPOMOB C HapYyIICHUEM YHCIIa ayTOCOM M MOJIOBBIX
XPOMOCOM, Ha JJa0OpaTOpHBIC (BKITFOUAs
OMOXHMHYECKHUE, [IATOTCHETHICCKUE, MOJICKYJISIPHO-
IIUTOICHETUYCCKUE) U HHCTPYMECHTAIbHBIC
UCCIICJIOBAHUS B COOTBETCTBUH C MOPSIKAMH OKa3aHHSI
MEIMIIMHCKON TIOMOIIH, KITHHHYSCKUMHU
PEKOMEHIAIUAMH (MPOTOKOJIAMH JICUSHUS) TI0
BOMPOCAM OKa3aHUs MEIUIIMHCKOM MTOMOIIH, C YUETOM
CTaHIAPTOB MEAMIIMHCKON TTOMOIIH

Hanpapnenue manyueHToB B IHEIAX YCTAHOBICHUS U
(MIM) YTOYHEHHSI THArHO3a MUKPOICICIIMOHHBIX
MHUKPOIYIJTUKAIIMOHHBIX CHHAPOMOB, CHHAPOMOB
OJTHOPOJIUTEIILCTKHX JHUCOMHI a TAK)KE XPOMOCOMHBIX
CHHJIPOMOB C HapYyIICHUEM YHCJIa ayTOCOM M MOJIOBBIX
XpOMOCOM Ha KOHCYJIBTAIIMIO K BpauaM-CIeIHaIICTaM
C Y4€TOM CTaHJAPTOB MEAUIIMHCKON TTOMOIIIH

1.5 ®opma 00yueHus

I'padux oOyuenusi Axaja. yacon Anen O01mas mpoaoIKUTEILHOCTD
B JIEHb B HeJ/IeJII0 NporpamMmsbl, MecsilleB
dopma 00yueHust (nHel, HeesIb)
Ounas 6 6 1 Henens, 6 mHel
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2. COAEP’KAHUE ITPOI'PAMMUBI.

2.1 YueOHbIi IJ1aH.
JOTIOJIHUTENbHOU NMPO(EeCCUOHAIIBHOM MpOrpaMMBbl MOBBIIICHUS! KBATU(UKALIUN
«CHHAPOMBI C HAPYIICHUEM YHCJIa ayTOCOM, MOJOBBIX XPOMOCOM, MUKPOIECJICIIMOHHBIE K MUKPOIYITIUKAIIMOHHBIE CUHIPOMBI» B

00BEMe 36 yacoB

NeNe

HaumenoBanue moayJieit

Yacer
0e3
0T
u 20

Bcero
4acoB

B Tom uncie

J3

m3

c3

Cp

B ToM uncie

Yacel ¢
JOT u
20

J13 c3

3

Cp

CraxknpoBka

Oo6yyaroumii
CHMYJISIIIAOHHBI
H Kypc

CoBepieHcT
ByeMbIe
(popmupyem|
bie) ITK

dopma
KOHTPOJIst

2

3 4

9 10 11

12

13

14

15

16

17

CrneuuajbHble TUCI

HUIIJIMHBbI

11

XPpOMOCOMHBIE
CUHAPOMBI
(aTHONOTHS,
KJIMHUKA)

171 9

8 2

4 2

I1K-1

TK

1.2

MeToabl
JIMarHOCTUKHU
XPOMOCOMHOM
IaTOJIOTUU
(UMTOreHETHYEKHU
1, MOJIEKYJIIPHO-
LATOI€HETUYECKH
i)

171 9

[1K-1

TK

Bcero yacos
(cnenuajibHbIE
JUCHMILINHDbI)

341 18

16 | 4

Hrorosasn
arTrecTanus

IK3aMCH

Bcero uacoB no
nporpamMmme

36 | 18

16 4 |8
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2.2. KasenaapHblii yueOHbI rpaguk.
VY4eOHble 3aHATHS MPOBOJATCA B TeueHHE 1 Heaenu, IIecTb AHEW B HEJento Mo 6
aKaJeMUYECKUX Yaca B JICHb.

2.3. PaGoune nporpaMmsl y4eOHbIX MOAYJICI.

MOJYJIb 1

Hazpanue monyns: CUHAPOMBI C HAPYILIEHUEM YUCIIa ayTOCOM, MOJIOBBIX XPOMOCOM,
MUKpPOJIEJICIMOHHBIE U MUKPOJYTUIMKAIIMOHHBIE CUHAPOMBI

(nns kaOuHeTa
neauaTpa)

3aITicen.

KOII HaumeHnoBanue TEM, IIOATEM, DJICMCHTOB, ITOA2JICMCHTOB
11 XpOMOCOMHBIe CUHAPOMBI C HAPYIICHUCM YHCJId AYyTOCOM U ITOJTOBBIX
XpPOMOCOM
12 MI/IKpOI[eJICHI/IOHHBIe N MUKPOAYIUIMKATUOHHBIC CHHIAPOMBI U
CUHAPOMBI OJHOPOAUTCIILCTKUX )II/ICOMI/Iﬁ
1.3 [luToreHeTHUECKUI METO
1.4 MonekynasipHO-IIUTOT€HETUYECKUI METOT
1.5 CumynsaMOHHBIN IUKI: ¢-M J/layHa, c-M AHreiabMaHa
OO0yuyaommii CHUMYJISINUOHHBIA KYpC
Curyanuu [TpoBepsiembie CumynsiyuoHHOE U Pacxonubie 3aga4uu CUMYJIISIIUKA
TPYIOBBIE BCIIOMOIaTeNbHOE MaTepraIbl
byHKIIIHN 000pyTOBaHHE
Co6op xanob u A/01.8 Croi pabouwuii. dopma Co6op xaioo,
aHaMHe3a JluarHocTuka B Crysbst (1715 Bpada, | 3aKIFOYCHUS IS aHAMHe3a KU3HH,
LEeIIX manueHTa u Mecrta, | CaMOCTOATECIBbHOI'O aHaMHe3a 00J1e3Hn
YCTaHOBJICHUS U Kyna MOXHO 3aIlOJHEHUA y manueHTa ( ero
(wnm) yTOuHEHUs ITOJIOKUTh BEITH 00yJaroIIMC. 3aKOHHOTIO
MarLo3a TNalHCHTA) JIucr Gymaru juist IIPEJICTABUTEIIA),
BPOKJICHHOTO pakoBuHa € YEPHOBBIX AHAIN3
(1) OJIHOPBIYAXKHBIM 3anucei MOy HeHHOI
HACJICICTBEHHOTO CMECHTCICM, 06}11)qa}omeroc;1. MH(pOpMaLUN
A —— IUTAHAJIBHBINA CTOI yuKa JJIst

2.4. Ouenka KayecTBa OCBOCHMS IPOrPaAMMBI.
2.4.1. dopma UTOTOBOM aTTECTAIUH.
2.4.1.1. KonTpoap pe3yiabTaToB 00yYEHHUS TPOBOJIUTCS:

- B BUJIe UTOroBOM aTrecraruu (1A).
OO6yuaronuiica gomyckaerca Kk WA mociae ocBoeHHs pabouyux HporpaMm ydeOHBIX
MojyJsied B 00bEMe, mpenycMoTpeHHOM yueOHbiM IuiaHoMm (YII). dopma uTOropoit
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aTTeCTaIly — YK3aMEeH, KOTOPBIA MPOBOAUTCS TIOCPEICTBOM: TECTOBOTO KOHTpost B AC
JAIIO u cobecenoBanus ¢ 00yydarOmUMCS.

2.4.1.2. JIuuam, ycnemHo ocBouBmuM llporpammy u npowmemmum WA, Bbimaércs
yoocmogepeHue 0 nosblue U K8ATUGUKayuu yCmanoeieHHo2o oopa3ya

2.4.2. lllkana W TOPSAOK OIICHKU CTEIIEHU OCBOCHHUS OOYyYaIOIMIMUMHUCA Y4eOHOTO
Marepuaia I[Iporpammsl.

