OEJIEPAJIBHOE I'OCYJAPCTBEHHOE BIO/UKETHOE OBPA30BATEJIBHOE
_YUYPEXJEHHME BbICIIEI'O OBPA3OBAHMS
«POCTOBCKHUU I'OCYJAPCTBEHHBIM MEJUHWHCKHNU YHUBEPCUTET»
MMUHHUCTEPCTBA 3IPABOOXPAHEHUA POCCUUCKOU OPEJEPALIUN

DAKYJIBTET ITIOBBIINEHUA KBAJIMOUKALINA
U IIPO®ECCUOHAJLHOM MEPENOJAIOTOBKA CIIELIUAJIUCTOB

I[MPUHATO YTBEPXJIEHO
Ha 3aCe/IaHUH YYECHOTO COBETa MIPUKA30M PEKTOpa
dI'BOY BO PoctIMY «14» 01 2021 r.
Munznpasa Poccun Ne 06

[Iporokomn Ne 1

NoANWHHKWE 3NEKTPOHHOID OOKYMEHTA, NoANucaHHoro
3N, xpanuTcA B OTOENne

AOKYMEHTaUWoHHOTo obecnedeHna

@redy BO PoctIMY Munzapaea Poccuu

«12» 01 2021 r.

Ceproguar: Deed554b99¢Obh0e06e4drE82ab202d 49
Baatenens ILani Cepreii Baammmposies
Meficrmmrenes: ¢ 07.11.2023 1o 30.01.2025

JOINOJIHUTEJIBHASA TPO®ECCUOHAJIBHAS ITPOI'PAMMA
IHOBBIIIEHUA KBAJIN®PUKALIUA

"Cunopombl ¢ HapyuweHuem Yucia aymocom, NoJ08bIX XPOMOCOM, MUK-
pooeneyuonHble U MUKPOOYHIUKAYUOHHbBLE CUHOPOMbL'

10 OCHOBHOM ClIenIuAJIbHOCTH: I'eneTnka

Tpynoemkoctb: 36 uaca
dopMa 0CBOCHUS: OUHAs

JlokyMeHT 0 kBajiM(pUKAUU. YAOCTOBEpPEHHE 0 MOBbIMICHUN KBAJIUPUKALMH

PocroB-Ha-/lony, 2021



JlonomauTenpHas mpodeccruoHaabHas TporpaMma TOBBIMIEHUS KBaTH(PUKAINNA
«CUHIIPOMBI C HapYIIEHUEM YHCJIa ayTOCOM, TMOJIOBBIX XPOMOCOM, MUKPOJIEICITHU-
OHHBIC ¥ MUKPOJYTUIMKAIIMOHHBIC CHHIPOMBI» 00CYXKJeHa U 0J00peHa Ha 3ace/ia-
HUU Kadeapbl reMaToJ0THH U TpaHC(y3uooruu (¢ KypcoM KIMHUYECKOH jJabopa-
TOPHOM JUArHOCTUKH, TEHETUKH U JIaOOpaTOpPHOU TCHETUKH) (DaKynbTeTa IOBBI-
IIeHUA KBaJu(UKAUK W TPOQPECCHOHATHLHON TMEPErnoArOTOBKH CHEIUATHUCTOB
OI'bOY BO PoctI'MY Munsapasa Poccun.

3asenyrommii kabenporr [llamoxun FO.B.

HporpaMMa PCKOMCHIOBAHA K YTBCPKACHUIO PCUOCH3CHTAMM:

MartyaeBuu C. A. - JOKTOp MEAUIIMHCKUX HAYK, JOIEHT KadeApbl OUOJIOTHH C
kypcom meauimHckon renetukn @I'BOY BIIO KyoI'MY Munsapasa Poccun, 3a-
BEAYIOIIAss MEXPETHOHAIBHOW MEIUKO-TEHETUYECKOM KOHcyhbTanuenn I['BY3
«HayuHo - uccnenoBarenbckuil UHCTUTYT - KpaeBas knuHnyeckas OonbHUIA Nel
umenn npodeccopa C.B. Ouanockoro» MunzapaBa KpacHomapckoro kpas,
JI.M.H., TJIABHBIM BHEIITATHBI T€HETUK MUHHCTEPCTBA 3/IpaBooxpanenus KpacHo-
napckoro kpas (Kpacuonap).

IMosoHnukoB A.B. — TOKTOp MEIUIIMHCKUX HAyK, TIpodeccop kadeapsl OMOIOTHH,
MEIUIIMHCKON TeHeTukHu U skojiorun ®I'bOY BO KI'MY Munsznpasa Poccuu, au-
PEKTOpP HAy4YHO-HUCCIIEIOBATEICKOIO MHCTUTYTa F€HETHYECKON M MOJIEKYJISIPHOU
snuaemuonornn ®I'bOY BO KI'MY Munsapasa Poccuu, 3aBenyrommii tabopa-
TOpUEH CTATUCTHUYECKOUM TeHETUKU U OnonHpopmaTiky, uieH Poccutickoro oOrie-
ctBa MeauimHckux reaetnkoB (POMI'), Beepoccuiickoro oOmiecTBa TeHETUKOB U
ceneknuonepoB (BOI'uC), Opranuzanuu renoma yenoBeka HUGO (Human Ge-
nome Organization), O0mecTBa BapuadenbHocTH reHoma uvenoBeka HGVS (Hu-
man Genome Variation Society)



JlonomHuTenpHas mpodeccHoHaNbHAS MPOTpaMMa TMOBBIIMICHHUS KBaduUKa-
1 « CHHAPOMBI C HAPYIIEHUEM YHCJIa AYTOCOM, MOJOBBIX XPOMOCOM, MUKpPOJIE-
JICIIMOHHBIE ¥ MUKPOIYIUIMKAIMOHHBIE CUHAPOMBI» (majnee - IIporpamma) paspa-
O0oTaHa pabodyeil TpynIoi COTpyIHUKOB Kadeapbl reMaToJoTUl U TpaHc]y3uoo-
ruu ( ¢ KypcoM KIMHHUYECKOM J1Tab0opaTOpHOM MHAarHOCTHUKH, T€HETUKH M jabopa-
topHOi reHeTukn) G®I'BOY BO PoctI'MY Munsznpasa Poccun, 3aBeayronuii ka-
dbenpoit Lllamoxun FO.B.

