OEJIEPAJBHOE I'OCYJAPCTBEHHOE BIO/KETHOE OBPA30BATEJIBHOE
_YUYPEXJEHUE BbICHIEI'O ObPA3OBAHMS
«POCTOBCKHHU I'OCYJAPCTBEHHBIM MEJUHVWHCKHUU YHUBEPCUTET»
MHUHHUCTEPCTBA 3IPABOOXPAHEHUA POCCUUCKOU ®EJEPAIINN

DAKYJIBTET ITIOBBIIIEHUS KBAJIMOUKALINNA
U ITIPO®ECCUOHAJILHOM MEPENOJAIOTOBKA CIEIIUMAJIUCTOB

I[MPUHATO VTBEPXIEHO
Ha 3aceJlaHuM YYCHOTO COBETa MPUKa30M pEeKTOopa
®dI'BOY BO PoctI'MY «20» urons 2025r.
Munsapasa Poccuun Ne 341

[TpoTtokon Ne 6

«17» uronsa 2025 r.

_ MoanuHHKK 3NeKTPOHHOTO QOKYMEeHTa, NOANUCAHHOTO
30, xpaHuTcA B oTgene

OOKYMEHTAUMOHHOIo oBecnevyeHun

@reQyY BO PoctTMY MuHagpaea Poccumn

AOHOJHUTE/IBbHAA NPOPECCHUOHAJBHAS IIPOI'PAMMA
IHOBBIIIEHUA KBAJIN®PUKALIUU BPAYEU

"CHUHAPOMBI C HAPYIICHUEM YHCJIa ayTOCOM, MOJIOBBIX XPOMOCOM,
MHUKPOJECITCIIMOHHBIE U MUKPOLYIIJIMKAIIMOHHBIE CHHIAPOMBI'"

10 OCHOBHOM cnenuaJbHOCTU: ['eHeTHKA
Tpynoemkocts: 36 uaca

dopMa 0CBOCHUS: OUHAs
JlokyMeHT 0 kBajiM(puKaUU: yI0CTOBEPEHHE O MOBBIICHUHN KBATUPUKALMU

PoctoB-Ha-/lony, 2025



JlonmomHuTenbHAS TpohecCHOHaTbHAS TPOrpaMMa TOBBIIIECHUS KBATH(PUKAITAN
Bpauel « CUHIPOMBI C HAPYLICHUEM YHCJIa AyTOCOM, MOJIOBBIX XPOMOCOM,
MUKPOJICJICIIMOHHBIC 1 MUKPOAYTIIMKAIIMOHHBIE CHHIPOMBI» 00CYKJIeHA U
oJ100peHa Ha 3aceaHuu Kadeapbl reMaToJIOTHH U TPaHCHY3HOJIOTHH (C KypcamMu
KIIMHAYECKON 1a00paTOpHON TUAarHOCTUKH, TeHETUKH U JJA0OPATOPHON TCHETHKH )
dakyapTeTa MOBBIMICHUS KBATH(PUKAINHA U TTPOPECCHOHATTEHON TEPETOATOTOBKH
crienmanuctoB @I'bOY BO PoctI' MY Munznpasa Poccun.

3aBeayrommii kadenpoi, A.M.H., mpodeccop F0.B. [llatoxun

[TporpamMmMa peKkoMeHJ0BaHa K YTBEPKICHUIO PELIEH3CHTaMU:
1. kypar T. II. - gokTOp OMONOTHMYECKUX HAYK, Mpodeccop, 3aBeayromias
kadenpoit renetuku GI'AOY BO "IOxHbii penepanbHblii yHUBEPCUTET"
2. Mamknaa E.B. — moktop OuWoOJOTHMYECKMX HAyK, MAOILEHT, Mpodeccop

kadenpel renetuku GI'AOY BO "IOxHbiii henepanbHblii yHUBEPCUTET"



JlonoytHUTENBHAS npodeccuoHabHAs nporpaMmma TTOBBIIIIEHUS
kBammpukanuu Bpadeld «CHHIAPOMBI ¢ HApYyIMICHHEM YHCIa ayTOCOM, TOJOBBIX
XPOMOCOM, MHUKPOJICICIIHOHHBIC ¥ MUKPOAYIUIMKAIIMOHHBIC CHHIPOMBIY (Jaliee -
IIporpamma) pazpaboTana paboueii TPyIIIONH COTPYIHUKOB KadeaIphl TeMaTOI0T HH
u Tpanchys3uoaorud ( ¢ KypcaMH KIMHHYCCKOHW JIa0OpaTOPHOM JTHMArHOCTHKH,
reHeTuku u nadoparopHoit renetuku) GI'bOY BO PoctTI MY Munzapasa Poccun,

3apeayromuid kaheapou [[lamoxun FO.B.
CocraB paboyeil rpymnnbl:

NeNe

damuius,
HMS,
0T4YeCTBO

Yuén
ast
CTeleH
b,
3BaHHE

3anuMaemMas
JOJIKHOCTD

MecTto padoThI

2

3

4

5

AmennHa
C.C.

J.M.H.

ITpodeccop kadenps
reMaTOJIOTHH U
TpaHC(y3HOIOTHH C
KypcaM¥ KJIMHUYECKOH
nabopaTopHOi
JTMarHOCTHKY, TCHETUKU U
71a00paTOPHON TEHETHKH)

®I'bOY BO PoctI MY
Munsnpasa Poccnn

JerrepeBa
E.B.

JloueHT Kadeapsl
reMaToJIOruy U
TpaHC(y3UOIOTUH C
KypCaMH KJIMHUYECKOU
n1abopaTopHOit
JMArHOCTUKH,
TeHETUKH U
n1abopaTopHOit
TeHETHUKH)

®dI'BOY BO PoctI MY
Mun3apaBa Poccun

Mopnan
oB C.B.

AccucreHT Kadeapsl
reMaTOJIOTHH U
TpaHC(y3HOIOTUH C
KypcaMU KJIIMHHYECKOU
nabopaTopHOMH
TMarHOCTHKH, TCHETUKU H
1a00paTOPHOI TEHETHKH)

®dI'BOY BO PoctIT MY
Mun3apaBa Poccun

. | [lonomapéna

T.1.

AccucteHt kadenpsl
reMaToJIOTHH U
TpaHcdy3unoaoruu (¢
KypcaMH KIIMHUYECKOM
nabopaTopHOU
JTUArHOCTHKY, TEHETHKH U
J1a00paTOPHON TEHETUKH)

®OI'BOY BO PoctI'MY
Munsapasa Poccuu




I'noccapmit

JIIO - nonosHUTENHEHOE MPOhEeCCHOHATBFHOE 00pa30BaHUE;

®I'OC - OenepanbHbIN TOCYAAPCTBEHHBI 00pa30BaTENIbHBINA CTAaHAAPT
[1C - mpodeccruonanbHbIN CTaHAAPT

OT® - o6o01IeHHAs TPYA0Bask PYHKIIHS

T® - TpynoBas pyHKIUA

[1K - mpodeccruonanbHast KOMIETSHITUS

JI3 - NeKuMoHHbIC 3aHATUS

C3 - ceMuHapcKue 3aHATUS;

[13 - mpakTUUYecKue 3aHATHUS;

CP - camocTosTenbHas padbora;

JOT - nucraHIMOHHBIE 00pa30BaTENIbHBIE TEXHOJIOTUY;

D0 - 3eKTpOHHOE 00YUYECHUE;

[TA - mpomexyTO4YHas aTTeCTalus;

WA - utoropas aTTecTaius;

VII - yueOHbl# 11aH;

AC IIO - aBToMaTU3upOBaHHAs CUCTEMA JIOMIOTHUTEIBLHOTO MPOdEeCCHOHAIBHOTO
oOpa3zoBaHus.



KOMITIOHEHTHBI TPOI'PAMMBI.
1. O0mas xapakrepuctuka IlporpamMmmsl.
1.1. HopMaTtuBHO-TIpaBOBasi OCHOBA pa3padOTKU MPOrPAMMBI.
1.2. Kareropuu oOy4aronimxcs.
1.3. Llenp peanuzanuu nporpaMMel.
1.4. IInanupyemsble pe3yabTaTbl OOyUYEHUS.
2. Conepxanme Ilporpammel.
2.1. Y4eOHbIii miaH.
2.2. Kanennapusiii yaeOHBIN rpaduxk.
2.3. Pabouue mporpaMmbl MOJTyJICH.
2.4. OueHka KauecTBa OCBOCHHS IPOTPaMMBI.
2.4.1. ®opmbl TPOMEKYTOUHOM (MPY HAJTMYKUK) U UTOTOBOM aTTeCTALIMH.
2.4.2. lllkana 1 MOPSAJIOK OLIEHKH CTENEHU OCBOEHHUS OOYydyaroUMMUCS Y4eOHOTo
marepuana [I[porpaMmsl.
2.5. OueHOYHBIE MATEPHAIIBI.
3. Opranu3zanuoHHoO-neaarornyeckue yciaosus Iliporpammel.
3.1. MaTtepuanbHO-TEXHUYECKUE yCIOBHSL.
3.2. YyebHO-MeTOIMUECcKOE U MH(OPMALIMOHHOE 00ECIIeUeHuE.
3.3. KagpoBeie ycnoBus.



1. OBIAA XAPAKTEPUCTUKA TPOI'PAMMBI.

1.1. HopmaTuBHO-nIpaBoBasi 0CHOBa pa3padorku [Iporpammebl.
— ®denepanbHbIi 3ak0H 0T 29 aexadpst 2012 r. Ne 273-D3 «O6 o6pa3zoBaHuy B
Poccuiickoit @eneparumy», ctaths 76.
— [Ipukaz MunoOpuHayku Poccum ot 1 wurona 2013 1. Ne 499 «O6
yTBepkaenun Ilopsnka opraHu3alii W OCYUIECTBJICHHS 00pa3oBaTEbHOU
JESATEILHOCTH T10 JOMOJTHUTENIbHBIM TPO(PECCHOHAIBHBIM ITPOrpaMMam.
- [Ipodeccuonanbupiii ctanaapt «Bpad - reHeTHK» (yTBEpKICH MPUKA30M
Muntpyna u comzamutel PO ot 11 mapra 2019 r. N 142H, peructpaiiOHHbIN
HoMep 1250).
- Jlunen3us DenepanbHON CIIyKOBI 10 Ham30py B cdepe obOpa3oBaHUS U
HayKd Ha OCYyIIeCTBICHHE oOpa3zoBaTelbHOM JearensbHoctTh DPI'BOY BO
PoctI'MY Munsgpasa Poccnn ot 22 nronsa 2017 r. Ne 2604.