KPUTEPUU OLIEHNBAHUSA OTBETA
HA TEOPETHYECKHNI BOIPOC

Jdeckpunropsl
yMeHHe 00bSICHITH JIOTHYHOCTH M
Ormerka . CYIIHOCTD SIBJICHMIA, 0CJIe0BATEIbLH
NMPOYHOCTH 3HAHUI
NMpPoIeccoB, 1eJaTh OCTh OTBETA
BBIBO/IbI
OTJINYHO MPOYHOCTH 3HAHWM, 3HAHUE BBICOKO€ YMEHUE OOBSICHATD BBICOKas
OCHOBHBIX TTPOIIECCOB CYIIIHOCTb, SIBIICHUH, JIOTUIHOCTD U
HA3y4aeMou MpeaMETHON MPOIIECCOB, COOBITUH, IOCJIEN0BATEIHLHO
00J1acTH, OTBET OTIIMYACTCS JIeJIaTh BBIBOIBI U CTh OTBETA
TTyOMHOM ¥ TIOJTHOTOM 0000111eHNA, TaBaTh
PACKPBITHSI TEMBI; BIaJCHIEM apryMEHTHPOBAHHBIE
TEPMUHOJIOTHIECKUM OTBETHI, MPUBOUTH
amnmapaToM; JIOTUIHOCTHIO U MIPUMEPBI
MOCJIeTIOBATEIIbHOCTHIO OTBETA
XOpOIIIO0 MIPOYHBIE 3HAHUSI OCHOBHBIX yMeHUE 0O0BICHATh JIOTUIHOCTD U
MPOIIECCOB U3y4aeMOM CYIIIHOCTb, SIBJICHUH, MOCIIEI0BATEIBHO
peaMETHOM 00macTu, MPOIIECCOB, COOBITHH, CTh OTBETA
OTJINYACTCS TITYOMHOU M JIeJIaTh BBIBOIBI U
TTOJTHOTON PACKPBITUS TEMBI; 00001IeHMS, JaBaTh
BJIaJICHUE TEPMHUHOJIOTHUECCKIM apryMEHTHPOBaHHBIE
amnmapaTom; CB0OOOHOE OTBETHI, PUBOIUTH
BJIaJICHHC MOHOJIOTHYECKOI MIPUMEPHI; OHAKO
peYbIo, OJTHAKO JIOMYCKAETCs JIOTIYCKAeTCs OJIHA - JIBE
OJHA - JIB€ HETOYHOCTHU B OTBETE HETOYHOCTHU B OTBETE
yIIOBJIETBOP yIIOBJIETBOPUTEIIbHBIC 3HAHUS yIIOBJIETBOPUTEILHOE YIOBJIETBOPUTEIND
HUTEIIBHO MPOLIECCOB U3ydaeMOu YMEHHE J1aBaTh Hasl JIOTUYHOCTD U
MPeAMETHOM 00J1acTH, OTBET, apryMEeHTUPOBaHHbBIE IIOCIICI0BATEIIHEHO
OTJIMYAIOIINICS HEJIOCTATOYHOM OTBETHI U MIPUBOIUTH CTh OTBETA
rIIyOUHOM U TOJTHOTOU MPUMEPHI;
PaCKpBITUSI TEMBI;, 3HAHUEM YIOBIIETBOPUTEIBHO
OCHOBHBIX BOITPOCOB TEOPUH. chopMHUpPOBaHHBIE HABBIKU
JlonyckaeTcst HECKOJIBbKO aHaJu3a SBICHUM,
OIIMOOK B COAECPKAHUU OTBETA MPOIIECCOB.
JonyckaeTcsi HECKOIbKO
OIINOOK B COAEepKAHUU
OTBETa
HEY/IOBJIETBO ciaboe 3HaHHe U3ydaeMoi HEyMEHUE J1aBaTh OTCYTCTBHE
PUTETBHO MpeIMEeTHOM 00MacTH, apryMEHTUPOBaHHbIE JIOTUYHOCTH U
HEer1yOOKOe pacKphITHE TEMBI; OTBETHI
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ciaboe 3HaHHE OCHOBHBIX I10CJIEZIOBATEIBHO
BOIIPOCOB TEOPUH, cIaldbIe CTH OTBETa
HaABBIKM aHAJIN3a SBJICHHI,
npoueccoB. Jlomyckarorces
CepbE3HbBIC OMMOKH B
COJIEp’)KaHUU OTBETA
KPUTEPUU ONEHUBAHUSA OTBETA
HA TECTOBBIE BOITPOCBHI
IIpoueHT NpaBUJIbLHBIX 0TBETOB Otmerka
91-100 OTJINYHO
81-90 XOPOHIO
71-80 yJIOBJIETBOPUTEIHEHO
Memnee 71 HEYJIOBJIETBOPUTEIBHO

2.5. OueHoYHbIe MAaTEPHUAJIbI.
OrnieHOYHBIE MaTepHUAaIbl MPEICTABIICHBI B BUIE BOIIPOCOB, TECTOB M CUTYaIlMOHHBIX
3a/1a4 Ha JIEKTPOHHOM HOCHUTEIE, SBJISIIOIIUMCS HEOTheMIeMOH JacThio [IporpamMel.

3. OPTAHUBAIIMOHHO-IIEJAT'OI'MYECKHUE YCJIOBUS PEA/IN3AIINN

NPEIOCTaBICHHBIX  CTPYKTYpHOMY  TOJpa3JeieHHUI0

ITPOI'PAMMBbI

3.1. MarepuajibHO-TeXHUYECKHE YCJIOBUS.
3.1.1. Tlepeuensr nmomenieHUl YHUBEpPCUTETA W/WUIU MEIUIIMHCKON OpraHuU3alui,
Uit 00pa3oBaTeNbHON

JACATCIIBHOCTH.

NeNe

HaunmenoBanue BY3A, yupe:xknenus
3APaBOOXPAHEHMS, KIMHUYECKO 0a3bl WK

Ap.), aapec

ITakK, KaOMHeT

OI'bOY BO PoctI'MY MunsnpaBa Poccun
344022, PocrtoBckas oOiacth, r. PocToB-Ha-
Jony, nep. HaxwnueBaHckwuii, 38,
KOHCYJIbTaTHBHAs MOJUKIMHUKA

1 stax 106 xab

OI'bOY BO PoctI'MY MunsnpaBa Poccun
344022, PocroBckas oOmacth, r. PocToB-Ha-
Hony, mnep. HaxwueBanckumii, 38 JleuebHO-
nuarHoctuueckuit kopnyc (JIlutep: b-A), 5 ataxk)
1abopaTopus MEIUIIMHCKON TCHETUKH, ydcOHas
koMmHaTa Nel, 2

5 orax, 1, 2 yueOHas
KOMHaTa

OI'bOY BO PoctI'MY MunsnpaBa Poccun
344022, PocroBckas oOmacth, r. PocToB-Ha-
Hony, mnep. HaxuueBanckuii, 38, 371aHHE
muIe0Io0ka

2 srax, ydyeOHass KOMHaTa
kadenps
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3.1.2.

[lepeyens ucnonpzyeMoro ais peanusauu [IporpaMMbl MEIUITTHCKOTO

000pyI0BaHUS U TEXHUKHU:

NeNe

HaumeHoBaHnEe MeAHUIIMHCKOI0 oﬁopyn()BaHml, TEXHUKH, allllapaTypbl,
TCXHUYCCKUX CPCACTB Oﬁy‘leﬂlflﬂ H T/

TOHOMETP

CTETOCKOII

(dhoHEHTOCKOTT

afmapar ajisl USMCPCHHUA apTCPUAJIBHOIO JaBJICHHA C JCTCKUMH MaH>KCTKaMHU

TEPMOMET]

MCIOAUIIMHCKHC BCChI

pocTomep

IPOTUBOIIOKOBBIA HAOOP

©|o| N|o| | s w N e

HAO0Op W yKJIaaKa Mg SKCTPEHHBIX NPOQUIAKTUYECKHX U JIe4eOHbBIX
MEpOIPUITUHI

o0yyaTenb OaKTepUIIHTHBIHI

11

TMeJICHAJIbHBIN CTOJI

12

CAHTUMCTPOBBIC JICHTHI

3.2.1.