CocTtaB paboueil rpyIIIb:

NeNe

damuind,
HMSsl, 0TYECTBO

Yuénan
CTeNneHb,
3BaHHUE

3anumaemas JOJIK-
HOCTDb

MecTto padoThI

2

3

4

5

Amemmna C.C.

JI.M.H.,

[Tpodeccop kadeapor
reMaToJIOTHH U TPaHC-
(y3U0JIOTHH C KypCcOM
KJIMHUYECKOM Jabopa-
TOPHOW THATHOCTHUKH,
TEHETUKU U Jabopa-
TOPHOM T'€HETUKH)

dI'bOY BO
PoctI’MY MuHn-
3apaBa Poccun

[errepesa E.B.

K.M.H.,

JloueHT Kadeaps! re-
MaTOJIOTHH U TpaHCy-
3MOJIOTHH C KypCOM
KJIMHUYECKOH 1abopa-
TOPHOM JHArHOCTUKH,
TE€HETUKU U Jabopa-
TOPHOMW T€HETHKH )

dI'bOY BO
PoctI’MY MuHn-
3apaBa Poccun

MopnaHos
C.B.

AccucteHt kadeapbl
reMaTOoJIOTUH U TPaHC-
(dy3u0JI0THH C KypcoM
KIIMHUYECKOM abopa-
TOPHOUW JUArHOCTHKH,
TeHETHKHU U 1abopa-
TOPHOU T'€HETHKH)

dI'bOY BO
PoctI’MY MuHn-
3apaBa Poccun




I'noccapuii

JIIO - nononHutensHoe NpodeccuoHaIbHOEe 00pa3oBaHUE;

OI'OC - DenepasibHbIN TOCYAAPCTBEHHBIA 00pa30BaTENIbHBIN CTaHAAPT
[1C - mpodeccruoHanbHbIi CTaHAAPT

OT® - 060611IeHHas TpyAOBast PYHKITUS

T® - TpynoBas GyHKIHS

1K - npodeccronanbHast KOMIIETEHIUS

JI3 - neKkImoHHbIC 3aHATUS

C3 - ceMuHapcKue 3aHsTUS,

[13 - npakTUYECKUE 3aHITHUS;

CP - camocTtosiTenbHast padboTa;

JOT - nauctaHuMOHHBIE 00pa30BATEIbHBIC TEXHOJIOTUH;

30 - 35eKTPOHHOE O0YUEHHE;

[TA - mpomexyTOUYHas aTTECTAUs;

HA - utoroBasi aTTecTaius;

VII - yueOHbIi 1171aH;

AC JITTIO - aBTOMaTHU3UpOBaHHAS CHCTEMa JIOMOJHUTEILHOTO MPO(HECCHOHATEHOTO
oOpa3oBaHUs.



KOMITIOHEHTBI ITPOT'PAMMBI.
1. O6mas xapakrepuctuka IIporpamMmmsl.
1.1. HopmaTuBHO-1IpaBOBasi OCHOBA pa3pabOTKH MPOTPAMMBI.
1.2. Kareropuu oOy4aromuxcs.
1.3. Llens peanuzanyu OporpaMmsl.
1.4. Ilnanupyemsbie pe3yiabTaThl 00yUEHUS.
2. Cogepxanne Ilporpammsl.
2.1. YaeOHbIii miaH.
2.2. KanengapHslif yueOHbINH rpaduk.
2.3. PaGouune mporpaMmmMbl MOTYJIEH.
2.4. OueHka KauecTBa OCBOEHHUS [IPOTrPaMMBI.
2.4.1. ®opmMbl TPOMEKYTOUHOH (MPU HAJTMYHUH) U UTOTOBOM aTTECTALIMH.
2.4.2. lllxkana u MOPSAAOK OIIEHKH CTEIIEHU OCBOCHHS OOYYAIOIIMMUCS y4eOHOTO
matepuana [IporpaMMel.
2.5. O1ieHOYHbIE MaTepHaJbl.
3. Oprann3zannoHHo-neaarorudyeckue ycaosus [Iporpammsi.
3.1. MarepuanbHO-TEXHUYECKHUE YCIOBHUSI.
3.2. YueOHOo-MeTOoIMUecKOe U MH(DOPMAIIMOHHOE 00eCIIeUeHHUE.
3.3. Kagposbie ycnoBusi.



1. OBIIASA XAPAKTEPUCTHUKA ITPOI'PAMMBI.

1.1. HopmaTuBHO-TIpaBoOBasi 0CHOBa pa3padoTku [Iporpammabl.
— ®enepanbHbIil 3akoH 0T 29 aexadpst 2012 r. Ne 273-03 «O06 o6pa3zoBaHuu B
Poccuiickoit @enepamun», ctatbs 76.
— [Tpukaz Munobpraayku Poccun ot 1 mrons 2013 r. Ne 499 «O6 ytBepxe-
Huu [lopsnka opranu3anuy U OCyIIEeCTBICHUS 00pa30BaTEIbHON AESATEILHOCTH 10
JOTIOJIHUTEJILHBIM MPO(PECCHOHATBHBIM ITPOTPaMMaM)).
- [Ipodeccuonanpupiii ctanaapt «Bpau - reHeTuk» (yTBEpKIEH MPUKA30M
Muntpyna u comzamutsl PO ot 11 mapra 2019 r. N 142H, perucrpaiioHHBINH
Homep 1250).
— @I'OC BO mno cnenuaibHOCTH T€HETUKA, YTBEPKAEHHBIN NMPpUKa3oM MuUHH-
cTepcTBa 00pa3zoBaHus U Hayku Poccuiickoit denepanuu ot 25 aseycma 2014 2. No
1072.
- JIunen3us denepanbHON CIIy>)KOBI 10 Ham30py B cdepe obOpa3oBaHUS U
HayKd Ha OCyIlecTBIeHHEe obOpazoBaTeiabHOU nesTenbHocTH ®PI'BOY BO Poctl -
MY Munzapasa Poccuu ot 22 utons 2017 r. Ne 2604.