1.2. Kareropum o0y4yaromuxcs.

OcHOBHAag CHEIUAITBHOCTh — '€HETUKA

1.3. lleas peajm3anuu NporpaMMsl

COBCPIICHCTBOBAHHC HNMCIOIINXCA HpO(l)CCCI/IOHEUIBHLIX KOMHGTGHHHﬁ )51
ITIOBBIIICHUC HpO(beCCI/IOHaIIBHOFO YPOBHA B obOiacTn TCOPCTHUUCCKUX 3HAHUU U
HaBBIKOB B AHMAIrHOCTUKC CHHAPOMOB C HAPYIICHHUCM 4YHCJIAa aYTOCOM, IIOJIOBBIX
XpOMOCOM, MUKPOACIICHHUOHHBIX 1 MUKPOAYINIMKAIIMOHHBIX CHHAPOMOB.

Bun npodeccuonansHolt aesitenbHOCTU: BpaueOHas mpakTuka B 001actu
TC€HETHKHU

YpoBeHb KBapuKauu: 8

Cas3pb [Iporpammel ¢ mpodeccuoHaIbHBIM CTaHIAPTOM MPEACTaBUTH B Tabiuie 1.

Tao6auna 1
Caa3b [Iporpammsbl ¢ npo(hecCHOHATBHBIM CTAHAAPTOM

IIpodeccnonanbublii cTanaapt: «Bpay - reneTuk» (YTBEpKIEH NPUKA30M




Muntpyna u couzamurtsl PO ot 11 mapra 2019 r. N 142H, peructpaunoHHbIHA
Homep 1250).

TpyaoBbie QyHKIMU

oT® Ko HaumenoBanue TP
T
Oxkazanne wmeauruHckont | A/01.8 | JlmarHocTuka B 1ENSIX YCTAHOBJICHHS U
IIOMOIIXA MaIeHTaM IO (WIM) yTOYHEHHUS JUarHo3a BPOXKIECHHOIO
npobuao "MeIUIMHCKAsS (WJIM) HACJIeICTBEHHOTO 3a00JIeBaHUs
refHeTuka" A/03.8 | [IpoBeneHue MEINKO-T€HETHYECKOTO

KOHCYJIbTUPOBAHUS NalUeHTOB c
BPOXKJACHHBIMU W (WJIM) HACJIeJACTBEHHBIMU
3a00JI€BaHUSIMU U WX POJCTBEHHUKOB U
NalUEHTOB W3 TPYMI PUCKA, BBISBICHHBIX
IPU CKPUHUHTE

1.4. Ilnanupyembie pe3yabTaTbl 00y4eHHUS
Taoauna 2
Ilnanupyembie pe3yJbTaThl 00yUeHUSA

Koa T®

IIK Onucanye KOMIeTeHIIHH
npodcrangapra

IIK- | roTOBHOCTBL K OKa3aHHIO MEIUIIMHCKOMN ITOMOIIHA

1 MalreHTaM ¢ CHHJIPOMaMHU OJHOPOIUTEIbCTKUX
JIMCOMUM a TaKkKE XPOMOCOMHBIMU CHHAPOMAMH C
HapYIICHUEM YHCJIa AyTOCOM M TTOJIOBBIX XPOMOCOM
M0JI2KeH 3HAaTh: [[ops10K OKa3aHus MEIUIITMHCKON
MTOMOIIY MallMeHTaM C MUKPOJICJICIIUOHHBIMU U
MUKPOAYTUIMKAIIMOHHBIMU CHHIPOMaMHU, CHHAPOMaMHU
OJTHOPOJIUTENHCTKUX JUCOMUM a TAKK€ XPOMOCOMHBIMU
CHUHJIPOMAMU C HAPYIICHUEM YKCJIa ayTOCOM U MOJIOBBIX
XpOMOCOM

TepMUHOIOTHS OTTMCAHUS MUKPOAQHOMAIUN U A/01.8
BPOXIEHHBIX IIOPOKOB PA3BUTHS Y YETOBEKA A/03.8
COCTAaBJICHHE I'€HEATOTHYECKOT0 aHAJIN3a U OTIPEICIICHUS
TUIIA HACJICIOBAHUS MUKPOJICJICIIMOHHBIX U
MUKPOIYTTUKAITMOHHBIX CUHIPOMOB, CHHJIPOMOB
OJTHOPOJIUTEINBCTKUX JUCOMUI a TaKKE XPOMOCOMHBIX
CUHJPOMOB C HapYIICHHEM YHCJIa AyTOCOM U MOJIOBBIX
XPOMOCOM

Ha3HAUYCHUE Ja00OPAaTOPHBIX UCCIICIOBAHMM IS
JUArHOCTUKH MUKPOJICICIIMOHHBIX U
MUKPOIYIIMKAITMOHHBIX CUHIPOMOB, CUHJIPOMOB
OJTHOPOJUTENBCTKUX JTUCOMUM a TAKKE XPOMOCOMHBIX
CHUHJIDOMOB C HAPYIIEHUEM YHUCJIa AYTOCOM M MOJIOBBIX




XpPOMOCOM, BKJIFOYasi IUTOTE€HETUYECKUE, MOJIEKYJIIPHO-
[UTOT€HETUYECKUE, OMOXUMHUUECKUE METOIbI
VCCIIEIOBAHUM, MEIUIIMHCKUE MTOKA3aHUS K UX
HA3HAYCHUIO

WCMOJIb30BaHNUE U MHCTPYMEHTAIbHBIX UCCIIEIOBAHUN
MAlMEHTOB B LEJSAX YCTAHOBJICHUA U (W) YTOUYHECHUS
JIMarH03a MUKPOAEIECIIUOHHBIX U
MHUKPOIYIUIMKAIIMOHHBIX CHHIPOMOB, CUHJIPOMOB
OJTHOPOJUTENBCTKUX TUCOMHUM a TAKKE XPOMOCOMHBIX
CUHJPOMOB C HApPYILICHHEM YHCIIa AyTOCOM U MOJOBBIX
XpOMOCOM

UCIIOJIb30BaHNE KIIMHUYECKUX PEKOMEHIAINHI 1O
BOIIPOCAM OKA3aHUSI MEAUIIUHCKOW MOMOIIM MAIIMEHTAM C
MUKPOAETECHHUOHHBIMUA U MUKPOIYTUIUKAIIMOHHBIMA
CHUHJIPOMAaMU, CHHAPOMaMHU OJTHOPOAUTEIbCTKUX
JUCOMUH a TAKKE XPOMOCOMHBIMU CHHAPOMAaMH C
HAPYIICHUEM YHMCJIA AYTOCOM M TIOJIOBBIX XPOMOCOM

J0JIZKE€H YMeTh: OCYLIECTBISATh COOp Kajl00, aHaMHe3a
00JI€3HHU U KU3HU, CEMEHHOT0 aHAMHE3a MalluEeHTOB B
LESAX YCTAaHOBJICHMS U (MJIM) YTOUHEHHMSI TMarHo3a
MUKPOJEJIECIMOHHBIX U MUKPOLYTUIMKAIIMOHHBIX
CUHIPOMOB, CUHPOMOB OJJTHOPOJUTEIILCTKUX JUCOMUN a
TaK)K€ XPOMOCOMHBIX CUHAPOMOB C HAPYLICHUEM YHCIIA
ayTOCOM H IIOJIOBBIX XPOMOCOM

[TpoBouTh (pU3UKATBLHBINA OCMOTpP MAILIMEHTOB B LIEJISAX
YCTaHOBJICHMSI U (MJIM) YTOUHEHHSI IMarHo3a
MUKPOAEIECIIMOHHBIX U MUKPOIYTUIMKAIITMOHHBIX
CUHIPOMOB, CHHAPOMOB OJTHOPOJMUTENBCTKAX JUCOMUU a
TaKX€ XpPOMOCOMHBIX CHHAPOMOB C HAPYLIEHUEM YHCIIA
ayTOCOM H ITOJIOBBIX XPOMOCOM

OueHnBaTh HAIMYKE Yy TAUEHTOB PU3HAKOB
MUKPOZEJIEIHMOHHBIX 1 MUKPOLYTUIMKAIIMOHHBIX
CUHIPOMOB, CUHAPOMOB OJTHOPOJUTEIILCTKUX JUCOMUN a
TaK)K€ XpPOMOCOMHBIX CUHAPOMOB C HAPYLIEHUEM YHCIIA
ayTOCOM M MOJIOBBIX XPOMOCOM U OIUCHIBATH HX,
UCITOJIb3Ys] TEPMHUHOJIOTHIO ONTMCAHUS BPOKIE€HHBIX
AHOMAJIMM U TIOPOKOB PA3BUTHS

WuTepnpeTupoBaTh U aHAIM3UPOBATh HHPOPMALIHIO,
MOJIYYEHHYIO OT MALMEHTOB, B LEJIAX YCTAHOBJICHUS U
(WJIM) yTOYHEHUS AUarHo3a MUKPOJIEICIIMOHHBIX U
MHUKPOIYIIMKAIIUOHHBIX CHHIPOMOB, CHUHIPOMOB
OTHOPOJMUTENBCTKUX TUCOMHUM a TAKKE XPOMOCOMHBIX
CUHIPOMOB C HapYLICHHEM YHCIIa AyTOCOM U MOJOBBIX
XPOMOCOM




[IpoBOINTH T€HEATIOTUYECKNN aHATIN3 HA OCHOBAHUH
CEMENHOI0 aHaMHE3a NAUEHTOB B LEAX YCTAHOBJICHHUS
U (WIM) YTOYHEHUS IUarHo3a MUKPOJEICIIUOHHBIX U
MUKPOIYIUTUKAITMOHHBIX CUHIPOMOB, CUHJIPOMOB
OJTHOPOJAUTENBCTKUX JTUCOMUM a TAKKE XPOMOCOMHBIX
CHUHJIPOMOB C HapyILIEHHEM YHCJia ayTOCOM U MOJOBBIX
XPOMOCOM

OO6O0CHOBBIBATH U INIAHUPOBATH OO0BEM JIA0OPATOPHBIX
HCCIIeIOBaHUM (BKITIOUasi OMOXUMUYECKHUE,
[UTOTCHETUYECKHUE, MOJICKYJISIPHO-IIUTOT€HETHUECKUE) U
HHCTPYMEHTAJIbHBIX UCCIIEAOBAHUMN (BKIIOYAs
YIBTPa3BYKOBBIE, JICKTPOPUIHOIOTHUECKHUE,
PEHTTEHOJIOTUUECKUE UCCIIEIOBAHMSI, KOMITBIOTEPHYIO
TOMOrpa( 0, MArHUTHO-PE30HAHCHYO0 TOMOTpa(uIo) B
LEJISAX YCTAaHOBJICHUA U (WJIM) YTOUYHEHHS UarHosa
MUKPOJICTICIIMOHHBIX U MUKPOTYTUIMKAIIMOHHBIX
CUHJIPOMOB, CUHIPOMOB OJTHOPOJIUTEIILCTKUX JUCOMUH a
TaKXe XpOMOCOMHBIX CHUHAPOMOB C HAPYIICHHUEM YHCIIa
ayTOCOM U IOJIOBBIX XPOMOCOM B COOTBETCTBHUH C
MOPsJIKAMH OKa3aHUSI MEIUITMHCKON IMOMOIIIH,
KJIMHUYECKUMH PEKOMEHIAMSAMHU (MIPOTOKOIaMU
JICUCHUS) TI0 BOIIPOCaM OKa3aHUs MEIUITUHCKOM
MIOMOIIIH, C YYETOM CTaHJapTOB MEAUIIMHCKON TOMOIITH
NuTepnpeTupoBaTh ¥ aHATU3UPOBATH PE3YIbTAThI
71a00paTOPHBIX U HHCTPYMEHTAIBHBIX UCCIICIOBAHUI
MAIMEHTOB B LIEJIAX YCTAHOBJICHUS U (UJIM) YTOUHEHUS
JIMarHo3a MUKPOACIICIIMOHHBIX U
MUKPOIYTTUKAITMOHHBIX CUHIPOMOB, CHHJIPOMOB
OJTHOPOJAUTENBCTKUX JTUCOMUM a TAKKE XPOMOCOMHBIX
CHUHJIPOMOB C HapyIIEHHEM YHCJia ayTOCOM U TTOJIOBBIX
XpOMOCOM