3.2. YueOHO-MeTOANYECKOEe U MHPOPMALIMOHHOE o0ecriedeHue.
Jlurepatypa

NeNe

ABTOp, Ha3BaHHMe, MECTO U3AHNS, U31ATEJIbCTBO, IO U3AaAHUS YUeOHO! U y4eOHO-
METOANYECKOi JIUTEPaTyphbl, KOJ CTP..

OcHoBHas uTepaTypa

MyroBuH I'.P. Knuanyeckast renetuka. ' eHOMuKa 1 TpOTEOMUKA
HacJIeACTBEHHOM natonoruu y4ued. mocooue / I'.P. MytoBuH.-MockBa:
I'DOTAP-Menua, 2010. - 832 c. - loctyn u3z 9bC «KoHCynbTaHT Bpada»

Hacnenctennsle 60s1€3HU: HalMOHaNbHOE pyK-Bo: / o pen. H.IL. boukosa,
E.K. I'mnrepa, B.II. Ily3sipeBa. - MockBa: [ DOTAP-Menua, 2013. - 936 c. -
Hoctyn n3 ObC «KoHcynpTanT Bpaya»

Heroccbaym P.JI. Menununckas renetuka: yue0. nocooue / P.JI. HeroccOaym,
P.P. Mak-Nunuec, X.® Bumnapg;, nep. ¢ anri. nox pea. H.II. boukosa .-
Mocksa: [D0TAP-Menua, 2010.- 642 c. - Hoctyn n3 ObC «KoHcynpTaHT
Bpauay

JlononHuTENnbHAS INTEpATYypa

I'enernueckuit nacropT - OCHOBA UHAMBUAYAIbHOU U NPEIUKTUBHON
meauumubl/ oa pex. B.C. bapanosa. — CI16: U3a-so H-JI, 2009. - 528 c.

Knunnyeckast reHeTHKa: yueOHUK JUIsl By30B: JJIsl CTY/I€HTOB, HHTEPHOB,
OpAMHATOPOB, acCIMPaHTOB U npenoaasateneit/ B.H. 'opGynosa, J1.J1.
Crpexkanos, E.H. Cycnuisin [u ap.]- Cankt-IletepoyprlIlo:
OOJIMAHT,2015-398 c.

11

Hacnencteennsie 0one3nu / moa pea. E.K.I'marepa, B.I1. Ily3sipeBa-Mockaa:
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I'DOTAP-Menua, 2017. -464 c.- Jloctyn u3 9bC «KoHCynbTaHT Bpaday.
13 HacnenctBennbie HapyIIeHUs] HEPBHO- ICUXUYECKOTO PA3BUTHS JACTEH :
PykoBoactso mst Bpauett / [lon pen. [1LA. Temuna, JI.3. Kazannesoit. - M :
Menununa, 2001.

3.2.2. UnopmaimoHHO-KOMMYHUKALIMOHHBIE PECYPCHI.

IJIEKTOPOHHBIE Hoctyn
OBPA3OBATEJIBHBIE PECYPChI K pecypcy

1.| DaexkTponnas OnodImoTeKa PoctI'MY. — URL: Hoctyn
http://109.195.230.156:9080/opacg/ HEOTpaHHYCH

2.| KoncyabTanT cryaenta : ObC. — Mockpa : OO0 «UITY3». - Hoctyn
URL: http://www.studmedlib.ru HEOTpaHHYCH

3.| KoncyabTaHnT Bpaya. DJIeKTpOHHAS MEIMIIMHCKass OMOIMoTeKa Hoctyn
OBC. — Mocka : OO0 I'K «I'20TAP». - URL:| neorpanuuen

http://www.rosmedlib.ru

4.| KoncyawtanT Ilmioc : cipaBounas npasoBasi cuctema. - URL: | JlocTym ¢

http://www.consultant.ru KOMIIBIOTEPOB
BYy3a
5. Hayunas »iextponnass OmOamorexka eLIBRARY. - URL:| OtkpbiThiii
http://elibrary.ru JOCTYTI
6. Hoctym ¢
HaunumonanbHasi 3jiekTpoHHass OumoOamoreka. - URL: | komnberoTepoB
http://H30.pd/ OMOIMOTEeKN

7.| Scopus / Elsevier Inc., Reed Elsevier. — Philadelphia: Elsevier Hoctyn
B.V., PA. — URL: http://www.scopus.com/ mo IP-agpecam | HeorpaHudeH
PoctI'MYV u ynanéuno nocne peructpauuu (Haumnpoekr)

8. Web of Science / Clarivate Analytics. - URL: Joctym
http://apps.webofknowledge.com mo IP-agpecam PoctI’MYVY wu | HeorpaHudeH
yaanéHHo nocie perucrpaiuu (Harmpoekr)

9.| Ipyrue OTKpBITBIE pPECypchl Bbl MOXKETE€ HAWTH MO aJIpecy:

http://rostgmu.ru —bubnanoreka— DIeKTPOHHBIH
kataor—OTKpPBITBIC peCypChl HHTEPHET— J1aJIee MO KIIFOUCBOMY
CIIOBY...

3.2.3. ABromatm3upoBanHas cuctema (AC JII10).

OOyuaroruecs, B TEYEHUE BCETO Meproaa 00ydeHus, 00eCTICUnBAIOTCS TIOCTYIIOM K
ABTOMATU3WPOBAHHOW CHCTEME JIOMOJHUTEIHFHOTO TPO(ECCHOHATBFHOTO O0pa30BaHUS
(AC JI10) sdo.rostgmu.ru.

OCHOBHBIMU AUCTaHIITMOHHBIMH O6pa3OBaTCJIBHBIMI/I TCXHOJIOTHUAMU HpOFpaMMI)I
ABIAIOTCA HHTCPHCT-TCXHOJIOIMH C MGTOI[HKOﬁ CHUHXPOHHOI'O 1/ Un ACHMHXPOHHOI'O
JAUCTAaHIITMOHHOI'O O6y‘-ICHI/I$I. MGTOI[I/IKa CHUHXPOHHOI'O AMCTAHIOHMOHHOI'O 06yquH$1
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http://109.195.230.156:9080/opacg/
http://www.studmedlib.ru/
http://www.rosmedlib.ru/
http://www.consultant.ru/
http://elibrary.ru/
http://нэб.рф/
http://www.scopus.com/
http://apps.webofknowledge.com/
http://rostgmu.ru/

npeaycMmaTpuBaeT on-line obiieHrne, KOTOpOEe peaausyeTcs B BHUjE BeOMHapa, OHJIAMH-
yaTa, BHUPTYaJbHbI Kiacc. ACHHXpOHHOe oOyudeHue mpenacrasisier coboit offline
MPOCMOTP 3aMUCEN aAyTHOJECKINMN, MyJIbTUMEAUNHOTO U IeYaTHOTro MaTepuana. Kaxaprit
CIIylIaTeNlb MOJydaeT JOCTYyN K y4yeOHbIM MaTepuajiaM IHopTana U K AJIEKTPOHHOU
nH(pOpMaIMOHHO-00pa30BaTENbHOI cpefie.

AC IIIO obecrnieunBaer:

- BO3MOYKHOCTH BXOJ]a OOYYArOIIETroCs U3 JH000W TOYKH, B KOTOPOH MMEETCS JOCTYI K
WH(OPMAITMOHHO-TEIICKOMMYHHKAITMOHHOM ceTn «THTepHETY;

- OJTHOBPEMEHHBIH JIOCTYI HE MEHee 25 TpOoIeHTOB o0yJaromuxcs mo IIporpamme;

- JIOCTYIl K ydeOHOMY cojepkaHuio IIporpamMmbl ¥ 3J€KTPOHHBIM O0pPa30BATEIIHHBIM
pecypcaM B COOTBETCTBHHU ¢ (popMoii 00yueHust (BOIMPOCH! KOHTPOJISI KCXOIHOTO YPOBHSI
3HAHHWKA, BOMPOCHI JIJII CAMOKOHTPOJIS IO KaXIOMY pasjelly, TECTOBBbIC 3a/JaHWs,
UHTEPHET-CChUTKH, HOPMATUBHBIC JOKYMEHTBI);

- (pukcaruro xo/1a 00pa30BATEIBHOIO MPOIIECCa U UTOTOBOM aTTECTAIINH.