1.2. Kateropuu o0y4yaommxcsi.
OcHOBHas CIEUAIBHOCTh — FEHETHKA
1.3. Hean peaau3anuu NporpaMmbl

COBCPIICHCTBOBAHNC MMCIOIIHUXC:A HpO(beCCI/IOHEUIBHBIX KOMHGTGHHI/Iﬁ K IIOBBIIIC-
HHUC HpOd)GCCI/IOHaJIBHOFO YPOBHA B obnacTu TCOPCTUYICCKUX 3HAHUU U HaBLIKOB B
AUAIrHOCTUKC CHHAPOMOB C HAPYIICHHCM YHCJIda aYTOCOM, IIOJIOBBIX XPOMOCOM,
MUKPOIACIICHNOHHBIX 1 MUKPOAYIUIMKAIIMOHHBIX CHHAPOMOB.

Bun npodeccuonansuoit aestenbHocTu: [Ipodunaktuka, TMarHocTuka, JIe4eHue
BPO’KJICHHBIX U (WJIM) HACJIEACTBEHHBIX 3a00JI€BaHUM, MEIUIIMHCKAsl peadbuinTa-
11 TAUEHTOB

YpoBeHb KBapuKauu: 8

Casi3pb [Iporpammel ¢ mpodeccuoHaIbHBIM CTaHIAPTOM MPEACTaBUTH B Tabmiie 1.

Tabumuna 1
Ces3b [Iporpammsbl ¢ npo(ecCHOHATBHBIM CTAHAAPTOM

IpodeccnonanbHbiil cTanaapt: «Bpay - reHeTuk» (yTBepKaeH nprukazom MuH-
Tpyna u couzaumthl PO ot 11 mapra 2019 r. N 1421, peructpalilduOHHbIA HOMEP

6



1250).

TpynoBbie pyHKIUU

oTe Kon HaumenoBanue T
TD
Oxazanue wmenuuuHCcKo# | A/01.8 | JluarHocTuka B IENAX YCTAaHOBICHUS W
NOMOILM TAalUUEHTaM 110 (W) YTOYHEHMS] JHArHo3a BPOKIEHHOTO
npopuao '"MeIuIMHCKas (W1K) HACJIEICTBEHHOTO 3a00JIeBaHUs
reHeTUKa" A/03.8 | IlpoBeaeHne MeAMKO-TEHETUYECKOTO KOH-

CYJTbTUPOBAHUS IMAIMEHTOB C BPOXKICHHBI-
MU U (W) HACJIEICTBEHHBIMU 3a00JI€BaHHU-
MU M UX POJICTBEHHHUKOB M TAIUCHTOB W3
TPYNIN PUCKA, BBISIBICHHBIX IPU CKPUHUHTE

1.4. IllnannpyemMble pe3yabTaThbl 00y4eHHA

Tab6auua 2

Ilnanupyembie pe3yJbTaThl 00yUeHUs

IIK Onucanye KOMIeTeHIIHH

Koa TP npo-
cTaHjaapra

IIK- | roTOBHOCTH K OKa3aHUIO MGIIHHHHCKOﬁ IIOMOIIIH ITanu-
1 CHTaM C CHHApOMaMH OJHOPOIUTCIbCTKUX I[I/ICOMI/Iﬁ a
TAaKKC XPOMOCOMHBIMH CHHAPOMAaMHU C HAPYIICHHUCM
qKcCila ayTOCOM M IT0JIOBBIX XPOMOCOM

coOM

Ha3HaAa4YCHUIO

JHOJI2KeH 3HaTh: [opsaaok oka3aHust METUIIMHCKOM TTO-
MOIIY MalMEHTaM C MUKPOJICIICLIMOHHBIMA U MUKPOJLY-
IJIMKAIMOHHBIMUA CUHAPOMAaMH, CUHIPOMAaMH OJHOPOIN-
TEJIbCTKUX TUCOMHUIN a TAKKE XPOMOCOMHBIMUA CUHIPO-
MaMH C HAPYILICHUEM YHCJIA AyTOCOM U MOJOBBIX XPOMO-

TepMHUHONIOTHS OIMCAaHUS MUKPOAHOMAJIUN U BPOXKIICH-
HBIX [IOPOKOB Pa3BUTHUS Y YEIOBEKA A/01.8
COCTaBJIEHUE T'€HEAIOrMYECKOr0 aHAIN3a U ONPEAEIICHUS A/03.8
THUIIa HACJICIOBAHUSI MUKPOJICTICIIUOHHBIX 1 MUKPOTY-
TUTMKAIMOHHBIX CHHIPOMOB, CHHAPOMOB OJTHOPOIUTE b~
CTKUX JUCOMUM a TAK’K€ XPOMOCOMHBIX CHHIPOMOB C
HapYIIEHUEM YHCJIa ayTOCOM U TIOJIOBBIX XPOMOCOM
Ha3Ha4YeHHE J1a00PaTOPHBIX UCCIECTOBAHUM JIJIsl TUArHO-
CTUKHA MHUKPOJCICIIMOHHBIX ¥ MUKPOTYTUTHKAITMOHHBIX
CUHAPOMOB, CHHJIPOMOB OJTHOPOIUTEIBCTKUX TUCOMUM a
TaK)kK€ XPOMOCOMHBIX CHHAPOMOB C HAPYIICHUEM YHCIIa
ayTOCOM M TIOJIOBBIX XpPOMOCOM, BKJTFOYAs [TATOTCHETHYC-
CKHE, MOJICKYJIIPHO-IIUTOTCHETHIECKUE, OMOXMMUYCCKUE
METO/Ibl UCCIIeIOBAHUI, MEUITMHCKHE TTOKA3aHUS K X




WCIIOJIb30BaHNE U HHCTPYMEHTAIBHBIX UCCIIEIOBAHUI
NAIMEHTOB B LEJSAX YCTAHOBJICHUS U (UJIM) YTOUHEHUS
JIMarH03a MUKPOAEIECIIMOHHBIX U MUKPOAYILJIMKAIIUOH-
HBIX CUHAPOMOB, CHHAPOMOB OJHOPOJUTEIBCTKUX JHCO-
MU a TAKKE XPOMOCOMHBIX CUHIPOMOB C HApYLICHHEM
YyKuCia ayTOCOM U MOJIOBBIX XPOMOCOM