BBISIBASATH KIMHUYECKHE CUMIITOMBI U CHHJIPOMBI Y
MAIMEHTOB B LIEJISIX YCTAHOBJICHUS U (UJIM) YTOUHECHUS
JIMarHo3a MUKPOJEICIIMOHHBIX U
MUKPOIYIIMKAITMOHHBIX CUHIPOMOB, CHHJIPOMOB
OJTHOPOJIUTEIHCTKUX JUCOMHI a TaKKE XPOMOCOMHBIX
CUHJPOMOB C HapYIICHHEM YHCJIa AyTOCOM U MOJIOBBIX
XPOMOCOM

N0JKeH BiaaJaeTh: CocTaBiieHUE TUIaHa 1a00paTOPHBIX U
WHCTPYMEHTAJIbHBIX UCCIEAOBaHUI NAIlMEHTOB B IEJIAX
YCTaHOBJICHMSI U (MJIM) YTOUHEHMSI IMarHO3a
MUKPOAEICIIMOHHBIX U MUKPOAYTTUKAIIMOHHBIX
CUHAPOMOB, CUHAPOMOB OJTHOPOJUTENBCTKUX IUCOMUM a
TaK)K€ XPOMOCOMHBIX CUHAPOMOB C HAPYLICHUEM YHCIIA




ayTOCOM U MOJIOBBIX XPOMOCOM
Hamnpaprienue naiueHToB B LEISAX YCTAHOBJICHUS U (WJIN)
YTOUHEHUS TUAarH03a MUKPOICJICLIMOHHBIX U
MUKPOIYIUTUKAITMOHHBIX CUHIPOMOB, CUHJIPOMOB
OJTHOPOJAUTENBCTKUX JTUCOMUM a TAKKE XPOMOCOMHBIX
CHUHJIPOMOB C HapyILIEHHEM YHCJia ayTOCOM U MOJOBBIX
XpOMOCOM, Ha JabopaTopHbie (BKIIOYasi OMOXUMUYECKUE,
[UTOT€HETUYECKHE, MOJICKYJISIPHO-ITUTOTEHETUYECKUE) U
WHCTPYMEHTAJIbHBIE UCCIIEIOBAHUS B COOTBETCTBUU C
NOPSIIKAMU OKa3aHUsI MEIUIIMHCKOM MOMOIIIH,
KJIIMHAYECKUMH PEKOMEHIalUSIMHU (IIPOTOKOJIaMU
JICYEHHMS) 110 BOIIPOCAM OKa3aHUsI MEAUITMHCKON
MOMOIIH, C YYETOM CTaHJIapTOB MEIUIIMHCKON TOMOIITU
HamnpagieHue naiueHToB B LEIAX YCTAaHOBJICHUS U (MJIH)
YTOUYHEHUS JUAarH03a MUKPOICJICIIMOHHBIX U
MUKPOIYITUKAITUOHHBIX CUHIPOMOB, CHHJIPOMOB
OJTHOPOJAUTENBCTKUX JTUCOMUM a TAKKE XPOMOCOMHBIX
CHUHJIPOMOB C HapyIICHHEM YHCJIa ayTOCOM U MOJIOBBIX
XpPOMOCOM Ha KOHCYJIbTALlMIO K BpauaM-CIIELIHAIMCTAM C
YYETOM CTaHAAPTOB MEAUIIMHCKON TOMOIIH

1.5 ®opma o0yuennst

I'padpux o0yuennsi| Akaja. 4acoB Anen O0mas npoxo/KMTEJIbHOCTD

®opma o0yueHHust

B I1€Hb

B HEACJII0

NporpamMmbl, MecsilieB
(1Hei, HeleJIb)

OvyHag

6

6

1 Henens, 6 queit

10




2. COAEPKAHHUE ITPOI'PAMMBI.

2.1 Y4eOHBIN IJIAH.
JOTIOJIHUTEJIbHOM Mpo(decCHoHaIbHOM TPOrpaMMBbl MTOBBIIIEHNS KBAIU(PUKAITIN

«CI/IHI[pOMI)I C HAPYIICHUEM YHCJIa ayTOCOM, ITOJIOBBIX XPOMOCOM, MUKPOACICHINOHHBIC H MUKPOAYINUIMKAITUOHHBIC CUHAPOMBI» B

00BéMe 36 yacos
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Monyas 1: CHHAPOMBI C
MHKPOJYITMKAIIMOHHBIE CUHJIPOMBI

HapyHICHUCM YHCJIa aYyTOCOM, ITOJIOBBIX XPOMOCOM, MUKPOACICINOHHBIC 1

11
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CUHAPOMBI
(3THOIOTHS,
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2

8 2

4

2

IK-1

TK

1.2

MeTtonasl
JTMarHOCTHKH
XPOMOCOMHOU
MaToJIOTUHU
(ITUTOTEeHETHYCKU
1, MOJICKYJISIPHO-
UTOT€HETUYECKU
if)

17

IK-1

TK

Bcero uacos
(cmeumnajabHbIE
JAMCIUTIIMHBI)

34

18

Hrtorosas
aTrecTanus

3avuer

Bcero yacos mo
nporpamMme

36

18

16 4 |8
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2.2. KajienpapHbiii y4eOHbIN rpauk.
VY4eOHble 3aHATHS NPOBOAATCS B TeueHUE | Hemenu, IIECTh JHEM B HEAENIo Mo 6
aKaJIEMUYECKHX Yaca B JICHb.

2.3. Paboumne nporpaMMbl y4eOHBIX MOIYJICH.

MOJIVJb 1

Ha3anue moayns: CHHAPOMBI C HAPYIIEHHEM YKCIIa ayTOCOM, ITOJIOBBIX XPOMOCOM,
MUKPOJAENECLIMOHHBIE 1 MUKPOIYIUIMKAMOHHBIE CHHIPOMBI

Kong HaumeHnoBaHue TeM, IOATEM, JIEMEHTOB, O3JICMEHTOB

1.1 XPpOMOCOMHBIE CUHAPOMBI (3THOJIOTHSI, KIIMHHUKA)

1.2 MeTobl IMATHOCTUKH XPOMOCOMHOM MAaTOJIOTUU (LIUTOTCHETUYECKUM,

MOJICKYJISIPHO-ITUTOT€HETHUECKUI )
Oo0yuaromuii CMMYJISIMOHHBIA KypC
Curyanuu IIposepsiemble CuMyALIMOHHOE U Pacxonnsie 3aauy CUMyJILUN
TPYAOBBIC BCIIOMOTI'aTCJIbHOC MaTcpUuaIbl
byHKITIH o0opyioBaHue
Co60p xanob u A/01.8 Cron pabounid. dopma C6op xano0,

adHaMHC3a

JmarnocTuka B
HeTITX
YCTaHOBJICHUS U
(nn) yToOuHeHHS
JIMarHo3a
BPOXKJICHHOTO
(nnn)
HACJICACTBEHHOTO
3a00seBaHuUs

Crynbs (15 Bpaya,
MaIHMeHTa U MecTa,
KyZia MO>KHO
MOJIOKUTH BEIIH
MaIeHTa)
pakoBUHA C
OJTHOPBIYAKHBIM
CMECHTEIIEM,
TUTAaHAJIBHBIN CTOJT
(nnsa kabuneta
neauaTpa)

3aKJII0YEHUS 11
CaMOCTOSITEILHOTO
3aII0JHEHUS
oOyJaromumcs.
Jluct Oymarm st
YEPHOBBIX
3anucen
0o0yuaromerocs.
Pyuka s
3armcei.

aHaMHe3a JKHU3HH,
aHaMHe3a O0JIe3HU y
nainuenTa ( ero
3aKOHHOTO
IpeCTaBUTENs),
aHaJIN3 MOJyYEHHON
uH(bopMauu

2.4. OueHka KayecTBa 0CBOCHHS NMPOrPaMMBI.
2.4.1. ®opma UTOTOBOI aTTECTAIIAH.
2.4.1.1. KoHTpOJab pe3yIbTaToB 00YUYEHUsI TPOBOIUTCS:
- B Bujie TK - nmo yue6HOMY Mozyito [IporpaMMel.
- B BUJIe uToroBoii arrecrauuu (MA).
OOyuaromuiicss gomnyckaercss kK MA mociae ocBoeHUsi pabouux MporpamMM y4eOHbBIX
MoayJie B 00BEMe, mpemycMoTpeHHOM y4eOHbIM TiaHoM (YII). dopma utoroBoi
aTTeCTalMi — 3a4€T, KOTOPbIA MPOBOAMUTCS MOCPEACTBOM: TECTOBOIO KOHTpoJs B AC
JITO unm cobecenoBanusi ¢ 00yYarOIIUMCS.