3.3. KagpoBble yciioBuS.

Peanuzamus I[IporpamMmel oOecrieunBaeTcsi HayIHO-TIEarOrHYSCKUMH paOOTHHUKAMU
kKadeapbl TeMaTOJIOTHH U TpaHC(HY3HOJOTrHH ( ¢ KypcoM KIMHHYECKOM Ja00paTOpHOM
TUAarHOCTHKHA, TEHETHMKH U Ja0OpaTOpHOM TeHeTHKH) (aKylIbpTeTa TTOBBIIIICHUS
KBaTM(pUKAIMA ¥ TPodeCcCHOHAIbHONW mepenoaAroToBku crenuanuctop ®I'bOY BO
PoctI' MY Munznpasa Poccun.

Jlonst ~ Hay4yHO-TIEJarOTMYECKUX  paOOTHUKOB,  UMEIOIIUX  00pa3oBaHUE,
COOTBETCTBYIOIIIEE MPOQPWII0 TPENoJaBaeMON TUCHUIUIMHBI, MOMAYJS, HMEIOIINX
cepTuUKaT CreNHalIUCTa MO CHEIUATbHOCTH «T€HETHKa», B OOIIEM YHCJIE HAY4YHO-
neJarornuyeckux paboTHUKOB, peanu3yroniux [Iporpammy, coctaBiseT 100% .

Jlonst Hay4YHO-TIEIaroTUYeCKUX PaOOTHUKOB, HMMEIONIMX YUYEHYIO CTENeHb W/WIH
y4€HOE 3BaHHUE, B OOIIEM YHCIIe HAYYHO-TIEIarornyecKux pabOTHUKOB, peaTu3yIoux
[Tporpammy, coctasiser 100%

Jonss paOOTHUKOB W3 4HCIA PYKOBOAWTENEH W pPabOTHUKOB OpTraHHU3aIuy,
NEeATEeNIbHOCTh KOTOPBIX CBSi3aHAa C HANpaBIECHHOCThIO peanu3yemoil IIporpammsl
(uMmerormMx cTa)x paboThl B MaHHOW mMpodeccHuoHaIbHONW 00JacTH HE MEHee 3 JieT), B
oO1meM grciie paboTHUKOB, peanu3yromux [Iporpammy, cocraBmser 100%

IIpodeccopcko-npenogaBaTe/ibCKUA COCTAB MPOrPaMMBbI

Yuenasn Mecto
Ne damuivsi, UM, CTeleHb, padoThI
J101I5KHOCTH
n/n 0T4Y€eCTBO, yueHoe (ocHoBHOE/
3BaHUE COBMeIlleHNE)
1 Awmenuna C.C. JI.M.H. [Tpodeccop dI'bOY BO
Kadeapsl PoctT MY
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reMaToJIOTUU U
TpaHC(Py3UOJIOTUH
C Kypcom
KIIMHUYECKON
1abopaTopHO
JNArHOCTUKH,
TeHETUKH U
1abopaTopHO
T€HETHKH )

Mun3npasa
Poccun
(ocHOBHOE)

Herrepesa E.B.

JlouieHT Kadeapol
reMaToJIOTUU U
TpaHCPy3UOJIOTUH
C Kypcom
KIIMHUYECKON
1abopaTopHOit
JTMAarHOCTUKH,
TeHETUKHU U
1abopaTopHOit
TE€HETUKH )

dI'bOY BO
PoctI’ MY
Mun3pasa
Poccun
(ocHOBHOE)

Mopnanos C.B.

K.M.H.

AccucTeHT
Kadeapsl
reMaToJIOTUU U
TpaHCPy3UOIOTUH
C Kypcom
KJIMHAYECKOMN
1a60paTOPHOM
JTMArHOCTUKH,
TCeHETHKHU U
1a60paTOpPHOM
T€HETHUKH )

dI'bOY BO
PoctI' MY
Mun3ipaBa
Poccun
(coBMelieHuE)
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ITpunoxxenne Nel

®OH/J ONEHOYHBIX CPEACTB
1. Odpopmiienue TecTOB (POHIA TECTOBBIX 3aaAHUIA.
K JIOTIOJTHUTENIbHON MTPO(hecCHOHaIbHOM NporpaMme
MOBBIILIEHUS KBaTU(pUKauK Bpauel «CUHIPOMBI C HAPYIIEHUEM YHCIIa ayTOCOM,
ITOJIOBBIX XPOMOCOM, MUKPOJIEJIEIMOHHBIE U MUKPOAYIIMKAIIMOHHBIE CUHAPOMBI»
CO CPOKOM OCBOEHHUSA 36 aKaJeMHUYECKUX YacOB M0 CHEIUAIbHOCTU «I eHeTHuKa».

1 reMaToJIOTuu U TpaHcdys3uosioruu (¢ Kypcom
Kadenpa KJIIMHUYECKOM JTabopaTOpHON TUarHOCTUKH,
TE€HETUKH U JIaOOPATOPHOU ITeHETUKH)
2 NOBBILIEHUS KBATU(PUKALUU U TPOPECCUOHATBHON
@DakynbTeT nepenoaroToBku cnenuanucros ®I'OY BO
PoctI’'MY Munsnpasa Poccun.
3 ®I'6OY BO PoctI'MY Munsgpasa Pocenn 344022,
PocroBckass oGnacte, r. PocroB-Ha-/loHy, mep.
HaxuueBanckuii, 38, KOHCYJIbTaTUBHAs
MOJTUKJIMHUKA
Anpec (6a3a) ®I'BOY BO PoctTMY Munsapasa Poccun 344022,
PocroBckass obGnacte, r. PocroB-Ha-/loHy, mep.
HaxuueBanckuii, 38 JleueOHO-IHMAarHOCTHYECKHI
kopnyc (Jlurep: Bb-A), 5 otax) mnabopatopus
MEJUIIMHCKON TeHEeTUKH, yueOHas komHaTa Nel, 2
4 3aB.kadepoii [HaToxun Opuit BacunbeBnu
5 OTBETCTBEHHBII Awmenuna Cetnana CepreeBHa
COCTaBUTEIb
6 E-mail samelina60@mail.ru
7 Mo6. Tenedon +7(988)994-43-95
8 Kabunet No 106
VYueOHas
9 ['enetuka
JUCHHUTLIMHA
10 VYyeOupiit npenmMet | eHetnka
11 V4eOHbIi 1o 2021
COCTaBJICHUS
12 CrnenuaibHOCTh I'enernka
13 ®opma oOydeHHus: [o4HOE
CuHAPOMBI C HAPYILICHHEM YHCIIa AyTOCOM,
14 Monynb MTOJIOBBIX XPOMOCOM, MUKPOJIEJICLIUOHHBIE U
MUKPOJYIUTMKAIIMOHHBIE CUHAPOMBI
15 Tema XpOMOCOMHBIE CHHJIPOMBI C HAPYLLICHUEM YHCIIA
ayTOCOM U TOJIOBBIX XPOMOCOM
16 [Toxrema -
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17 KonuyectBo 20
BOTIPOCOB
18 Tun Bonpoca single
19 Hcrounuk )
CHHIPOMBI C HApYIICHUEM YHCIIa ayTOCOM,
20 Monynb MOJIOBBIX XPOMOCOM, MUKPOJIEIEIIUOHHbIE U
MUKPOYTUIUKAIIMOHHBIE CUHIPOMBI
MuKpoaeIeIMOHHBIC U MUKPO Ty TUTUKAITHOHHBIC
21 Tema CUHAPOMBI i CHHJIPOMBI OJTHOPOIUTEIIBCTKUX
JTUCOMUN
22 Iloarema -
KonnuecTBo
23 5
BOIIPOCOB
24 Tun Bompoca single
25 Hcrounnk )
CHHIPOMBI C HApYIICHUEM YHCIIa ayTOCOM,
26 Monynb MOJIOBBIX XPOMOCOM, MUKPOJIEICIIIOHHBIE U
MUKPOAYTUTMKAIIMOHHBIE CUHIPOMBI
27 Tema [luToreHeTHUECKUI METO/I
28 [Toxrema -
KomnuectBo
29 16
BOIPOCOB
30 Tumn Bompoca single
31 Hcrounuk )
CHHIPOMBI C HAPYIICHHEM YHCIIa AyTOCOM,
32 Monynb MOJIOBBIX XPOMOCOM, MUKPOJIEJICLIUOHHBIE U
MUKPOAYTUTUKAIIMOHHBIE CUHAPOMBI
33 Tema MonekynsipHO- HUTOT€HETUYECKUI METOT
34 ITonrema -
KomnuecTBo
35 14
BOTIPOCOB
36 Tun Bompoca single
37 Ncrounuk -
CnMCOK TeCTOBBIX 3a/IaHUI
1 1