WCIIOJIb30BaHUE KIMHUYECKUX PEKOMEHAAIUMI 110 BOIIPO-
caM OKa3aHUsI MEAUIIMHCKON TOMOIIH MAIlUEHTaM C MHUK-
POJICJICLIMOHHBIMU M MUKPOYTUIMKAIIMOHHBIMU CUHJIPO-
MaM#, CHHAPOMAMH OJTHOPOJAUTENILCTKUX JUCOMUU a
TaKXe€ XpOMOCOMHBIMU CUHJIPOMaMH C HAPYIICHUEM
YHUCJIa AyTOCOM M MOJIOBBIX XPOMOCOM

J0JI7KE€H YMeTh: OCYLIECTBISATH COOp Kajl00, aHaMHe3a
OOJIE3HU U KU3HU, CEMEHHOTO aHAaMHe3a MaIlMeHTOB B
HEJSX YCTAaHOBJICHUS U (WJTM) YTOUHEHHS TUarH03a MUK-
POAENEIIMOHHBIX U MUKPOAYTIJIMKAIMOHHBIX CHHAPOMOB,
CUHJPOMOB OJIHOPOJMUTENBCTKUX JUCOMHUM & TAKKE XPO-
MOCOMHBIX CUHAPOMOB C HAPYIIEHHUEM YHCIIa ayTOCOM U
MIOJIOBBIX XPOMOCOM

[TpoBoUTh (PU3UKATBHBINA OCMOTpP MALIMEHTOB B LIEJIAX
YCTAHOBJICHUSI U (WJIM) YTOUHEHUS TUarH03a MUKPO/IeIie-
IIUOHHBIX ¥ MUKPOYTUIMKAIIUOHHBIX CUHJPOMOB, CHH-
JIPOMOB OJTHOPOJAUTENILCTKUX JUCOMUMN a TAKKE XPOMO-
COMHBIX CUHIPOMOB C HAPYIIEHUEM YHCIIa ayTOCOM U
MOJIOBBIX XPOMOCOM

OueHnBaTh HAJIMYKE Y TAIUEHTOB MPU3HAKOB MUKPO/IE-
JICUMOHHBIX U MUKPOAYTUIMKAIIMOHHBIX CUHJIPOMOB, CUH-
JPOMOB OJTHOPOJMUTEIBCTKUX JUCOMHUI a TAKKE XPOMO-
COMHBIX CHHIPOMOB C HAPYIIEHUEM YUCIIa AyTOCOM U
MOJIOBBIX XPOMOCOM U OIMHUCHIBATH UX, UCMOJIb3Ys TEPMU-
HOJIOTHIO OTIMCAHUs BPOXKJIECHHBIX aHOMAIUI U TOPOKOB
pa3BUTHS

NuTtepnipeTupoBaTh U aHAIM3UPOBATH HHGOPMAIIUIO, TTO-
JYYEHHYIO OT MAaIlMEeHTOB, B IIEJISIX YCTAHOBJICHUS U (WJIH)
YTOUHEHUS TUarH03a MUKPOICJICIIMOHHBIX U MUKPOTY-
TJTUKAIMOHHBIX CUHAPOMOB, CUHJIPOMOB OJTHOPOIUTEh-
CTKHMX TMCOMUM a TaKkKE€ XPOMOCOMHBIX CUHIPOMOB C
HapyIlIeHUEM YUCIIa ayTOCOM U MOJOBBIX XPOMOCOM
[IpoBOANTE TE€HEAIOTMYECKNN aHAJIN3 HA OCHOBAHUH Ce-
MEWHOTO aHaMHEe3a MAalUEHTOB B LEJSAX YCTAHOBJIEHUS U
(W1K) YTOUHEHUS TMarH03a MUKPOAEICIIMOHHBIX U MUK-
POAYIIMKAIIMOHHBIX CHHAPOMOB, CHHIPOMOB OJHOPO/IU-
TEJIbCTKUX JUCOMUH a TAaK’KE€ XPOMOCOMHBIX CUHJIPOMOB
C HApYIIEHUEM YHCIIa ayTOCOM M MOJOBBIX XPOMOCOM




OOG0CHOBBIBATH U IJIAHUPOBATH 00bEM JTAOOPATOPHBIX
UCCIIeI0BAHNM (BKITIOYasi OMOXMMUYECKUE, IIMTOTEHETH-
YeCKHe, MOJIEKYJISIPHO-IIUTOI€HETUYECKUE) U UHCTPY-
MEHTaJIbHBIX UCCIIEIOBAHUM (BKIJIIOYAs YIbTPA3BYKOBHIE,
ANEKTPO(PU3NO0JIOTHUECKUE, PEHTI€HOJIOTUYECKHUE UCCIie-
JIOBaHUs1, KOMITBIOTEPHYIO TOMOTpad 0, MarHUTHO-
PE30HAHCHYIO TOMOTpa(uI0) B IENISIX YCTAHOBICHUS U
(W1K) YTOUHEHUS TMarH03a MUKPOACICIIMOHHBIX U MUK~
POAYILTUKAIIMOHHBIX CHHAPOMOB, CHHIPOMOB OJHOPO/IU-
TENbCTKUX JUCOMUH a TAaK:KE€ XPOMOCOMHBIX CUHJIPOMOB
C HApYIIEHUEM YHCIIa ayTOCOM M MOJOBBIX XPOMOCOM B
COOTBETCTBHHU C MOPSAJIKAMU OKa3aHUSI MEAUIIMHCKOM TO-
MOIIH, KIMHUYECKUMHU PEKOMEHIAUSIMU (MPOTOKOJIAMU
JICYEHHMS) 110 BOIPOCaM OKa3aHUsi MEAUIIMHCKON TTOMO-
14, C YYETOM CTaH/IAPTOB MEIUIIMHCKOW MOMOIIA
HNuTepnpeTupoBaTh U aHAIM3UPOBATH PE3YIbTAThI 1a00-
PaTOPHBIX U UHCTPYMEHTAIBHBIX UCCICTOBAHHI MAllUEH-
TOB B IEJISIX YCTAHOBJICHUS U (MJIM) YTOUHEHUS IMAarH03a
MHUKPOJIEIEHUOHHBIX U MUKPOIYTUIMKAIIMOHHBIX CHUH-
JIPOMOB, CUHJPOMOB OJTHOPOJIUTEIILCTKUX JUCOMUN a
TaKXe XpPOMOCOMHBIX CUHAPOMOB C HAPYIIIEHHUEM YHCIIa
ayTOCOM M MOJIOBBIX XPOMOCOM