2.4.1.2. JInuuam, ycnemHo ocBouBimMM [Iporpammy u mpomenmum WA, Bblgaércs
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ydocmoeepeﬂue O nosevluieHuu K’661]ZM¢MKCZZ4MM YCMAaHOBJIEHHO20 06pa3ua

2.4.2. lllkana W MOPSAOK OLEHKU CTEMEHH OCBOCHHS OOyYarolUMHCS y4eOHOro

marepuaina [Iporpammel.
KPUTEPUU ONEHUBAHMUSA OTBETA

HA TEOPETHUYECKHMI BOITPOC

Jdeckpunropbi
yMeHue 00bSICHATH JIOTHYHOCTDb U
Ormerka . CYIHOCTDH SIBJICHHIA, 0CJIe10BATE/ILH
NMPOYHOCTH 3HAHMIA
NPOLIECCOB, 1eJ1aTh 0CTh OTBETa
BBIBO/IbI
OTJIUNYHO MPOYHOCTH 3HAHUH, 3HAHHE BBICOKO€ YMEHHE OOBSACHATH BBICOKas
OCHOBHBIX IIPOLIECCOB CYILIHOCTb, SIBJICHUH, JIOTUYHOCTH U
M3y4aeMou mpeaMeTHON IPOILIECCOB, COOBITHIA, MOCIe0BATEIbHO
o0yacTu, OTBET OTJINYAETCA JIeNIaTh BBIBOJIBI U CTh OTBETA
[IIyOMHOM U MOJHOTOU 000011IeHH, 1aBaTh
PACKpPBITHS TEMBI; BIIaJICHUEM apryMEHTHPOBAHHEIC
TEPMHUHOJIOTUYECKIM OTBETHI, IPUBOIUTH
anmapaTroMm; JJOTHIHOCTHIO U IPUMEPBI
MOCIIE0BATEIHbHOCTHIO OTBETA
XOPOHIO MIPOYHBIEC 3HAHUS OCHOBHBIX YMCHHE O0BSCHATH JIOTUYHOCTH H
MPOLIECCOB U3y4YaeMOu CYIIIHOCTb, SIBIICHUH, MOCIeI0BATEIHHO
MPEeIMETHOM 00JIaCTH, MPOIIECCOB, COOBITUH, CTBh OTBETA
OTIIMYaeTCs TITyOUHOMN U JIeJIaTh BBIBOJIBI U
IIOJIHOTOM PACKPBITUS TEMBI; 0000111eHus, 1aBaTh
BJIa/ICHUE TEPMUHOJIOTHYECKUM apryMEHTHPOBAHHBIE
anmnapaToMm; cBOOOIHOE OTBETHI, IPUBO/IUTH
BJIa/ICHHE MOHOJIOTHUECKOI MPUMEPBI; OHAKO
peublo, OAHAKO JIOMYCKAeTCsl JIOTTYCKaeTCs OJIHA - JIBE
OJIHA - IBE HETOYHOCTHU B OTBETE HETOYHOCTHU B OTBETE
YAOBJETBOP | YJIOBJIETBOPUTEIbHBIE 3HAHUS YAOBJIETBOPUTEIILHOE YAOBJIETBOPUTEID
UTEJBHO IPOIIECCOB U3ydaeMon yMEHHE aBaTh Hasl JIOTMYHOCTh U
MPEIMETHOM 00acTH, OTBET, apryMEeHTHUPOBAHHBIE MOCJIE0BATENbHO
OTIMYAIOIIUNCSA HEAOCTATOYHOU OTBETHI ¥ PUBOAUTH CTh OTBETA
[IIyOMHOM U MOJHOTOU [IPUMEDBI;
PaCKpPBITUS TEMbI; 3HAHUEM YAOBIETBOPUTEIHHO
OCHOBHBIX BOIIPOCOB TEOPHUHU. c(hOpMHUPOBAHHBIC HABBIKH
JlommyckaeTcsi HECKOJIbKO aHalM3a SBIICHUH,
OIIMOOK B COIEpKAHUM OTBETA IIPOLIECCOB.
JlommyckaeTrcsi HECKOJIBKO
OIIMOOK B COAEpKAHUU
OTBETa
HEYJIOBJIETBO cnaboe 3HaHHE U3yyaeMon HEyMEHUE JaBaTh OTCYTCTBHE
PUTENBHO peIMEeTHOM 001IacTH, apryMEHTHPOBAaHHBIC JIOTUYHOCTH U
Hersry0oKoe pacKphITHE TEMBL; OTBETHI MIOCJIEZIOBATEIHHO
ciaboe 3HaHHE OCHOBHBIX CTH OTBETa
BOIIPOCOB TE€OPUH, clladble
HABBIKU aHAllM3a SBIICHUH,
npoueccoB. [Jomyckarorcs
Cepbe3HbIE OLTNOKU B
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COIEP)KAHUU OTBETA ‘

KPUTEPUU OLUEHUBAHUSA OTBETA

HA TECTOBBIE BOITPOCBHI
IIpoineHT NpaBUJILHBIX OTBETOB OtmeTka
91-100 OTIIMYHO
81-90 XOPOIIO
71-80 yJIOBJICTBOPUTEIILHO
Menee 71 HEYJIOBJICTBOPUTEIIHHO

2.5. OneHoO4YHbIC MATEPHAJIBI.
OueHoYHbIE MaTepualbl NPEICTABIEHBI B BUJIE BOIIPOCOB, TECTOB HA AJIEKTPOHHOM
HOCHUTEIE, BIISIOIUMCS HEOThbeMIIEMOI YacThio [Iporpammel.

3. OPTAHUBAIIMOHHO-IIEJAT'OI'MYECKHUE YCJIOBUSA PEA/IN3ALIIUAN

NPOI'PAMMBI

3.1. MarepuajJbHO-TEXHUYECKHUE YCJIOBHS.
3.1.1. IlepeueHp momelleHU YHUBEPCUTETA W/WIA MEAUIIMHCKOW OpraHu3alui,

MPEAOCTABIECHHBIX  CTPYKTYpPHOMY  TOJApAa3JeNEHUuI0 Ui  00pa3oBaTesIbHON
JESATEIbHOCTHU:
NeNe HaumenoBanue BY3A, yupe:xxnenus Jdraxk, kKaduHeT

3IPAaBOOXPAHEHU s, KIMHUYECKOI 0a3bl WJIN
ap.), aapec

1 I'BY PO « OHIKB» 344015, PocroBckas | KOHCYJIbTaTUBHO-
00/1aCTh, T. PoctoB-Ha-/lony, 339-1i | guarHocTuyecKas
CrpenkoBoii nuBu3uu 14 MOJIMKJIMHUKA,3 ITaXK:

kabunets! 317, 318, 320

2 OI'bOY BO PoctI'MY MunznpaBa Poccuu |5 stax, 1, 2 ydeOHas
344022, PocrtoBckas obOmacth, T. PocToB-Ha- | KOMHaTa
Hony, mnep. HaxwueBanckuii, 38 JleueOHO-
nuarHoctuueckuit  kopmyc (JIutep: b-A), 5
aTax) JrabopaTopusi MEIUIIMHCKON TEHETHUKH,
yueOHast komHaTa Nel, 2

3 OI'bOY BO PoctI’MY MunznpaBa Poccun | 2 stax, yueOHash KOMHaTa
344022, PocroBckas obOmacth, T. PocroB-Ha- | kadheapsl
Hony, mnep. HaxuueBanckuii, 38, 3maHue
MMUIIE0JIOKa

4 OOO»Hanexman»(MILl  lou3apaB), 344022, | 1atax, kabunet 13.14
PocroBckas oGrnacte, T. PoctoB-Ha-/{ony, mep.

YHuBepcuterckuh, 115
) OOO» Oranon 3a0poBbs» ( MI] Oranon | 1 ataxk, kabuner 4

3nopoBbsi)PocToBckast obaacth, T. PocroB-Ha-
Hony,yn. KpacHoapmeiickas 220-a
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3.1.2. Ilepedenp UCIIOIB3YyEMOTO sl peanu3auu [[porpaMmMbl MEAUIIMHCKOTO
000pyI0BaHUs U TEXHUKHU:

NeNe HanmeHoBaHHe MeIUIUHCKOTO 000PY/I0BAHNS, TEXHUKH, ANINAPATYPbI, TEXHHYECKHX
cpeacTB 00y4eHHs U T.J.

L TEPMOMETP

2, MEIMIIMHCKHE BECHI

3 POCTOMED

4 IICJIEHATBHBINA CTOJ

5

CAHTUMCTPOBBEIC JICHTEI

3.2. YueOHO-MeTOAN4YeCKOe U HH(POPMALIUOHHOE 00ecriedeHue.

3.2.1. JIuteparypa

NeNe

ABTOp, Ha3BaHHE, MECTO H3IaHUS, U31aTeJILCTBO, IO/l H3IaAHUS YUeOHOI 1 Y4eOHOo-
METOIMYECKOii JINTEPATYPHI, KOJI CTP..

OcHoBHas IMTEeparypa

MennuuHCKasi TeHETUKA: HAIMOHAIBHOE PYKOBOJICTBO: TIOJ. PE.
E.K.I'matepa, B.ILITy3sipeBa, C.U. KymieBa.-M.: [DOTAP -Menaua, 2024.-
896 c.

HacneacrBennsie 00sie3HU: HallMOHATBHOE PYK-BO: / ox pex. H.IT.
boukoga, E.K. ['untepa, B.I1. I1y3sipeBa.- M.: I'90TAP-Menua, 2012. -
936 c.- TekcT:3JIeKTPOHHBIH

Hrroccbaym P.JI. Menunnnckas reaeruka: yae6. mocooue / P.JI. HeroccOaym,
P.P. Mak-Nunec, X.® Bumnapg;, nep. ¢ anra. nox pea. H.I1. boukosa .-
Mocksa: 'DOTAP-Menna, 2010.- 642 c. - Joctyn n3 ObC «KoHcynpTaHT
Bpava»

JlononHUTENbHAS IUTEPATYpa

['eneTnyeckuii macnopt - OCHOBA MHIUBUYATbHOW U NPEAUKTUBHOM
meauiuabl/ moxa pea. B.C. bapanosa. — CI16: M3za-o H-JI, 2009. - 528 c.

KnnHnueckas reHeTuka: yueOHUK 7151 By30B: JUIsl CTYAEHTOB, UHTEPHOB,
OpAMHATOPOB, acIUPaHTOB U npenojasatenei/ B.H. 'opOynosa, /J[.JI.
Crpexkanos, E.H. Cycnuusia [u ap.]- Cankt-IletepOyprllo:
POJIMAHT,2015-398 c.

Hacnencreennsie 6one3nn / mon pen. E.K.I'uatepa, B.I1. ITy3bipeBa-Mockaa:
I'DOTAP-Menua, 2017. -464 c.- Joctyn u3 9bC «KoHCYJIbTaHT Bpaday.

3.2.2. udopmaiioHHO-KOMMYHUKaLMOHHBIE PECYPCHI.

3JIEKTOPOHHBIE | Joctyn
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OBPA30OBATEJBLHBIE PECYPCHI K pecypcy

1.| DuekTpoHHAast OndIMoTEKA PoctI’'MY. — URL: Hoctyn
http://109.195.230.156:9080/0paca/ HEOTrpaHUYCH

2.| Koncyabtant crygenra : ObC. — Mocksa : OO0 «MITY3». - JHoctyn
URL.: http://www.studmedlib.ru HEOrpPaHUYCH

3.| KoncyabTanT Bpaya. DJICKTpOHHAs MEIUITMHCKass OUOIMoTeKa Hoctyn
OBC. — MockBa : OOO TI'K «I20TAP». - URL:| Heorpanuuen

http://www.rosmedlib.ru

4.| Hayuynas sjexTponHas OuOimorexka eLIBRARY. - URL:| OtkpsiTbiil

http://elibrary.ru JOCTYTI
S. Hoctyn ¢
HaunonanbHass  JjexkTpoHHas  OubOaumorexka. - URL: | kommbroTepoB
http://H36.pd/ OMONMMOTEKH
6.| lpyrue OTKPBITBIE PECYpPChl BbI MOKETE HAWTH IO aJpecy:
http://rostgmu.ru — bubnrorexa— DIEKTPOHHBIH
KaTanor—OTKpHIThIC pecypcebl WHTEPHET—ajee 1o

KITIOYEBOMY CJIOBY...