YaBoeHue 4acTn reHeTU4YeCcKoro
maTtepunaszia Ha Xpomocome - 3TO
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Jenenus

Tpancnoxkanus

HNuBepcus

Jyrmkanust

Cunapom [layna- 3T0 TpucoMus Mo
nape ayTocoM

21

13

18

8

denoTunuyecKue IMPpU3HAKN CUHApPOMA
JlayHa BKJIFOYAIOT:

YMCTBEHHAS! OTCTaJIOCTh,
BBICTYMAIOIINNA 100, MAaCCUBHBIN

110 100P0/I0K, MAaKPOOPXHU3M, OOJIbIITHE
OTTONBIPEHHBIC YIIIN

YMCTBCHHAA OTCTAJIOCTh, MbIIICYHAA
THUITIOTOHMS, IIJIOCKOC JIMIO,
MOHFOHOHIIHBIﬁ pa3pe3 1j1as3

MUKpoIehaus, MOTHIAKTHIIHS,
pacuienuHa ryobl U HeOa

KJIUHOIAKTUIIHS, SIIUKAHT, CHHODPU3,
omdarorene

@eHOTUNNYECKUE PU3HAKA CUHIPOMA
[Tatay BKIIFOYAIOT:

MUKportiedatus, paciieanHa ryosl u
HeOa, SKTPOTAKTUIINS, IIMKIIOHUS

MUKpOPTATBMUS, pacileanHa Tyobl U
Heba, MuUKponedanvs, MoTUIaKTHINS

MOHTOJIOMIHBIN pa3pes a3,
(baeKCopHOE TOJIOKEHUE KUCTCH,
nedopmarus yepena, mopoku KKT

KJIMHOJAKTYIIHS, STTUKAHT, CHHO(PPH3,
omanorene
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DeHOTUNTMYECKUE TPU3HAKU
CHUHJIpOMA. DJIBap/ica BKJIIOYAIOT:

MUKpo1edatus, aKkpOMUKpPHS,
pacuienrHa ryoel 1 He0a cuHOQPU3

MUKpPO(PTAIBbMUS, TPhIKA MyTIOYHOTO
KaHaTHKa, K30 TaabM, HOJUAAKTUIUS

MpeHaTaIbHas TUNOIUIa3Us, CTOMa-
Kayayka, (pJIEKCOpPHOE MOJIOKEHHE
nanblieB PyK, TOJUXOLeanus,
nopoku KKT

KJIMHOIAKTUIIHSI, STTUKAHT, CHHODPU3,
omdarorene

Cungpowm Ilaray- 310 TprcoMus Mo
nape ayTocoM

21

13

18

8

Cungpom DaBapca- 3TO TPUCOMUS 110
nape ayTocoM

21

13

18

8

DEeHOTUNNYECKUE PU3HAKH:
IIpeHaTaJIbHas TUNOIUIA3Us, CTOIa-
Kayaika, GJIEKCOPHOE MOJIOKECHHE
NaIbIEB PYK, TOJIUXOTehas,
nopoku JKKT Bcrpeuaroresa npu
CUHIPOME

c. llepemesckoro- TepHepa

c. Knsitndenprepa

c. DnBapca

c. AdreiabmMana
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DEHOTUIINYECKUE TTPU3HAK:
MUKpPO(QTaNIbMUS, paclleanHa ryobl u

HeOa, MUkpouedatus, MoJIUIaKTUIUS

BCTpEYaeTCs NMPU CUHAPOME

c. [llepemesckoro- TepHepa

c. Knsitndensrepa

c. [laray

c. A”HrejgpmMaHa

10

deHoTMNMNYECKNE NMPU3HAKKU:
YMCTBEHHAA OTCTaN10CTb, MbllleYHaA
rMMnNoToHuMA, N10CKOE NnLo,
MOHI'OﬂOMﬂ,HbIﬁ pa3spes rna3
BCTPEYHaAoTCA Npun cnuHgpome

c. [llepemeBckoro- TepHepa

c. Knsitnpensrepa

c. layna

c. A”HreibpMaHa

11

K aHeynaonamuam oTHoOCATCA:

TPUCOMHUH U MOHOCOMHU

TPUINIONINH U TCTPAINION NN

TPUCOMHU U TPUILIOUJNAN

MOHOCOMUH U TPUILJIOUJIHNH

12

MoHocomua — 370:

M30BITOK OTHOM KaKOU-IHOO0
XPOMOCOMBI B KAPHOTHIIC

OTCYTCTBHE Tapbl TOMOJIOTHYHBIX
XpOMOCOM

9TO U3OBITOK ABYX WM Oosee
XpOMOCOM

HEXBATKA OJTHOM XPOMOCOMBI

13

Tpucomwua — ato:

U30BITOK OTHOU KaKOUN-ITM0O0
XPOMOCOMBI B KAPUOTHUIIC

OTCYTCTBHE Tapbl TOMOJIOTHYHBIX
XpOMOCOM

24



3TO U30BITOK ABYX WK Oojee
XpOMOCOM

HEXBATKA OJTHOW XpOMOCOMBI

14

Monncomuma — aTo:

U30BITOK OTHOU KAKOUH-TM0O0
XPOMOCOMBI B KAPUOTHIIC

OTCYTCTBHE TAphl TOMOJIOTUYHBIX
XpOMOCOM

3TO U30BITOK ABYX WK Oojee
XpOMOCOM

HCXBATKa OIIHOﬁ XPOMOCOMBI

15

AHOMaNMM XPOMOCOM MOTYT BbITb:

YMCJIOBBIC 1 CTPYKTYPHBIC

YUCJIOBBIC U ITO3UIIMOHHBIC

CTPYKTYPHBIE U MTO3UIIMOHHBIE

YHCJIOBBIE, CTPYKTYPHbBIE U
MO3UIIMOHHBIE

16

CTPYKTypHble aHOManUnN XPOMOCOM
MOryT bbITb:

cOaTaHCUPOBAaHHBIMU

HecOaJaHCHPOBAHHBIMU

C6aJ'IaHCI/IpOBaHHI>IMI/I H COYCTaHHBIMHU

cOaaHCUPOBAaHHBIMU U
HecOaTaHCUPOBAHHBIMU

17

K c6anaHcMpoBaHHbIM XPOMOCOMHbIM
aHOMaNMAM OTHOCUTCA:

Jeneuus

Jyrmakanust

Permmnkanus

TpaHcnokarust

18

deneuua - a70:

MIEPEHOC YYaCTKa XpOMOCOMBI Ha
HETOMOJIOTHYHYIO XPOMOCOMY
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MOTEPS. YYACTKA XPOMOCOMBI

yJIBOCHHE Y4aCTKa XPOMOCOMBI

YTPOEHUE YYaCTKa XPOMOCOMBI

19

Adynavkayma — aTo:

NEPEHOC y4yacTKa XpOMOCOMBI Ha
HErOMOJIOTHYHYIO XPOMOCOMY

MOTEPS. YHACTKA XPOMOCOMBI

YIBOEHUE YYACTKA XPOMOCOMBI

YTPOEHUE Y4aCTKa XPOMOCOMBI

20

TpaHcnoKkauma - 3To:

NepeMENIEHUE TEHETUYECKOTO
MaTepralia OAHOM XPOMOCOMBI HA

JIPYTYIO0

yJIBOCHHE KaKOT0-1100 JIOKyca
XPOMOCOMBI

IMOTCPA y4aCTKa XpOMOCOMBI

YTPOEHUE y4aCTKa XPOMOCOMBI

deHOoTUNUYECKME NPU3HAKN
cnHapoma Munnepa-iMkkepa
BKNOYAIOT:

YMCTBEHHAsI OTCTAJIOCTh, OTCYTCTBHE
pedu, aTakCHsl, IPUCTYIIBI
OCCITPUYMHHOTO CMeXa

IPYLIEBUIHBIA HOC, TUNIEPILIA3US
HUKHEW YEeTI0CTH, MHOKECTBEHHBIE
XpSIIEBBIE IK30CTO3bl, KOHUYECKUE
AmuU3bI, 3aIePKKA ICUXOPEUEBOTO
pa3BUTHS, YMCTBEHHAsl OTCTaJIOCTh

muccaHteanus, TueMopus
JMIIEBOTO Yepena, MUKporedanus

OXKHUPCHUC, MBIIICYHAA TMIIOTOHMA,
THIIOroHaau3M, MaJICHBKHMC KUCTHU 1
CTOIIbI

deHoTUNMNYECKME NMPU3HaKN
CUHAPOMa AHresibMaHa BK/IHOYAIOT:
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YMCTBEHHAs! OTCTaJI0CTh, OTCYTCTBUE
peuu, HapyUIEHUE MOXOAKHU, MPUCTYIIBI
OECIPUYMHHOTO CMeXa, IUPOKUN POT,
PEIKO PaCIOIOKEHHbBIE 3yObl

IPYLIEBUAHBIA HOC, TUIIEPILIA3Us
HUKHEH 4eTioCTH, MHOXKECTBEHHbBIE
XpSAILIEBbIE HK30CTO3bI, KOHUYECKUE
snu(uU3bl, 3a/1epKKa ICUXOPEUEBOTO
pa3BUTHsI, YMCTBEHHAs] OTCTAJIOCTh

nuccaHuedanusi, 0coOOCHHOE JIUIIO,
YMCTBEHHAsI OTCTAIOCTh

OKUPCHUC, MbIIICYHAA TUIIOTOHH,
THUIIOTOHAaAN3M, MAJICHBKHUC KHUCTHU U
CTOIIbI

deHOoTUNUYECKME NPU3HAKN
cnHapoma lNpaaepa-Bunau
BKNOYAIOT:

YMCTBCHHAA OTCTAJIOCTh, OTCYTCTBHC
peuu, aTakCusd, IIPUCTYIIbI
6€CHpI/I‘-II/IHHOI’O CMCXa

IPYIIEBUAHBIA HOC, TUTIEPILIA3HUS
HUKHEH 4eTi0CTH, MHOXKECTBEHHbBIE
XPSAIIEBbIE HK30CTO3bI, KOHUYECKUE
U U3, 3aIePKKa ICUXOPEUEBOTO
Pa3BUTHI, YMCTBEHHAs] OTCTAIOCTh

auccaHnedanus, o0coOCHHOE JIUIIO,
YMCTBEHHAs OTCTAJIOCTh

OKHUPCHUC, MBIIICYHAA THIIOTOHH,
THIIOroHaau3M, MaJICHBKHUC KHNCTH U
CTOIIbI

deHOTUNMYECKNE NPUIHAKMU:
YMCTBEHHas OTCTaNoCTb, OTCYTCTBUE
peuun, HapyLeHne NOXoAKN, MPUCTYNbI
6ecnpUYMHHOrO CMexa, LUMPOKUIM poT,
pPeaKo PacnonoKeHHble 3yObl
BCTPeYatoTca Npu CUHAPOME

c. lllepemesckoro- TepHepa

c. Knsitnpensrepa

c. DnBapca
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c. A”dreiabmMaHa

deHOTUNMYECKME NPUSHAKM:
nuccaHuedanua, gucmopoua
NMLEBOro Yepena, Mukpouedanus
BCTPeYatoTCA Npu CUHAPOME

c. [llepemesckoro- TepHepa

¢. Munnepa-/lukkepa

c. DnBapca

c. A”HrejgpMaHa

NHTepdasHbin FISH-aHanms He
Nno3Bo/AeT:

OIIPCACIIATL HAPYIICHUC YNCJIa
OTACJIBHBIX XpPOMOCOM

ONIPCACIIATD TPAHCIIOKAITUN

OTIPENIECIIATh MPOUCXO0XKICHUE
MapKEPHBIX XPOMOCOM C BOBJICUEHHEM
HEHTPOMED

OTIPENICIIATh JIeJIeUH (MUKPOICIICIINH )
U aMIUTH(QUKAIINY y9aCTKOB XPOMOCOM

FISH-aHanu3 ncnonb3yerca Ha
NPaKTUKe B HUXKenepeuncaeHHbIX
CNy4anx, Kpome:

KaK METOJ UCCJIEOBaHUs B
IIPEHATAIBHON JUArHOCTUKE

JUTSI OTIPEICIICHUST OMOJIOTMYECKOTr0
poJicTBa

B OHKOJIOTNH

B HpeHMHHaHTaHHOHHOﬁ AUAarHOCTHUKEC

B cnyyae nposeaeHUA NnpeHaTanbHOM
ANArHOCTMKM C NOMOLLLbHO
nHtepdasHoro FISH-aHanusa, gons
KNETOK, CBMAETENbCTBYHOLLLAA O
CyLLECTBOBAHMM aHOMAJIUM YMCNa
XPOMOCOM, NO KpanHen mepe, B
MO3anyHou popme
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%

7%

10%

20% u Oonee

LUnToreHeTuKa - aT0:

pas3znesn reHeTUKH, U3y4darolni
XpPOMOCOMBI, UX CTPYKTYPY U
AHOMAJIMU

MCTOA U3YUCHUS MAITMIIIAPHBIX Y30PpOB
maJbliCB 1 JI&IIOHCfI

pazzen OMOJIO0ruy, U3ydaroluii OeKy,
uX QYHKIIMHU ¥ B3aUMOJICHCTBUS B
YKUBBIX OpraHu3Max

METOA I'CHCTHUKHU OCHOBAHHBIN HA
AHAJIM3C POJOCIOBHBIX

Kakoi meToz OKpaluMBaHUS
XPOMOCOM, UCMONb3YHLWMIACA NPU
NpoBeAEeHUM LUTOreHETUYECKOTO
nccnenoBaHuA, He No3BonAeT
BbIABUTb UX IMHENHYIO
HEOAHOPOAHOCTb UK ONpPeaeNnUTb
cneunduyeckme XpoOMoCoMHble

CTPYKTYpbI:

G-okpalimBaHue

R-okpaiiBanue

RV-meton

Q-okpammBaHue

N3 HUKenepevyncneHHoro, gna
npoBeAeHNA UUTOreHeTUYeCKOro
aHaNIn3a UCNONb3YIOT:

JIEUKOITATEI

HEUTPODUITBI

903UHO(MITBI

JUMQOITUTHI

[ns onpegeneHns onyxosieBoro
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Kapmnotuna npuv remobnacTtosax yauie
UCMONb3YIOT:

¢bubpobiacThl

6a3zoduib

503UHO(DUITBI

KJICTKHX KOCTHOI'O MO3Ta

Mpu npoBeAEHUN LUTOreHETUYECKOTO
nccnegoBaHus npoueaypa (atan)
0bpaboTkn matepuana 0,56%
pactBopom KCl Ha3biBaeTcA

HaKOIIJICHUC HUJIN BBIACJICHUC
MHUTOTHUYCCKHUX KIICTOK

TUTIOTOHUYECKast 00paboTKa

q)HKcaIlI/IH KIJICTOK

paciuiaCTbiIBaHUEC XpOMOCOM Ha
MpCAMCTHOM CTCKIIC

[ns nposeaeHUA UMTOreHeTUYeCcKomn
ANArHOCTUKM NyTEM aHaN3a
MmeTadasHbIX XpOMOCOM He
MCNONb3YIOT:

TUM(OIHTHI

KJIETKHU 11/ CKEJIETHBIX MBI

KJICTKHX KOCTHOI'O MO3Ta

KJI€TKM aMHUOTHYECKOMN KHNIKOCTH

10

B ocHOBe onpegeneHuns KapmoTmna
(KapMOTUNNPOBAHUA) NEXKUT:

MONYJIAIIMOHHO-CTATHCTUICCKUC
HAOJTIOICHUS

I_[I/ITOFGHGTI/ILIGCKI/Iﬁ aHaJIu3

IMOJIMMCPa3HaAa LCIIHAA PCAKINA

OMOXMMHUYECKUN aHaAJIN3

11

Mpu npoBeAEHUN LUTOrEHETUYECKOTO
nccnenoBaHua GpUKcaums matepuana
OCYLLECTB/IAETCA CMECbIO:
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MeTraHona u 70% yKCyCHOM KHCIIOTBI
(1:1)

METAHOJIA U JIEAIHON YKCYCHOU
KUCIOTHI (1:3)

METAHOJIA U JIEASHON YKCYCHOU
KUCJIOTHI (3:1)

MeTtaHona u 70% yKCyCHOM KHCIIOTBI
(3:1)

12

Kakolt meToz OKpallnmBaHmA
XPOMOCOM, UCNONb3YIOLWMIACA NPU
NpoBeAeHUN LUTOTEHETUYECKOTO
nccnepoBaHmA, NnogpasymesaeT
Mcnosb3oBaHUe GpayopecLeHTHbIX
Kpacutenemn

G-okpalnimBaHue

R-okpamuBanue

C-okpacka

Q-oKpalMBaHue

13

OTmeTbTe HenpaBuibHoOEe
yTBepaeHue. Mo noKanusauum
BblAENAT cneaytolme tmnbl C-
MO3UTUBHOTO XPOMaTUHa:

LIEHTPOMEPHBIN, XapaKTEPHBIN I
BCEX XPOMOCOM C HEOOJIBIIINMHU
reTepOXPOMATHHOBBIMH OJIOKaMU;

KpYIHBIC OJIOKH, pacriojararonecs B
MPULIEHTPOMEPHBIX paloHaX JJITMHHBIX
ey xpomocom 1, 9, 16;

0JIOK reTepoxpomMaTHHa Ha
JTUCTATLHOW YaCTH JUTMHHOTO TIIeYa
XPOMOCOMBI Y

T€pMUHAJIIbHbIE (KOHIIEBBIE) PETUOHBI
J1€4 XPOMOCOM .

14

MpY KyNbTUBMPOBAHUM KNETOK HA
nUTaTeNbHOM cpeae
dutoremarrntotuHuH (PrA, PHA)
MCNO/Ib3YETCA B KayecTse
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MUTOI'CHA

O0ydepHOro KOMIOHEHTA

AHTUOMOTHKA

AHTUMHUKTOTHYCCKOT'O KOMIIOHCHTA

15

LUnToreHeTuKa - aT0:

METOJI U3y4YECHHUS NAWIISIPHBIX Y30POB
HaJbIEB U JIJaJOHEN

pa3iesl TeHETUKH, N3Y4YarOIInn
XPOMOCOMBI, UX CTPYKTYPY U
aHoOMaJIn:u

pazzen OMOJIO0ruy, U3ydaroluii OeKy,
uX QYHKIIMHU ¥ B3aUMOJICHCTBUS B
YKUBBIX OpraHu3Max

[luToreneruka - 310:

16

Kakoi meToz OKpaluMBaHUS
XPOMOCOM, UCMONb3YHOLWMIACA NPU
NpoBeAEHUM LUTOreHETUYECKOTO
nccneanoBaHuA, He NO3BOAIAET
BbIABUTb UX IMHENHYIO
HEOAHOPOAHOCTb UK ONpPeaeNUTb
cneundpuyeckme XpoOMoCoOMHble

CTPYKTYpbI:

Q-OKpalMBaHue

RV-meTon

C-okpacka

Y710 M3 NepeyncseHHOro He OTHOCUTCA
K MOJIEKYNSIPHOMN LMTOreHeTuKe:

FISH

GTG

mFISH

SKY

Tak Ha3biBaemble YHUKanbHble JHK-
30HAbl 3TO:

ToTasibHast Pppakuusa renomuor JJHK
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nocienoBarenbHocTy JJHK,
KOMIUIEMEHTAPHBIE K [IEHTPOMEPHOMY
rETePOXPOMATUHY

(bIyopecleHTHbIE XUMUUECKUE METKU

KJIOHUPOBAHHBIE TTOCJIEI0BATEIHHOCTH
JIHK, ctporo cnernuduunbie 1
OTIPENICJICHHBIX PAHOHOB XPOMOCOM
WU OTAeIbHBIX TeHOB (LSI)

KomnnemeHTapHoe B3anmoaemncrame
AHK-30Hp08B ¢ yyactkamun HK
nccnegyemoro matepuana,
ocyLecTBnaemoe HenocpeacTBEHHO
Ha LMUTONOIMMYECKUX UK
rMCTONIOMMYECKMX NpenapaTax 3To:

MapkupoBanue («veuenney) JJTHK-
30HJI0B

aMHJ'II/I(l)I/IKaIlI/IH CHUT'HaJIa

peakIus THOpUAN3alNH in situ

nenatypauus JJHK Ha xpomocomMmHOM
npenapare

MeToa, NO3BONAIOLWMIA NPOBECTU
CKPUHWHT BCEro KapMoTMna Ha
npeaMmeT YUC/IOBbIX U
HecbanaHCMPOBAHHbIX XPOMOCOMHbIX
NnepecTpoek, He Nosy4as NpPu 3STOM
npenapaTtoB XPOMOCOM M3
aHanM3npyemMbix 06pasLoB TKAHEN:

FISH

G-band

mFISH

CGH

CGH:

onpenenseT cOaTlaHCUPOBAHHBIE
XpPOMOCOMHBIE abeppaluu, METO/1 He
npeaHa3HAuYeH JIJIsl IOMCKa
XpPOMOCOMHOT0 JaucOaganca
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«CKaHUPYET» BECh KAPHUOTHUII Ha
HpeAMET YUCIIOBBIX U
HecOamaHCHPOBAHHBIX XPOMOCOMHBIX
nepecTpoek, 6e3 MPSIMOro 0OCMOTpa
XPOMOCOM aHATN3UPYEMBIX 00Pa3IOB

oOJnazaeT BHICOKOM pa3pelaroen
CIIOCOOHOCTBIO, TTO3BOJISIOIIEH
ONPENEIATh MOCIEI0BATEIBHOCTD
HYKJIEOTHUAOB U TOUYHYIO CTPYKTYPY
XPOMOCOMHOM IIEPECTPONKH

npesicTaBisier co00M mpsiMOi aHanmu3
MPOUCXOXKJAEHUS XPOMOCOMHBIX
IIEPECTPOEK NIyTEM OJTHOBPEMEHHOI'O
VCIIOJIb30BAHUS B €IMHON PEAKIUU
rubpuan3anun Heckonbkux JJHK-
30H/I0B, MEUEHHBIX Pa3HbIMU
dbaroopoxpomamMu

Temnepatypa rubpugmnsaymmn AHK-
30HA0B npu nposegeHunmn FISH:

koMHatHas (~20°C)

90-95°C

70-75°C

37-42°C

MNpoBeaeHne MONEKYNAPHO-
UMTOreHeTUYeCcKoro nccneaoBaHmA
metogom FISH nokasaHo npu
KapuoTune

46, X, X (1)

45X0/46X mar+

45X0/46XX

[IpoBenenne MONIEKyISIPHO-
IIUTOTEHETUIECKOTO UCCIICIOBAHUS
metonom FISH mokaszano mpu
KapUOTHIIC

MoneKynapHO-UMTOreHeTu4YecKasn
AVNArHOCTMKA XPOMOCOMHbIX
MUKpOAEeNneunin BO3MOXKHa C
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MCnosib3oBaHNeEM MeToa

mFISH

HP-CGH

SKY

MeToaom MoneKynspHo-
LUMTOreHeTUYeCcKoro nccnegoBaHums,
OCHOBAHHbIM Ha NpUHUMNE
KOHKYpeHTHOM rmbpuamsaummn JHK-
BUB/TMOTEK, asnaetca