BBISIBASATH KIMHUYECKUE CUMIITOMBI M CUHIPOMBI Y T1a-
IUCHTOB B 1EJISX YCTAHOBJICHUS U (MJIU) YTOUYHEHUS Tha-
THO3a MUKPOJICJICIIMOHHBIX U MUKPOIYTLIUKAIMOHHBIX
CUHJPOMOB, CUHAPOMOB OJTHOPOJIUTEIILCTKUX JUCOMUN a
TaKXe€ XpOMOCOMHBIX CHHAPOMOB C HAPYIIEHUEM YHCIIa
ayTOCOM H MOJIOBBIX XPOMOCOM

n0JKeH BiaajgeTh: CocTaBieHue miaHa 1a00paTOpHBIX U
WHCTPYMEHTAJILHBIX UCCIEA0OBAaHUI MAIIIEHTOB B IEJIAX
YCTaHOBJICHHSI ¥ (MJTM) YTOUHEHHUSI IMarH03a MUKPOJIEIIe-
ITUOHHBIX ¥ MUKPOIYTUTMKAIIMOHHBIX CHHIPOMOB, CHH-
JIPOMOB OJTHOPOJAUTEIILCTKUX JUCOMHUIN a TAKKE XPOMO-
COMHBIX CHHJIPOMOB C HapYIIEHHUEM YHCJIa ayTOCOM U
MOJIOBBIX XPOMOCOM

Hamnpagpienue naiueHToB B IEAX YCTAHOBJICHUS U (W)
YTOYHEHUS TUArH03a MUKPOICICITMOHHBIX U MUKPOIY-
TUTMKAIMOHHBIX CHHIPOMOB, CHHAPOMOB OJTHOPOIUTEh-
CTKUX JJUCOMUI a TAaK’KE€ XPOMOCOMHBIX CHHIPOMOB C
HapyIIEHUEM YHUCJIa ayTOCOM U TTOJIOBBIX XPOMOCOM, Ha
JabopaTtopHbIe (BKIIOYAs OMOXUMHYECKUE, IINTOTCHETH-
YECKUE, MOJICKYJIIPHO-IIUTOTEHETUIECKUE) U HHCTPY-
MEHTaJIbHBIE UCCIICIOBAaHUSI B COOTBETCTBUU C TOPSIIKA-
MU OKa3aHHUS MEAMITMHCKON TTOMOITH, KITMHUICCKUMH Pe-




MEIUIIMHCKON ITOMOIIA

KOMEHJalMsAMHU (ITPOTOKOIaMHU JIEYEHHsI) TI0 BOIIpOcam
OKa3aHMsI MEIUIIMHCKOM MOMOIIH, C YY€TOM CTaHAapTOB

HampaBnenue naiueHToB B 1EJISIX YCTAHOBJICHUS U (WJIH)
YTOUYHEHUS JUAarH03a MUKPOIEIICLIMOHHBIX U MUKPOTY-
IJIMKAIMOHHBIX CHHAPOMOB, CHHJIPOMOB OJHOPOIUTEb-
CTKHX JHUCOMHHU a TAKIKE XPOMOCOMHBIX CUHAPOMOB C
HapyILIEHUEM YHUCJIa ayTOCOM U MOJIOBBIX XPOMOCOM Ha
KOHCYJIBTALIMIO K BpayaM-CIEUAINCTAM C YYETOM CTaH-
JAapTOB MEIMLIHUHCKOW MTOMOIIIH

1.5 ®opma o0yueHust

I'paduk o0yuenusi| Akaja. 4acoB Anei O01mas NpoxoIKUTEIBLHOCTH
B /IeHb B He/JeJII0 NPOrpamMmsbl, MecsilieB
dopma o0yueHnus (nHei, HexeIb)
Ounas 6 6 1 Henens, 6 mHel
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2. COIEP)KAHUE ITPOI'PAMMBI.
2.1 Y4eOHBI IJ1aH.
JOTIOJTHUTEIHHON TPOQECCHOHATTBEHON TTPOTPAMMBbI TTOBHIICHHSI KBATH(DUKAITUN
«CHHIIPOMBI C HAPYIIEHUEM YHCJIa ayTOCOM, MOJIOBBIX XPOMOCOM, MUKPOJIEIEIIMOHHBIE U MUKPOYTUIMKAIIMOHHBIE CHHAPOMBI» B

00BEMe 36 yacoB

NeNe

HaumenoBanue moay.Jiei

Bceero
4acoB

Yacpr
0e3
A0T
u 00

B Tom uncae

J3

m3

C3

CPp

B Tom uncie

Yacel ¢
JOT u
20

J3 C3

m3

Cp

CraxkupoBka

O0yuaroumii
CHMYJISIIIHOH-
HBIH Kypc

CosepuueH-
CTByeMble
(popmupye-
mble) ITK

®opma
KOHTPOJISI

2

3

4

9 10 11

12

13

14

15

16

17

Cl'leIII/IaJ'ILHLIe JAUCI

HIIJIMNHBI

1.1

XPpOMOCOMHBIE
CUHIPOMBI (3THO-
JIOTHSI, KIIMHUKA)

17

9

[1K-1

TK

1.2

MeToapl TUarHo-
CTUKH XPOMOCOM-
HOHU ITaTOJOTHH
(ImMTOreHeTHYe-
KU, MOJICKYJISIP-
HO-
LIUTOTCHETHYE-
CKHU)

17

[K-1

TK

Bcero uacos
(cmeunasbHbIE TUC-
HUIJINHBI)

34

18

16 | 4

HUrorosas arrecra-
11078 |

IK3aMECH

Bcero yacos o
nporpamMmme

36

18

16 4 |8
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2.2. KanenpapHblii yueOHbIN rpauk.

Y4eOHble 3aHATHS MTPOBOASTCS B TeueHue 1 Henmenu, mecTs JHEH B Heaemo o 6 aka-
JEMUYECKUX Yaca B JICHb.