3.2.3. ABromatuzupoBanHas cuctema (AC JII10).

OOyuJaromuecs, B TCUEHHE BCETO Meproaa 00ydIeHHsI, 00€CIIEUNBAIOTCS JOCTYIIOM K
aBTOMATU3MPOBAHHON CHCTEME JOIMOJHHUTEILHOTO MPO(EeCCHOHATEHOTO 00pa30BaHMS
(AC IIIO) sdo.rostgmu.ru.

OCHOBHBIMH JUCTAaHITMOHHBIMH OOpa30BaTEIbHBIMU TEXHOJOTHUAMH [IporpamMmbr
SIBJISIFOTCST MHTEPHET-TEXHOJIOTHH C METOJIUKOW CHHXPOHHOTO W/WJIM aCHHXPOHHOTO
JTUCTAHIIMOHHOTO OO0ydeHus. MeToauka CHHXPOHHOTO JIMCTAHIIMOHHOTO OOYyYEeHUS
npeaycMaTpuBaeT on-line oOmieHne, KOTOpoe peanus3yercs B BUJe BeOWHapa, OHJIAMH-
yaTa, BUPTyaJIbHBIA KJacc. ACHHXpPOHHOE oOydeHue mnpeactaBisieT coboit offline
MPOCMOTP 3alMCEeN ayJIUOJICKIIMKA, MYJIBTUMEIUWHOTO M II€4aTHOrO MaTepuaa.
Kaxnprii crnymarens mosiydaeT JOCTYN K Y4eOHBIM MaTepualiaM TMopTajia M K
AIIEKTPOHHON WH(OPMAIITMOHHO-00pa30BaTENbHOM Cpeie.

AC JIIO obecrnieunBaer:

- BO3MOKHOCTh BX0J1a 00ydYaromerocs u3 J000i TOYKH, B KOTOPOH UMEETCS JOCTYI K
MH(}OPMAIIMOHHO-TEJIEKOMMYHUKALIMOHHOMN ceTH « UHTepHeT;

- OJTHOBPEMEHHBIN JOCTYI HE MeHee 25 mpoleHToB oOyyvatoniuxcs mno [Iporpamme;

- JIOCTYN K ydyeOHOMY cojepkanuto [IporpamMmbl ¥ 3J€KTPOHHBIM 00pa3oBaTEIbHBIM
pecypcaM B COOTBETCTBUU ¢ POpMOiIl 00ydeHHs! (BOIPOCHI KOHTPOJISI HCXOAHOTO YPOBHS
3HaHUM, BOIIPOCHI JUIi CAaMOKOHTPOJS IO KaXIOMY pasleily, TECTOBBIC 3aJaHus,
WHTEPHET-CCBIIIKYA, HOPMAaTHBHBIE JJOKYMEHTBHI);

- (hukcanmio xoa 00pa3z0BaTENILHOTO MPOIIECCa U UTOTOBOM aTTeCTalui.
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3.3. KaapoBble yciaoBus.

Peanuzanms [IporpamMMmbl oOecrieunBaeTCsl HayYHO-TIEATOTHICCKAMHA PaOOTHUKAMHU
Kadeapbl TEeMaTOJOTUU U TpaHC(HY3HOIoTHH ( C KypcoOM KIMHMYECKOU JTaOOpaTOpHOMN
JTUATHOCTUKHM, TEHETUKH U JabopaTOpHOW TEeHETHKH) (aKynbTeTa  MOBBIMICHUS
KBaTHpUKanuu M TpodeccruoHansHoil mepenoaroToBku crnernuaniuctop ®I'bOY BO
PoctI’'MY Munsapasa Poccun.

Jlonss ~ HAydYHO-TIEJATOTMYECKUX  pabOTHUKOB,  HMEIONMX  0Opa3oBaHUE,
COOTBETCTBYIOIIEE TPOPUIIO MPENOJaBaeMON TUCIUIUIMHBI, MOMIYJsI, WMEIOIINX
cepTu(UKaT CHEeNHaINCTa 10 CIEeNUATbHOCTH «TeHETHKa», B OOIIEeM 4YHCIie HaydHO-
MeIarorndeckux paboTHUKOB, peanm3ytonux [Iporpammy, coctaBiseT 100% .

Jlonsi Hay4HO-TIENAarorudeckux paObOTHUKOB, HWMEIOIINX YYEHYIO CTENEHb W/UIH
y4€HOE 3BaHuE, B OOIIEM YHUCJIE HAYyYHO-TIEAArOrMueCKuX pabOTHUKOB, PEAIU3YIOIINX
[Iporpammy, coctaBmser 100%

Honst pabOTHUKOB W3 4YHCIAa PYKOBOJAUTENIEW U PaOOTHUKOB OpraHu3allu,
AESTEIbHOCTh KOTOPBIX CBsi3aHAa C HAMNpPaBIEHHOCTHIO peanusyemoin [IporpaMmer
(uMerommx cTtaxk paboThl B AaHHON mpodeccroHanbHOM 00JlacTH HE MEHee 3 JIEeT), B
o0meM grciie paboTHUKOB, peanu3ytonux [Iporpammy, cocraBmser 100%

IIpogeccopcko-npenogaBaTe/ibCKMH COCTAB MPOrPaMMbI

Yuenast Mecto
Ne damuina, UM, CTeneHb, padoThI
JloxHOCTH
n/n 0T4YeCTBO, yueHoe (ocHoBHOE/
3BaHHE COBMeEIIleHHE)
1 Awmenuna C.C. JI.M.H. IIpodeccop dI'bOY BO
Kageapol PoctT’MY
reMaToJIOTHUH U MuH3apaBa
TpaHCHy3UOIOTHH Poccun
C Kypcamu (ocHOBHOE)
KJIMHUYECKOH
1abopaTopHO
JIMarHOCTHUKH,
TEHETUKH U
n1abopaTopHOI
TEHETUKH)
2 Herrepesa E.B. K.M.H. HoneHT kadeaps OI'bOY BO
reMaToJIOTUU U PoctI’MY
TpaHcdys3uonorun | MuH3npaBa
¢ Kypcamu Poccun
KJIIMHUYECKOM (oCHOBHOE)
nabopaTopHOI
JIMarHOCTHKH,
TEHETUKH U
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nabopaTopHOI
TE€HETHKH)

Mopnanos C.B.

AcCCHUCTEHT
kadenpsl
reMaTOJIOTUH U
TpaHChy3UOIOTHH
C Kypcamu
KJIMHUYECKOU
1abopaTopHOI
JTIMAarHOCTHUKH,
TE€HETUKU U
1abopaTopHOI
TC€HETHKH)

dI'bOY BO
PoctIMY
Mun3npasa
Poccun
(coBMelIIeHHE)

[Tonomapéra T.H.

K.M.H.

AccucTeHT
Kadeapsl
reMaToJIOTHH U
TpaHCPy3UOJIOTUU
(c kypcamu
KJIMHUYECKON
nabopaTtopHoOu
JTUATHOCTUKH,
TeHETUKH U
nabopaTtopHoOu
TE€HETHKH)

®I'bOY BO
PoctI'MY
Mun3apaBa
Poccun
(ocHOBHOE)
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[Tpunoxenne Nel

®OH/I OHIEHOYHbBIX CPEJICTB
1. Odopmiienue TecToOB (POHIA TECTOBBHIX 3aaHUIA.
K JTOTIOJTHUTEIHHOU MPOPECCHOHAIBHON TpOrpaMme
NOBBIIICHUS KBaTUuKauu Bpauei « CHHIPOMBI C HApyLIEHUEM YHCIIa ayTOCOM,
MOJIOBBIX XPOMOCOM, MUKPO/IEJICHMOHHBIE 1 MUKPOAYIIJIMKAIIMOHHBIE CUHIAPOMBD)
CO CPOKOM OCBOEHHUSI 36 aKaJleMUYECKUX YaCOB M0 CHEUaIbHOCTU «I eHeTuKa».

Kadenpa

reMaToJIOTUH U TPaHC(PY3UO0I0TUH (C KypCcoM
KIIMHUYECKOW Ta00paTOPHON AUArHOCTUKH,
TCHETHKHU 1 1a00pPaTOPHOUN T€HETHUKH )

@dakynbTeT

MOBBINICHUS KBATM(PUKAIIMK U TTPOPECCHOHATILHON
nepenoarotoBku cnenuanicto ®I'bOY BO
PoctI MY Munsnpasa Poccun.

Anpec (6a3a)

I'bBY PO « OJKbBb» 344015, PocTtoBckas 001acTh,
r. PoctoB-na-/lony, 339-i1 CtpenkoBout nuBusuu 14

OI'bOY BO PoctI'MY MunsznpaBa Poccun
344022, PoctoBckasi obsacth, r. PoctoB-Ha-/{ony,
nep. HaxuueBanckuid, 38, 37anue mnuinedI0ka

OOO»Hagnexnan(ML] Jon3npaB), 344022,
PocroBckast oGnacts, r. PocrtoB-na-llony, mep.
YuuBepcuterckuid, 115

OOO» Dranon 3g0poBbsi» ( MI[ Dtanon
3nopoBbsi)PocToBckast obnacth, . PocTtoB-Ha-
Hony,yn. Kpacnoapmetickas 220-a

OI'bOY BO PoctI'MY MunsznpaBa Poccun
344022, PoctoBckasi obsacts, r. PocTtoB-Ha-/{ony,
nep. HaxuueBaHCKuUi, 38 JleuebHo-
nuarHoctuyeckuii kopmnyc (Jlurep: b-A), 5 srax)
JabopaTopuss MEAMIIMHCKOM TEHETUKH, YyueOHas
komHara Nel, 2

4 3aB.xadenpoii

[ITaToxun FOpuit BacuibeBnu

5 OTBETCTBEHHBIHN
COCTaBUTEJb

Awmenuna Cernana CepreeBHa

6 E-mail

samelina60@mail.ru

7 Mo6. Tenedon

+7(988)994-43-95

Kaounet Ne

OI'bOY BO PoctI'MY MunsznpaBa Poccun
344022, PocroBckas o6macte, Tr. PocrtoB-Ha-
Honymep. HaxuueBanckuid, 38, 31aHUE
nuie0s0Ka, 2 3TaK, ydeOHas KOMHaTa
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I'bY PO « OIKby» 344015, PocroBckast 00J1aCTh,
r. PocroB-na-/lony, 339-ii CrpenkoBoil IuBHU3UU
14, 3 srax , kabunet 320