CnexTpanbHOE KapUOTUIIUPOBAHHE
XpOMOCOM

dmroopecuenTHast in Situ
TUOPUIN3ALIHS

CpaBHuUTEIBHAS TEHOMHAS
TUOPHUAN3ALIHS

MeTo10M MOJIEKYISIPHO-
[IUTON€HETUYECKOTO UCCIIEI0BAHUS,
OCHOBAHHBIM Ha MPUHILINIIE
KOHKYpeHTHOM rubpuauzamnuu JJHK-
BUBJIMOTEK, saBnsercs

10

Hanbonee appeKTMBHbIM NOAXOAOM K
MOIEKYNAPHO-TEHETUYECKOM
ANArHOCTUKe HacneaCTBEHHbIX
ONyX0/1IeBbIX CUHAPOMOB ABASETCA
aHanus

MyTanui B «ropsiuux» TOYKax Fr€HOB
HACJICICTBEHHBIX OITYXOJIEBBIX
CHHJIPOMOB

Konuiinoctn yuactkos B JJHK
XPOMOCOMHBIM MUKPOMATPUYHBIM
AHAJIN30M

I'eHOB HaACIEICTBEHHBIX OMyXOJICBBIX
cuHpoMoB MeTogoM NGS

Haubomnee »¢hexTnBHBIM TOIX0/I0M K
MOJIEKYJISIPHO-T€HE THIECKOM
JTMATHOCTUKE HACIIEJCTBEHHBIX
OITYXOJIEBBIX CHHJIPOMOB SIBJISICTCSI
aHaIN3
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11

Ona MONeKyNApPHO-LUUTOreHeTUYECKOM
ANArHOCTUKU TePMUHA/bHbIX
MUKpoAeneumii XpoMocom cneayet
MCNONb30BaTb

cyorenomepubie JIHK-30H1b1

Xpomocomo-cnenuduueckue JJHK-
OMOINOTEKU

CnexTpanbHOE KapUOTUIIUPOBAHHE
XpOMOCOM

JI1s1 MOJIEKYJISIPHO-IIUTOT€HETUYECKOM
JTUArHOCTUKUA TEPMUHATBHBIX
MUKPOJEIEHUNA XPOMOCOM CIIETYET
UCIIOJIb30BATh

12

MoneKkynapHo-umMTOoreHeTUYeCKan
ANarHoCTnKa MmnKpoaeneunoHHOro
CMHAPOMA BO3MOXKHa C NMOMOLbIO

CH@KTpaJ'II)HOFO KapUOTHUITUPOBAHUA

dnyopecueHnTHoi in Situ
rubpuam3anuu ¢ JJHK-30u1amMu
crienuGpUIHBIMH K IIEHTpOMEpaM
XpPOMOCOM

dnyopecueHnTHoit in Situ
rubpuan3anuu ¢ yaukaiababiMu JIHK-
30HJIaMU

MoieKyJIIpHO-IIUTOT€HETUYECKAS
JTUATHOCTUKA MUKPOAEICIIUOHHOTO
CHUHIPOMA BO3MOXHA C MOMOIIBIO

13

K MONIEKYNSIPHO-LUUTOrEHETUYECKUM
MeTOoA4aM AMNAarHOCTUKU XPOMOCOMHbIX
6one3Helr oTHOCAT

dnyopecieHTHyo in Situ
ruOpuam3anmio (FISH)

MaccoBoe nmapajuiesibHOE
CEKBCHUPOBAHHE

[11I{P B pexxuMe pealbHOrO BpEMEHH

K MOJICKYJIIPHO-IUTOT CHE THICCKHM
MEeTOAaM JUArHOCTHKHA XPOMOCOMHBIX
00JIE3HEN OTHOCST
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14

B MONIEKY/IIPHO-LUTOreHETUYECKOM
nccnegoBaHNU NHTepdepomeTp
MCNONb3YeTCs C LieNbto

CICKTPAIbLHOTO KApUOTHITUPOBAHMSI
xpomocom (SKY)

MHOTrOIBETHOTO OKpAIIIBAHHMS
xpomocom (MFISH)

MHOTrOIBETHOTO CETMEHTHPOBAHUS
xpomocom (MBAND)

B MOJIEKYJISIPHO-ITUTOT€HETUYECKOM
UCCe0BaHuU UHTEphepoMeTp
UCIOJIb3YETCS C LIEIBIO
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2 KoHTposibHBbIE BONPOCHI /11 HTOTOBOIl aTTeCTAllUN

1. Cunnpom wmukpoaeneuuu 1p36 - 3THONOTMA, KIMHUYECKAs KapTHUHA,
JTUTHOCTHKA

2. Cungpom Bonbsda-XupmxopHa (genemust B ydactke 4pl6) - sTuonorus,
KJIIMHUYECKasl KapThHa, TUarHOCTUKA

3. Cungpom «kpuka komku» («cri du chaty, gemenus B ydactke Spl5.2) —
ATUOJIOTHS, KIMHUYECKasi KapTUHA, JUArHOCTHKA.

4. CungpoMm Bunbamca (nmenemuss B ywactke 7ql1.23) — »stuonorus,
KJIIMHUYECKasl KapTHHA, JUarHOCTUKA

5. Cungpom AHrenbMaHa (JIeJelus WIM YHUTNIAPEHTaIbHAs TUCOMHUS B YUACTKE
15q11.2q13 maTepuHCKOro MPOUCXOXKIEHUS) — ITHOJOTHUS, KIMHUYECKAas
KapTHHA, TUaTHOCTHKA

6. Cungpom Ilpanepa-Bummum (meneuust wiv yHUNapeHTalIbHas TUCOMHUS B
yuactke 15q11.2q13 OTIOBCKOrO MPOUCXOXKACHUSI) —  OITHUOJIOTHS,
KJIIMHUYECKasl KapTHHA, JUArHOCTUKA

7. Cunapom Cwmur-Maxenuc (meneuus B ywactke 17pll.2) — sTmonorus,
KJIIMHUYECKasl KapTHHA, JUArHOCTUKA

8. Cunnmpom wmukpopenenuun 22ql1.2 — sTHoNOrMs, KIWHUYECKAas KapTHHA,
JTMAarHOCTHKA

9. Cungpom mukpoaenenuu 22q13.3 — sTHoNOTHS, KIMHUYECKas KapTHHA,
JTUArHOCTHKA,

10. Aymummkanust 4p16.3 — 3THONIOTUs, KIMHUYECKasi KapTUHA, TUAarHOCTHKA

11. dynnukanus 7p22.1 - 3Tuoa0THs, KIMHUYECKas KapTUHA, JUArHOCTHKA

12.CtpyKTypHas opranusaiysi XpoMoCcoM

13.0OnHOpOANTENBCKAS TUCOMUS- OTIPEICTICHHIE, STHOJIOT U, IPUMEPHI, KIIMHUKA

14.T’'eHOMHBIN UMIOPUHTUHT- ONIPEICTICHUE, TPUMEPHI, 3THOJIoTUA. KinnHnka

15.TloHsiTHE O reTEPOXPOMATHHE U SYXPOMTHHE

16.Tumsr xpomocomuon JJHK

17.XpomocomMHbIE MyTalluu

18.'enoMHBIE MyTaITUN

19.111P-onpenenenue. Onucanue MaToa

20.CexBeHUpOBaHUE-OMPEIEICHIE, OMTMCAHNE METO/1a

21.FISH —onpenenenue, onucanue MeToaa

22.CGH- ompenenenue, onucaHnue MeToa

23.Bunpl okpamBaHus IpH UCTIOTH30BaHUN IUTOTCHETHYECKOTO0 METOa

24.1lentpomepocnienuuaHbie, XpoMocoMOcCTelu(pUIHbIe, TEHOMHBIE U
yaukainbHble JIHK 30HABI-0TIpEICICHNE

25.Cunapom JlayHa- 3THOJIOTHS, KJIMHUKA, THAarHOCTHKA

26.Cunapowm IlaTay- aTHOIOTHS, KIIMHUKA, TUATHOCTHKA

27.CuHapom DaBap/ica- STHOJOTHS, KIMHUKA, THarHOCTHKA

28.Cunapom Knsitadensrepa- STHONOTHS, KITUHUKA, TUATHOCTHKA

29.Cunapom TepHepa- 3THONOTHS, KIUHUKA, TUATHOCTUKA
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