2.3. Pabo4ue nmporpaMmmbl y4eOHbIX MOy JICH.

MOJIYJIb 1

Hazpanue MOIYJIA. CI/IHI[pOMI)I C HApYHICHUEM YHCJIda ayTOCOM, ITOJIOBBIX XpOMOCOM,
MUKPOACIICOHUOHHBIC 1 MUKPOIAYIINIMKAIITMOHHBIC CHHAPOMBI

KOI[ HaunmenoBanue TEM, IIOATEM, SJIEMCHTOB, ITOJ3JICMCHTOB
1.1 XpOMOCOMHI:IG CUHAPOMBI C HAPYIICHUCM YHCJIa dYTOCOM U ITIOJIOBBIX
XPOMOCOM
1.2 MukpoaenenuoHHbIE U MUKPOAYIUIMKAIMOHHBIE CUHIPOMBI U CHH-
JPOMBI OJTHOPOJIUTENBCTKUX JUCOMHUI

1.3 [HuToreHeTHUECKUIL METO/T

1.4 MonekyasspHO-IIUTOT€HETUYECKHI METO/T

1.5 CuMynssuMoHHBIN UK ¢-M JlayHa, c-M AHTeIpMaHa

Oo0y4arouuii cMMYJIAIMOHHBIA KypC
Cutyauuu [TpoBepsiembie CuMyIISIIHOHHOE U Pacxonnbie 3aaun CUMYIISAIAN
TPYIOBbIE BCIIOMOTATEIbHOE MaTepuabl
¢GbyHKIUN o0opyznoBaHue
Coop xanob u A/01.8 Cron pabouuid. dopma 3akiroue- Co6op xano0,
aHaMHe3a Jlnarnoctuka B Crynbs (005 Bpaya, | HUA U1 CAMOCTO- |  aHaMHe3a )KU3HH,
eIAax yCTaHOB- nanueHTa U MECTa, ATCJIIBHOTO 3aI10JI- aHaMHe3a 00JIe3HU y
neHus u (UiH) KyJa MOXHO I10JI0- | HEHHUs 00yuaro- narmenTa ( ero 3a-
YTOUHeHHs a- | KMTh Bemy namy- | mumest. Jluer 6y- | konmoro npexcra-
THO32a BPOXK/JIEH- CHTA) PAKOBHHA C Maru Uit 9CPpHO- | gyrresist), aHAIIN3 T1O-
HOTO (WITH) OJTHOPBIY@XKHBIM | BBIX 3amuceii 00y- JydeHHoi HHPOp-
HaCIeICTBEHHOro | CMECHTENeM, ma- yaromerocs. Pyu- MAIHH
T — HaJILHBIN CTON (JUIA | Ka I 3alucei.
KaOuHeTa meju-
aTtpa)

2.4. OueHka KayecTBa 0CBOCHHS NMPOrPaMMBI.

2.4.1. ®opma UTOrOBOM aTTECTALUU.
2.4.1.1. KoHTpOab pe3ysbTaToOB 00y4YEHUsI TPOBOIUTCS:
- B BUJIe utoroBoii arrecrauuu (MA).
OOyuaromuiics nomyckaercss kK MA mocne ocBoeHus paboyux nporpaMmm y4eOHbIX MO-
nylie B o0béMe, mpeaycMoTpeHHOM yueOHbIM miaHoM (YII). dopma utoroBoi arre-
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CTalMy — 3K3aMEH, KOTOPBIM MPOBOAMTCS IMOCPEACTBOM: TECTOBOr0 KOHTposia B AC

JI1O u cobecenoBanus ¢ 00y4JaromMMCs.

2.4.1.2. JlunaMm, ycnemHo ocBouBmMM [Iporpammy u mpomenmum WA, Bbimaéres
yoocmogepeHue 0 NOSbleHUU K8ATUGUKAyuu yCmaHno8ieHHo20 0opasya

2.4.2. lllkana v MOPSIOK OLICHKU CTETICHU OCBOCHMS 00YYaIOIIMMUC Y4eOHOTO MaTe-
puaia [Iporpammel.

KPUTEPUU ONEHUBAHMUSA OTBETA

HA TEOPETUYECKHI BOITPOC

Jeckpunropbi
OTMeTKa yMeHuUe 00BSICHATD CyIII- JIOTMYHOCTH U
MPOYHOCTH 3HAHM I HOCTB SIBJICHUIA, IPoLleC- | TOCJeA0BATeNb-
COB, 1€JIATh BHIBO/IbI HOCTH OTBeTAa
OTIUYHO MPOYHOCTH 3HAHUH, 3HAHHUE OC- | BBICOKOE YMEHHUE OOBSICHATH | BBICOKAS JIOTUY-
HOBHBIX MPOIECCOB U3ydaeMOn CYLIHOCTb, SIBJICHUM, IPO- | HOCTb U MOCIEN0-
MpeIMEeTHOM 00JacTH, OTBET OT- | IIECCOB, COOBITUM, AeNaTh BaTEIbHOCTh OT-
JUYAeTCs TIIyOUHOM U MOJTHOTON | BBIBOABI M O0OOIICHHMS, Ja- BETa
PaCKpPBITUS TEMBI; BJIaICHUEM BaTh apryMEHTUPOBAHHbIE
TEPMHUHOJIOTUYECKUM alllapa- | OTBETHI, IPUBOAUTH IPUME-
TOM; JIOTUYHOCTBIO U MIOCTIE10- pbI
BaTEJIbHOCTHIO OTBETA
XOpOIIIO MIPOYHbBIE 3HAHUSI OCHOBHBIX yYMEHHE OOBSACHATH CYIl- | JJOTUYHOCTH H TO-
IIPOLIECCOB U3y4aeMoOM IIpell- | HOCTb, IBJICHUI, TPOLIECCOB, CJIEZIOBATENb-
METHOM 00J1aCTH, OTJINYAaeTCS | COOBITHH, /1elaTh BHIBOJBI U HOCTb OTBETA
TIIyOWHOM ¥ MMOJIHOTOW PacKphI- 000011eHMSs, TaBaTh apry-
THS TEMBI; BIQJICHUE TEPMUHO- MEHTUPOBAHHBIE OTBETHI,
JIOTUYECKHUM armapaToM; CBO- MPUBOAUTH MPUMEPHI; OJT-
0071HO€ BNIa/ICHHE MOHOJIOTHYe- HAaKo JTOMYCKaeTCs OJIHA -
CKOI1 peubto, OJHAKO JOMyCKa- JIB€ HETOYHOCTH B OTBETE
€TCsl OJIHA - JIB€ HETOUYHOCTH B
OTBETE
YIOBJIETBO- YOBJIETBOPUTEIHHBIC 3HAHUS YIOBIIETBOPUTEIHHOE yYMe- YIOBJIETBOPH-
PUTENBHO MPOLIECCOB U3y4aeMOu Mpe- HUE JaBaTh apryMEHTUPO- TeJIbHas JOTUY-
METHOI 00J1aCTH, OTBET, OTIH- BAHHBIC OTBETHI U IPUBO- | HOCTb U MOCHENIO0-
YaIOUMNCSA HEIOCTATOYHOM Ty- | AUTH MPUMEPHI; YIOBIETBO- | BaTEIbHOCTH OT-
OMHOM ¥ MOJTHOTOM PACKPBITHS PUTENBHO CPOPMUPOBAH- BETa
TEMBbI; 3HAHUEM OCHOBHBIX BO- | HbI€ HABBIKU aHAJM3a SIBJIC-
MpocoB Teopu. JJomyckaercs HUU, TPOLIECCOB.
HECKOJIBKO OIIMOOK B COJeprKa- JlomyckaeTcsi HECKOJIBKO
HUU OTBETA OIINOOK B COACPKAHUH OT-
BETa
HEYJI0BJIE- cinaboe 3HaHHE U3ydaeMon HEyMEHHUE JaBaTh apryMeH- | OTCYTCTBHE JIO-
TBOPUTETILHO | MPEAMETHOMN 001acTH, HETITy0O0- TUPOBAHHBIE OTBETHI TUYHOCTHU U TO-