VuyeOHas
9 I'eneTuka
JTHUCHMUILIMHA
10 YueOubiit npeamet |['eneruka
11 V4eOHbIi rox 2024
COCTaBJIEHUS
12 CrnenuanbHOCTb I'enernka
13 ®dopma oOydeHus [o4HOE
CHHIPOMBI C HAPYIIEHUEM YHCIIa ayTOCOM,
14 Monynb MOJIOBBIX XPOMOCOM, MUKPOAEIECIUOHHBIE U
MHKPOIYIIIUKAIMOHHBIC CHHIPOMBI
15 Tema -
16 ITonTema -
17 KommuectBo 95
BOIIPOCOB
18 Tun Bompoca single
19 Hctounuk i
Cnucok TecTOBBIX 3aJaHUH
1 1
YaBoeHMe YacTn reHeTUYeCcKoro
MaTepuana Ha XPOMOCOME - 3TO
Jeneuus
TpaHciokanus
WNuBepcus
Jyrummkanust
1 2
Cunapom [layHa- 3TO TpUCOMHS IO
mape ayTocoM
21
13
18
8
1 3

DEHOTUITNYECKUE TTPU3HAKU CUHAPOMA
JlayHa BKJIFOYAIOT:

YMCTBCHHA OTCTAJIOCTD,

20




BBICTYTAIOITNH JI0O, MACCHUBHBIN
oA00POAOK, MAKPOOPXHU3M, OOJIBIIIKE
OTTONBIPEHHBIC YVIITH

YMCTBCHHAA OTCTAJIOCTb, MBIIICYHAS
THIIOTOHMS, IIJIOCKOC JIMIO,
MOHFOHOHHHLIﬁ pa3pe3 1Jj1a3

MUKpoItedamus, moIuIaKTUIIHS,
paciienuHa ryObl U HeOa

KIIMHOJIAKTHJIHS, SITUKAHT, CHHO(PU3,
ombaronene

DEHOTUNTMYECKNE IPU3HAKA CUHIPOMA
[TaTay BKJIFOYAIOT:

MuKpotiedanus, pacuieanHa ryobl U
He0a, SKTPOJAKTHIINS, IIMKIIOTHS

MUKpO(TaTbMUs, paciieanHa ryobl u
Heba, MUKpoledatus, TOJIHIaAKTHIUS

MOHTOJIOUJHBIN pa3pes rias,
(bekcopHOEe MOJI0KEHUE KUCTEH,
nedopmarnus gepena, mopoku JKKT

KIIMHOAAKTHJINS, SIIUKAHT, CHHO(PpHU3,
ombasonesne

DeHOTUTNINYECKUE TPU3HAKYA CUHIPOMA.
DBapca BKIOYAIOT:

MUKpo1edamus, akpOMUKPHS,
pacniesinHa ryobl 1 Heba cuHohpu3

MUKpPO(DTaTbMUS, TPhhKA ITYTIOYHOTO
KaHATHUKA, YK30(TaIbM, TTOJIUIAKTUIINS

MpeHaTalbHas TUIOIUIAa3us, CTOMA-
KauaJka, (pJIEKCOPHOE MOJIOKEHUE
nanbleB pyK, Jonxouedanus, IopoKu
KKT

KJIIMHOJIAKTUJINS, STIUKAHT, CHHO(PHU3,
omarornesne

Cunapowm Ilartay- 310 TprCOMUS 11O
11ape ayTocoM

21

13

21




18

Cunzipom DaBapca- 3T0 TPUCOMUS 11O
nape ayTocoMm

21

13

18

8

DOEeHOTUITNYECKHUE TTPUZHAKU:
IpEeHaTAJIbHAs TUIIOIUIA3Us, CTOMa-
KavaJika, (pJIEKCOpHOE MOJI0KEHHE
MaJblEB PyK, Hoauxoledanus, TOPOKU
JKK'T BcTpeuaroTcst mpu CHHAPOME

c. [llepemeBckoro- TepHepa

c. Knsitndensrepa

c. DnBapca

c. AHrenpmMaHa

DEeHOTUNIMYECKUE PU3HAK:
MUKpO(TaIbMUS, paciieuHa TyObl U
Heba, MUKpotedatus, MOTUTAKTHITISL
BCTPEYACTCS IPH CHHIPOME

c. lllepemeBckoro- TepHepa

c. Knsitndensrepa

c. [laray

c. AHrenpMana

10

deHoTMNNYECKUE NPU3HAKN:
YMCTBEHHanA OTCTaN0CTb, MbllLEYHan
rMNOTOHMA, NIOCKOE NNLLO,
MOHTIO/I0MAHbIN paspes rnas
BCTPEYatoTCca Npu cUHApPOMeE

c. lllepemeBckoro- TepHepa

c. Knsitndensrepa

c. [layna

c. AHrenpMaHa

22




11

K aHeynnomnamsam oTHoOCATCA:

TPUCOMHHU 1 MOHOCOMHUH

TPUILION WU U TCTPAILJIOMANH

TPUCOMHH U TPUILNIOWINHN

MOHOCOMMH U TPHUILIIOMOWH

12

MoHocomua — 370:

M30BITOK OHOM KakOi-I100
XPOMOCOMEBI B KAPHUOTHIIC

OTCYTCTBUE Mapbl TOMOJIOTUYHBIX
XPOMOCOM

3TO U30BITOK ABYX WM OoJiee
XpOMOCOM

HCXBATKa OHHOﬁ XPOMOCOMEI

13

Tpucommna — ato:

U30BITOK OHOU KaKOM-JINOO
XPOMOCOMBI B KAPHUOTHIIE

OTCYTCTBHE apbl TOMOJIOTUYHBIX
XpPOMOCOM

9TO U30BITOK ABYX WUJIH OoJjee
XpOMOCOM

HEXBATKA OAHOW XPOMOCOMBI

14

Monucomua — aTo:

U30BITOK OTHOU KaKOH-T100
XPOMOCOMBI B KAPUOTHUIIE

OTCYTCTBHE Mapbl TOMOJIOTUYHBIX
XpOMOCOM

3TO U30BITOK ABYX WM OoJiee
XpOMOCOM

HEXBATKa OJHOM XPOMOCOMBI

15

AHOMaAIMMN XPOMOCOM MOTYT ObITb:

YUCJIOBBIE U CTPYKTYPHBIE

YU CJIOBBIC U ITO3NITMOHHBIC

CTPYKTYPHBIE€ U TTO3UIIMOHHBIE

23




YHUCJIOBBIE, CTPYKTYPHBIE U
ITO3UIMOHHBIE

16

CTPYKTypHble aHOMaIMN XPOMOCOM
MoryT 6bITb:

cOaTaHCUPOBAHHBIMU

HecOaTaHCHPOBAHHBIMU

C63J13HCI/IpOBaHHBIMI/I H COYCTAaHHBIMU

C6aJ'IaHCI/IpOBaHHI>IMI/I u
HCC6aJIaHCI/IpOBaHHBIMI/I

17

K c6anaHcMpoBaHHbIM XPOMOCOMHbIM
aHOMa/IMAM OTHOCUTCS:

Jlenenus

Jyrummkanust

Pemmikarms

TpaHcaokanus

18

deneuua - aTo:

MIEPEHOC y4aCTKa XPOMOCOMBI Ha
HETOMOJIOTUYHYIO XPOMOCOMY

MOTEPsI YYACTKA XPOMOCOMBI

YABOEHHUE YYACTKa XPOMOCOMBI

YTPOECHHUE YUaCTKa XPOMOCOMBI

19

Adynnukayma — sTo:

MEPEHOC y4acTKa XpOMOCOMBI Ha
HETOMOJIOTUYHYIO XPOMOCOMY

MOTEPS. y4aCTKa XPOMOCOMBI

YJBOCHUE YYACTKa XPOMOCOMBI

YTPOCHHUE YYACTKa XPOMOCOMBI

20

TpaHCIIOI'(aLI,MFI - 9TO:

IepeMENIEHUE T€HETUYECKOTO
Marepualia OJHON XpOMOCOMBI Ha

APYT'YIO

YABOCHHUE KAaKOTO-THOO JIOKyca
XPOMOCOMBI

24




MOTEPS Y4aCTKa XPOMOCOMBI

YTPOCHHUE YYACTKAa XPOMOCOMBI

21

deHOoTUNUYECKNE NPU3HAKM CUHAPOMA
Mwunnepa-[lukkepa BK/IHOHAIOT:

YMCTBEHHAsI OTCTaJI0CTh, OTCYTCTBHE
peYH, aTaKCHsl, IPUCTYIIBI
OCCIPUYMHHOTO CMeXa

IpyUIEBUIHBIN HOC, TUIIEPILIa3Us
HUKHEHN Y4eNt0CTH, MHOKECTBEHHBIC
XPSILIEBbIE IK30CTO3bl, KOHUYECKUE
AU dU3bI, 3a/IepKKa ICUXOPEUEBOTO
pa3BUTHSI, YMCTBEHHAsI OTCTAJIOCTh

nuccaHiedanus, fucMopus JIUIEBOTO
yeperna, MuKpolehanms

OKMPCHUC, MBIIIICYHAs T'MIIOTOHMA,
THUIIOroHaau3M, MaJICHbKHEC KHUCTHU U
CTOIIBbI

22

deHoTUNNYECKME NPU3HAKM CUHAPOMA
AHrenbmaHa BKJ/1HOYAIOT:

YMCTBEHHAsI OTCTaJI0CTh, OTCYTCTBHE
peur, HapyIICHUE MTOXOIKH, TTPUCTYIIBI
OCCIIPUYMHHOTO CMeXa, ITUPOKUH POT,
PEIKO PaCIOIOKECHHBIC 3yObl

IPyLIEBUIHBIN HOC, THIIEPILIA3Us
HIKHEW YEIIFOCTH, MHOXKECTBEHHBIE
XPALIEBBIE DK30CTO3bl, KOHUYECKUE
AU (U3, 3a1epHKKa ICUXOPEUEBOTO
Pa3BUTHsI, YMCTBEHHAsI OTCTAJIOCTh

nuccaHiedanus, 0coOCHHOE JIUIIO,
YMCTBEHHAsI OTCTaJIO0CTh

OKMPCHUC, MBIIIICYHAs TMIIOTOHMA,
THIIOroHaaun3mM, MaJICHbKHC KHUCTHU U
CTOIIBI

23

deHOTUNUYECKNE NPU3HAKU CUHAPOMA
MNpagepa-Bunnu BrkaoyatoT:

YMCTBEHHAs1 OTCTAJIOCTh, OTCYTCTBUE
peUH, aTakCusi, IPUCTYIIbI

25




OCCIPUYMHHOTO CMeXa

IpyLIEBUIHBIA HOC, TUIIEPILIA3Us
HIDKHEHN YeIIFOCTH, MHOYKECTBEHHbIE
XPSILIEBBIE DK30CTO3bl, KOHUYECKUE
s uU3bI, 3a/1epKKa IICUXOPEUEBOTO
pa3BUTHs, YMCTBEHHAs! OTCTAIOCTh

nuccaHiedanus, 0coOCHHOE JIUIIO,
YMCTBEHHAsI OTCTAJIOCTh

OXKXHUPCHUC, MBIIIICYHAA THIIOTOHHA,
THIIOroHaau3M, MaJICHbKHC KHUCTHU U
CTOIIBI

24

deHoTMNNYECKUE NPU3HAKN:
YMCTBEHHanA OTCTaNI0CTb, OTCYTCTBUE
peuun, HapyLeHne NoXoaKKn, NPUCTYNbI
6ecnpMYMHHOIO CMexa, LUMPOKUIA POoT,
pPeaKo PacnoNOMKeHHbIe 3ybbl
BCTPEYatoTca Npu cMHApome

c. lllepemeBckoro- TepHepa

c. Kistitndenprepa

c. DnBapca

c. AHrenpmMana

25

deHoTUNMYECKME NPU3HAKMU:
nnccaHuedanma, aucmopdus
IMLLEBOrO Yepena, MuKpouedanms
BCTPEeYalTCcA Npu cMHApPOME

c. lllepemesckoro- TepHepa

c. Mmiepa-/lukkepa

c. DnBapca

c. AHrenpmMaHa

26

NHTepdasHbin FISH-aHanns He
No3BONAET:

OIIPCACIIATL HAPYIICHUC YHCJIa
OTACJIBbHBIX XpPOMOCOM

OIPCACIIATh TPAHCIOKAIIMN

ONpPEeEATh IPOUCXOXKICHUE
MapKEPHBIX XPOMOCOM C BOBJICUCHHEM

IIEHTPOMED

26




ONpPENEIATh AeJIeNHU (MUKPOIEIICIUN)
1 aMITM(UKAIIN Y4aCTKOB XPOMOCOM

27

FISH-aHanu3 ncnonb3yerca Ha
NPaKTUKe B HMXKenepeymncaeHHbIX
CNy4vanx, Kpome:

KaK MC€TOd UCCIICAOBaHUA B
npeHaTaanoﬁ JUArHOCTHUKC

AJIA OIIPCACIICHU S OMOJIOTHYECKOTO
pPoACTBA

B OHKOJIOTMH

B HpGHMHHaHTaHI/IOHHOﬁ JANAardHOCTHUKC

28

B cnyyae npoBeseHMs npeHaTanbHOM
AVNArHOCTUKM C NOMOLLLbHO
nHtepdasHoro FISH-aHanusa, gona
KNEeTOK, CBMAETENbCTBYIOLLAA O
CYLLECTBOBAHMMN aHOMANUIM Yncna
XPOMOCOM, MO KpalHen mepe, B
MO3an4yHoM popme

9%

%

10%

20% u Oonee

29

LiuToreHeTunKa - aT0:!

pas3aen reHeTUKU, U3YyYaroui
XPOMOCOMBI, UX CTPYKTYpY U
aHOMaJINH

METOJ U3YyUYEHHUS MANWLUISIPHBIX Y30POB
OaJbIEB U JaJOoHEHN

paznen OMOJIOTHH, U3YyJArOIIHI OCTTKHU,
X QYHKIIMW U B3aUMOJICUCTBUS B
YKUBBIX OpraHu3Max

METOJ '€CHCTUKHU OCHOBAHHBIN Ha
AHaJIM3€ POAOCIOBHBIX

30

KaKkol meToa, oKpalumBaHuUS
XPOMOCOM, UCNOIb3YIOLWMNIACA NPU

27




NpPoBeAEHUN LLUTOrEeHETUYECKOTO
nccnefoBaHUA, He NO3BOJIAET BbIABUTb
NX TMHENHYI0 HEOAHOPOAHOCTb UK
onpenenntb cneynduyeckue
XPOMOCOMHbIE CTPYKTYpbl:

G-okpalmBaHue

R-okpamuBanue

RV-meton

Q-okpanuBaHue

31

ns HUxenepeyncneHHoro, anAa
nposeaeHnNA LUTOreHeTn4eCcKoro
dHa/ZIn3a NCNOJ1b3YIOT.

JIEUKOIIUTEI

HEUTPODUIIBI

703UHO(PUIIBI

JTUMGOLUTHI

32

[na onpepeneHmsa onyxoneBoro
KapuoTtuna npu remobaacTosax yale
MCMNONb3YIOT:

¢bubpobIaCTHI

6a30bh bl

703UHOGUIIBI

KJICTKH KOCTHOI'O MO3ra

33

Mpu npoBeAeHNN LUTOFEHETUYECKOTO
nccnenoBaHuA npoueaypa (atan)
0bpaboTkm matepuana 0,56%
pactBopom KCl Ha3biBaeTcA

HaKOIIJICHHUEC WJIH BBIACIICHHUC
MHUTOTHYCCKHUX KJIICTOK

TUIOTOHUYECKas 00paboTKa

dbuKkcamms KIEeToOK

paciuiaCTbIBAHUC XPOMOCOM Ha
MPEAMCTHOM CTCKIJIC

34

[nsa npoBeAeHUs LUTOreHeTUYeCKom

28




ANArHOCTUKM NyTEM aHan3a
MmeTadasHbIX XPOMOCOM He
MCNONb3YIOT:

JTUMQOITUTEI

KJICTKY I1/TT CKEJIETHBIX MBIIIIT

KJICTKH KOCTHOI'O MO3ra

KJIETKH aMHHMOTHUYECKOM KHNIKOCTHU

35

B ocHOBe onpeaeneHns KapuoTuna
(KapUOTUNUPOBAHMUA) NNEXKUT:

MOMYJIAIIUOHHO-CTATUCTHIECKHE
HaOII0IEHUS

MATOT€HECTUUCCKUM aHaIN3

IMOJIMMCPA3HasA ICIIHAA pCaAKIIMA

OMOXMMHUYECKHUI aHaIN3

36

Mpu NnpoBeAEeHUN LUTOFEeHEeTUYECKOTO
nccnefoBaHuAa GuKcauma matepuana
OCYLLLeCTBASAETCA CMECHHO:

MeTtanosa u 70% yKCyCHOM KUCIIOTBI
(1:1)

METaHOJIa U JIEAIHON YKCYCHOU
kuciaotsl (1:3)

METaHOJIa U JIEAIHON YKCYCHOU
KHUCJIOTHI (3:1)

Metanosna u 70% yKCyCHON KUCIIOTBI
(3:1)

37

Kakolt meToa, oKkpalwmBaHmA
XPOMOCOM, UCMOb3YHOLWMICA Npn
npoBeAeHnn LMTOreHeTUYEeCKoro
nccnepoBaHuA, nogpasymeBaet
McNonb3oBaHMe GpAyopecULEHTHbIX
Kpacutenemu

G-okparuBaHue

R-okpaimuBanue

C-okpacka

Q-oKpairBaHue

38

29




OTmeTbTe HenpaBuabHOe
yTBepxaeHue. 1o nokanmsauunm
BblAeNAT cnegyrowme Tmnol C-
NO3UTUBHOIO XPOMaTUHaA:

LIEHTPOMEPHBIN, XapaKTEPHBIN IS
BCEX XPOMOCOM C HEOOJBIIUMHU
TETEPOXPOMATUHOBBIMU OJIOKAMU;

KpyMHbIE OJIOKH, pacrojararommecs B
MPULICHTPOMEPHBIX paliOHAX JITUHHBIX
ey xpomocom 1, 9, 16;

010K IreTCpoXpoOMATHHA HA ,ZIPICT&JIBHOfI
YaCTU IJIMHHOTO I1JICHA XPOMOCOMBI Y;

TepMUHAIbHBIC (KOHIEBBIE) PETHOHbI
J1€4 XPOMOCOM .

39

MpuY KyNbTUBUPOBAHUWN KNETOK Ha
nuTaTenbHOM cpeae
dutoremarrntiotuHuH (PrA, PHA)
MCMNO/b3yeTCs B KayecTee

MHUTOI'CHA

Oy(epHOro KOMIIOHEHTA

AHTUOMOTHKA

AHTUMHUKTOTHYCCKOI'O KOMIIOHCHTA

40

LnToreHeTunKa - aTo:

METOJ U3YyUYEHHUS MANWUISIPHBIX Y30POB
MaJblEB U JIaJOHEN

pas3Jiell TCHETUKH, N3YYarOlui
XPOMOCOMBI, UX CTPYKTYPY U
aHOMAaJIUH

pazjes OMOJIOTKH, U3YUarOIINi OeJKH,
X QYHKIIUU ¥ B3aMMO/ICHCTBHUS B
YKUBBIX OpraHu3Max

[lutoreneruka - 31o:

41

Kakon meTopa, oKpalmBaHma
XPOMOCOM, UCMOb3YHOLWMINCA Npn
NnpoBeAEeHUN LLUTOrEHETUYECKOTO
nccnenoBaHUsA, He No3BOJIAET BbIABUTb
NX TNHENHYI0 HEOAHOPOAHOCTb UK

30




onpeaennTb cneunpunyeckme
XPOMOCOMHbIE CTPYKTYPbI:

Q-okparuBaHue

RV-meton

C-okpacka

42

Y10 13 nepevymncieHHoro He OTHOCUTCA
K MOI'IeKynFIpHOlZ LUNTOreHETUKE!

FISH

GTG

mFISH

SKY

43

TaK Ha3biBaemble YHUKanbHble [HK-
30HAbl 3TO:

ToTanbpHas ¢pakuus reHomHoi JIHK

nocnenoBarenbHoctu JJHK,
KOMILUIEMEHTAPHBIC K LIEHTPOMEPHOMY
reTePOXPOMATHHY

(bnyopecueHTHLIe XUMHWYCCKHUC MCTKHU

KJIOHUPOBAHHBIE TIOCIIE0BATEIBHOCTH
JHK, ctporo cneuudpuunbie 1s
ONpEeJEICHHBIX PAliOHOB XPOMOCOM
uiu oTAeNbHBIX TeHOB (LSI)

44

KomnnemeHTapHOe B3anmogemncTemne
AHK-30HA08B € yyactkKamum [IHK
nccneayemoro matepmana,
OCyL,ecTB/IAemoe HenocpeaCcTBEHHO Ha
LUTONIOTMYECKUX NN TUCTONOTUYECKMX
npenapaTax aTo:

MapkupoBaHue («meueHue») JJHK-
30HIOB

amMIIMuUKaIus CUrHajia

peakuusi ruOpuan3anuu in situ

nenarypaus JJHK nva xpomocomHOM
npenapare

45

MeToa, NO3BONAIOLNI NPOBECTU

31




CKPUHWHT BCEFO KapuoTmna Ha
npeamMmeT YNCNOBbIX U
HecbaNaHCMPOBAHHbIX XPOMOCOMHbIX
NnepecTpoekK, He NoJy4asn Npu 3TOM
npenapaToB XPOMOCOM M3
aHanun3mpyembix 06pasLoB TKAHEN:

FISH

G-band

mFISH

CGH

46

CGH:

OIIpCaACIIACT C6EUIaHCI/Ip0BaHHI>IG
XPOMOCOMHBEIC a6eppauHH, MCTOI HC
IMpCaAHa3sHA4YCH IJIA IIONCKa
XPOMOCOMHOI'O ,an6ancha

«CKaHUPYET» BECh KAPUOTHUII HA
MPEIMET YHCIIOBBIX U
HecOaTaHCUPOBAHHBIX XPOMOCOMHBIX
nepecTpoek, 6€3 MpPSIMOro 0CMOTpa
XPOMOCOM aHAIU3UPYEMBIX 00pa3IoB

o0J1ajiaeT BRICOKOM pa3periaroniei
CIIOCOOHOCTBIO, ITO3BOIAIOIIEH
ONpeAEATh MOCIEA0BATEIHLHOCTD
HYKJICOTUJOB U TOUHYIO CTPYKTYPY
XPOMOCOMHOU MEPECTPONKHU

MIPEACTABIISIET COOOM MPSAMOM aHAIH3
MIPOUCXOXKICHUS] XPOMOCOMHBIX
MepeCTPOEK MyTEeM OJTHOBPEMEHHOTO
WCIIOJb30BaHUs B €IMHOM peaKIuu
rubpuan3anuu Heckoiabkux JJHK-
30H]10B, MEUCHHBIX Pa3HBIMU
daroopoxpoMaMu

47

TemnepaTtypa rubpunansauymmn JHK-
30HA0B npu nposeaeHnn FISH:

koMmHaTHas (~20°C)

90-95°C

70-75°C

37-42°C

32




48

MpoBeaeHne monekynapHo-
LMUTOreHeTUYeCcKoro nccnenoBaHmA
metogom FISH nokasaHo npwu
KapunoTtune

46, X, X (r)

45X0/46X mar+

45X0/46XX

[IpoBeneHne MONEKYIAPHO-
IIMTOTEHETUYECKOT'0 UCCIICIOBAaHUS
metosioM FISH nokazano npu
KapUOTHIIC

49

MoneKkynapHo-LUUTOreHeTU4YecKas
AANArHOCTUKa XPOMOCOMHbIX
MWUKpOAEeNeLmii BO3MOXKHa C
MCnonb3oBaHMEM MeToa

mFISH

HP-CGH

SKY

50

MeToa0oMm MONEKYNAPHO-
LMTOreHeTUYeCKoro Nccnea0BaHus,
OCHOBAHHbIM Ha NpUHLUNE
KOHKypeHTHOM rubpunansaunm AHK-
BUBJ/TMOTEK, saBnaeTca

CrnekTpalibHOE KapUOTHUIIUPOBAHUE
XpPOMOCOM

dnroopecueHTHas in situ
rUOpUIU3AIIHS

CpaBHuTEIbHAS TEHOMHAS
THOPHIN3ALIHS

Metonom MONEKyIsIpHO-
LIUTOT€HETUYECKOIO UCCIEAOBAHMA,
OCHOBAaHHBIM Ha IPUHLIUIIEC
KOHKYpeHTHOM rudpuauzaruu JJHK-
BUBJIMOTEK, sBnsercs

o1

Hanbonee apdpekTUBHbIM NOAXOA0M K

MOJIEKYNSAPHO-TEHETUYECKOM

33




ANarHoCTukKe HacneacTtBeHHbIX
onyxoneBblX CMHAOPOMOB ABNAETCA
aHanuns3

MYTaHI/Iﬁ B «T'OPAYUX» TOYKAX I'CHOB
HACJICACTBCHHBIX OITYXOJICBBIX
CUHJIPOMOB

Komuitnoctn yuactkos B JJTHK
XPOMOCOMHBIM MUKPOMAaTPUYHBIM
aHAJIU30M

['eHOB HaCIIEICTBEHHBIX OIMTyXOJIEBBIX
cuHAPOMOB MeTo1oM NGS

Hanbonee rhpexTuBHBIM TOAX0I0M K
MOJICKYJISIPHO-TE€HETHUECKOM
JMMArHOCTHUKE HACIEICTBEHHBIX
OTTYXOJICBBIX CHHAPOMOB SIBJISICTCS
aHaJIN3

52

[N MONIEKYNAPHO-LUUTOreHEeTUYECKOM
ANArHOCTUKU TEPMUHANBHbIX
MUKpOAENeLmii XpOMOCOM cneayet
MCMNO/b30BaTb

cyorenomepubie JIHK-30H151

Xpomocomo-cnerupruaeckue JJTHK-
OMOIMOTEKU

CnekTpanbHOE KapUOTUITHPOBAHUE
XpPOMOCOM

JI71s1 MOJIEKY IS PHO-IIUTOTEHETUUECKOM
JMAarHOCTUKHU TEPMHUHATBHBIX
MUKPOJETECHHI XPOMOCOM CHELYET
HCII0JIb30BATh

53

MoneKynspHo-LUTOreHeTu4eckasn
ANarHOCTMKa MUKPOAENELMOHHOrO
CMHAPOMA BO3MOXKHA C NOMOLLLbIO

CnexTpasbHOro KapUOTUIIMPOBAHUS

diyopeciieHTHOH in situ
ruopuan3anum ¢ JJHK-3081amu
cnenuUIHBIMH K IIEHTPOMEepaM
XpPOMOCOM

@iryopeciieHTHOH 1n situ
rubpuau3anmu ¢ yaukaababiMu JIHK-
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30HJaMHU

MonekynasipHO-IITUTOT€HETHYECKast
JIMAarHOCTUKA MUKPOEICIIUOHHOTO
CHUHAPOMA BO3MOYXHA C IOMOUIBIO
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K MONIEKYNIAPHO-LUMUTOreHEeTUYECKUM
MeTOAaM ANArHOCTUKU XPOMOCOMHbIX
bonesHen oTHOCAT

dyopeceHTHYO in situ
rudpuauzanmio (FISH)

MaccoBoe IMapaluICIIbHOC
CCKBCHHPOBAHHUC

[T1IP B pexuMe peasbHOr0 BpEMEHU

K MOJICKYJISIPHO-ITUTOTEHETUYECKUM
METOJaM TUaTHOCTHUKH XPOMOCOMHBIX
00JIe3HEN OTHOCAT
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B MOJIEKYNAPHO-LUUTOrEHETUYECKOM
nccnenoBaHUKU MHTepdepomeTp
NCMNOb3YeTCA C Lesbio

CIEKTPAIBHOTO KAPUOTUITUPOBAHUS
xpomocoM (SKY)

MHOTOIIBETHOTO OKpaIIUBaHUS
xpomocom (mFISH)

MHOTOUBETHOTO CETMEHTUPOBAHUS
xpoMocoM (mBAND)

B MOJICKYJIIPHO-IIUTOI€HETUYECKOM
HCCIIeIOBaHUM UHTEPHEPOMETP
HCIIOJIB3YETCS C LIEJIBIO
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2 KoHTpPOJIbHBIE BOMPOCHI /IJIs1 HTOTOBOM aTTeCTALUMN

1.

2.

9.

CunapoM wmukponeneuun 1p36 - STHONOTHS, KIMHUYECKAs KapTHHA,
JUTHOCTUKA

Cunnpom Bonbda-Xupuxopna (aeneuus B yyactke 4pl6) - stuonorus,
KJIIMHAYECKAasl KapTHHA, TUAarHOCTHUKA

Cunnmpom «kpuka komkm» («cri du chaty, menermust B ydactke Spl5.2) —
ATUOJIOTHSI, KIIMHUYECKAsi KapTHUHA, TUAarHOCTHKA.

Cungmpom Bunbsmca (neneuuss B ydactke 7ql1.23) — srtuonorus,
KJIIMHAYECKAasl KapTHHA, TUAarHOCTHUKA

Cunnpom AHrenbMaHa (eelys WIK YHUIIApEHTaIbHAas JUCOMHUS B y4aCTKe
15q11.2q13 maTepuHCKOro MPOMCXOXKIECHUS) — 3THOJOTHUS, KIMHHYECKas
KapTHHA, TUATHOCTHKA

Cunnpom Ilpanepa-Bumnmu (#eneuus wiau yHUIIapeHTajdbHAs JUCOMHS B
yuactke 15q11.2q13  OTIOBCKOTO NPOUCXOXKIEHUS) —  ITHOJOTHUA,
KJIIMHUYECKasi KApTUHA, AUarHOCTUKA

Cunnmpom Cmut-Makenuc (nmenerusi B ydactke 17pll.2) — stuonorus,
KJIIMHUYECKasi KApTUHA, AUarHOCTUKA

Cunnpom mukponenennu 22ql1.2 — 3THONIOTHSA, KIMHHAYECKAas KapTHHA,
JMarHOCTUKA

Cungpom mukpoaeneuun 22ql3.3 — sTHONOTUSA, KIMHUYECKAs KapTHHA,
JIMarHOCTHKa,

10. Aynukanmst 4p16.3 — 3THONOTHS, KIIMHAYECKask KapTHHA, JUArHOCTUKA

11. Aynnukanus 7p22.1 - 3THONOTUA, KIMHUYECKAsl KapTHHA, TUarHOCTUKA
12.CtpyKTypHasi OpraHu3aIis XpoMOCOM

13.OnHOpOIMTENBCKAST ~ JUCOMUS-  OMPENCIICHHE, DJTHOJIOTHS, IPUMEDHI,

KIIMHHUKAa

14.T'eHOMHBIY UMITPUHTHHT - OTIpEIeTICHUE, MPUMEPHI, dTHoNorHs. KinHuka
15.TToHsiTHE O TETEPOXPOMATHUHE U DYXPOMTHUHE

16.Tunsr xpomocomuoit JIHK

17.XpoMOCOMHBIE MyTaIluu

18.I'eHOMHBIE MyTaIAH

19.T111P-onpenenenue. Onucanne MaToaa
20.CexBeHUpOBaHHE-OIIPEICIICHNE, OMMCAHNE METOIa

21.FISH —onpenenenue, onucanue MeToaa

22.CGH- onpenenenue, onucaHue MeTo1a

23.Buzpl okpalmmBaHusi IpU UCIOJIb30BAHUH LIUTOT€HETUYECKOTO METO1a
24 1lentpomepocnienuduunble, XpoMocoMocnenuduuHble, TEHOMHbIE U

yHukanbabie JIHK 30H1B1-0nIpENETICHNE

25.Cunapom JlayHa- STHOJIOTHS, KIIMHUKA, TAarHOCTHKA
26.Cunapom Ilaray- sTnonorusi, KIMHUKA, JUATHOCTUKA
27.Cunnpom DnBapjica- STHOJIOTHS, KJIMHUKA, THArHOCTHKA
28.Cunapom Krsiindenbrepa- 3THONIOTHS, KIIMHUAKA, TAarHOCTUKA
29.Cunapom Teprepa- 3THONOTHS, KIMHUKA, TUATHOCTHKA
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