KO€ pacKphITHE TEMBI; ciaboe
3HaHUE OCHOBHBIX BOMPOCOB
TEOPHH, CJIa0ble HABBIKU aHAIH-
3a SIBJICHUH, mpoleccos. Jlomyc-
KaIOTCsl CEPhE3HBIE OMNOKH B

CJICI0OBATCIBHO-
CTH OTBE€TA
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COJCPpIKaHNU OTBETA ‘

KPUTEPUU ONEHUBAHMUSA OTBETA

HA TECTOBBIE BOITPOCbI
IIponeHT NpaBMWJIbHBLIX OTBETOB OTmeTKa
91-100 OTIIUYHO
81-90 XOpOIIIO
71-80 YJIOBJIETBOPUTEIIHHO
Menee 71 HEYIOBJIETBOPUTEIHHO

OH@HO‘-IHBIG MaTCpUuaJibl ITPCACTABJIICHBI B BUJC BOIIPOCOB, TCCTOB U CUTYAIIMOHHBIX
3aJla4 Ha 3JICKTPOHHOM HOCHUTCIIC, SIBJIAIOITUMCS HEOTHhEMJIEMOM YaCThbIO HpOFpaMMI)I.

2.5. OueHo4yHble MaTepUAJbI.

3. OPTAHUBAIIMOHHO-IIEJAT'OI'MYECKHUE YCJIOBUA PEAJIM3ALINA

CTH.

IHPOI'PAMMBI

3.1. MarepuaJIbHO-TEXHUYECKHUE YCIOBHSL.
3.1.1. TlepeueHb momMelieHU YHUBEpCUTETA W/WIM MEIUIUHCKOM OpraHU3alluH,
MPEIOCTABIEHHBIX CTPYKTYPHOMY MOJPA3ACIICHUIO JJI1 00pa30BaTeIbHON JESTEIbHO-

NeNe

HaumenoBanue BY3A, yupexaenus 31paBo-
OXpaHEeHUsl, KIMHUYEeCKOH 0a3bl WM Ap.),
ajapec

ITaxkK, KaOUHeT

OI'bOY BO PoctIMY Munsapaa Poccun
344022, PocrtoBckasg oOnacth, T. PocToB-Ha-
Hony, nmep. HaxudeBanckuii, 38, KOHCyJbTa-
TUBHAS TTOJIMKINHUKA

1 atax 106 xkad

OI'bOY BO PoctI'MY MunzapaBa Poccuun
344022, PocrtoBckas obOnacth, T. PocToB-Ha-
Hony, mnep. HaxuueBanckuii, 38 JleueOHO-
nuarHoctuyeckuit  kopmyc (Jlutep: b-A), 5
ATax) JiabopaTopusi MEIUIIMHCKON TEHETUKH,
yueOHas komHaTa Nel, 2

5 atax, 1, 2 yueOHas KOM-
HaTa

OI'bOY BO PoctIMY MunsapaBa Poccun
344022, PocrtoBckasg oOnacth, T. PocToB-Ha-
Hony, nep. HaxuueBanckuii, 38, 37aHUE TIU-
me0I0Ka

2 srax, yueOHas KOMHaTa
Kageapol

3.1.2. [lepeuens ucnonb3yeMoro Juist peanusamnuu [I[porpaMMbl MeAUITTHCKOTO 000-

pyAOBaHUA U TCXHUKU:

NeNe

HanmeHoBaHMe MeAMUIMHCKOT0 000PYA0BaHUs, TEXHUKH, alINIapaTypbl, TEXHHYE-
CKHMX CpeICTB 00y4YeHHUsI M T.1.

1.

TOHOMETP
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CTCTOCKOII

(dhoHEeH10CKOM

arIapar 1jisi KSMCPCHUA apTCPUAJIBHOTI'O JAaBJICHUA C JCTCKHUMHU MAaHKCTKAaMHU

TEPMOMETP

MCAUIIMHCKHEC BECHI

pocToMeEp

POTHUBOILIOKOBBIN HA0OP

Ha0Op M yKJIaJKa JIJIsl SKCTPEHHBIX MPOPUIAKTUYECKUX U JEUEOHBIX MEpO-
TIPUSATAN

10 o0yJarenb OaKTePUIUTHBIN
11 MEeJIEHAIBHBIA CTOJI
12

CAHTUMCTPOBLIC JICHTHI

3.2. Y4yeOHO-MeTOAMYECKOEe U MH(POPMALMOHHOE 00ecIieYeHue.

3.2.1. Jluteparypa

NeNe

ABTOp, Ha3BaHHE, MECTO H3IAHUS, U31ATEJILCTBO, IO/l H3IaAHUS YUeOHOI 1 Y4eOHOo-
METOIMYECKOil JINTEPATYPbI, KOJ CTP..

OcHoBHas nuTepaTypa

MytoBuH I'.P. KiinHnueckas renetuka. ' eHOMHKa 1 IPOTEOMUKA HACIIE -
CTBEeHHOU narosoruu yued. nocodue / I'.P. MytroBun.-Mocksa: [DOTAP-
Menua, 2010. - 832 c. - Hoctyn u3 9bC «KoHcynbTaHT Bpayay

Hacnencreennsie 601e3HM: HarmoHaIbHOE pyK-Bo: / mox pea. H.I1. boukosa,
E.K. I'mntepa, B.II. ITy3sipeBa. - MockBa: [DOTAP-Menua, 2013. - 936 c. -
Hoctyn u3 9bC «KoHCynbTaHT Bpayay

Hrroccbaym P.JI. MenunmHckas renetuka: yue6. mocodue / P.JI. Herocchaym,
P.P. Mak-Uunec, X.® Bumnapn;, nep. ¢ anri. nox pea. H.I1. boukosa .-
Mocksa: I'D0TAP-Menua, 2010.- 642 c. - loctyn u3 3bC «KoHncynabTaHT
Bpaua

JlononHuTenpHas TuTEpaTypa

['eneTnueckuit macnopT - OCHOBA MHAWBUAYAIbHOU U PEAUKTUBHOU MEI-
nmHbl/ o pen. B.C. bapanosa. — CI16: M3n-Bo H-JI, 2009. - 528 c.

Knunnyeckasi reHeTuka: y4eOHUK /11 BY30B: JUIsl CTYJICHTOB, HHTEPHOB, Op-
JIMHATOPOB, acIpPaHTOB U npenoAasateneit/ B.H. T'opOynosa, [[.JI. Ctpeka-
noB, E.H. Cycniuuipis [u ap.]- Cankr-Ilerepoyprll6: ®OJIMAHT,2015-398 c.

11

Hacnencreennsie 60one3nn / mon pea. E.K.I'uatepa, B.I1. ITy3bipeBa-Mockaa:
I'DOTAP-Menua, 2017. -464 c.- Joctyn u3 9bC «KoHCynbTaHT Bpaday.

13

HacnencrBennblie HapyILIEHHUs] HEPBHO- IICUXWUUYECKOTO pa3BUTHUsA feren : Pyko-
BojicTBO Jyist Bpadelt / [lox pen. I1.A. Temuna, JI.3. Kazanuesoii. - M : Meau-
umHa, 2001.

3.2.2. UuopmManimoHHO-KOMMYHUKAIMOHHBIE PECYPCHI.
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JJIEKTOPOHHBIE Hoctyn

OBPA3OBATEJIBHBIE PECYPChbI K pecypcey
1.| DuekTpoHHasi OnoIMoTeKa PoctI'MY. — URL: Hoctyn
http://109.195.230.156:9080/0opacg/ HCOrpaHUYCH
2.| KoncyastanT cryaenta : ObC. — Mocksa : OO0 «UITY3». - Hoctyn
URL: http://www.studmedlib.ru HEOTPaHUYCH
3.| KoHcyabTanT Bpaya. DIEKTpOHHAs MEIUIMHCKas OuOInoTeKa HocTyn
OBC. — MockBa : OOO TI'K «I™S0TAP». - URL:| Heorpannuyen

http://www.rosmedlib.ru

4. Koncyastaunt Ilmioc ;| cipaBoyHas npaBoBas cucrema. - URL: [[ocTym ¢ kom-

http://www.consultant.ru MBEIOTEPOB By3a
5.| Hayunas sjexrponHass Oubamorexka eLIBRARY. - URL:| Otkpsitbiit
http://elibrary.ru J0CTyT
6. Hoctyt ¢
HauuonaibHass  3JjiekTpoHHasi  OumOamorexa. - URL: | komnbsrorepoB
http://H30.pd/ OMOIMOTEKN

7./ Scopus / Elsevier Inc., Reed Elsevier. — Philadelphia: Elsevier Joctym
B.V., PA. — URL: http://www.scopus.com/ mo IP-aagpecam | HeorpaHudcH
PoctI' MY u ynanénno nocne peructpanuu (Hammpoekr)

8.|Web of Science / Clarivate Analytics. - URL: Joctym
http://apps.webofknowledge.com mo IP-agpecam PoctIMY wu | HeorpanwmueH
ynanéHHo nocie peructpaiu (Harmpoekr)

9.| lpyrue OTKpBITBIE peCypchl Bbl MOXKETE€ HAWTH TO ajpecy:

http://rostgmu.ru —bubmmoreka—JIEKTPOHHBIH  Karta-
10r—OTKpBITbIE PECYpChl HMHTEPHET—ajee IO KIHUEBOMY
CIIOBY...

3.2.3. ABromatusupoBannas cuctema (AC JI10).

OOyuatomuecsi, B TEU€HHUE BCETO Mepruoaa oOydeHus, 00eCIeunBarOTCs IOCTYTIOM K
aBTOMATU3UPOBAHHON CHCTEME JOIMOJIHUTEIBHOTO MPO(PECCHOHAIBHOTO 00pa30BaHUs
(AC AI1O) sdo.rostgmu.ru.

OCHOBHBIMH JTUCTAHIIMOHHBIMH 00pa30BaTEIbHBIMU TeXHOJOTUsIMU [Iporpammel sB-
JSFOTCSI UHTEPHET-TEXHOJIOTUUA ¢ METOAMKON CHHXPOHHOTO /WM aCHHXPOHHOTO JH-
CTAHIIMOHHOTO 00yueHusi. MeTouKka CUHXPOHHOTO TUCTAHIIMOHHOTO OOYy4YEeHUs Mpeay-
cMaTpuBaeT on-line oOIeHHe, KOTOpOE peain3yeTcsi B BHUJE BeOMHApa, OHJIaifH-YaTa,
BUPTYaJIbHBIN KJacc. ACHHXpOHHOE 00yueHue mnpezactasisier coboi offline mpocmotp
3amyceil ayJIMOJICKINM, MYJbTUMEIMIHOTO U MEYaTHOro marepuaia. Kaxaplil ciymia-
TeJb MOJydaeT AOCTYIl K Y4eOHBIM MaTepuajiaM mopraja U K 3JIEKTPOHHON MH(pOpMa-
IIUOHHO-00pa30BaTEILHOMN Cpejie.

AC I1O obGecrmeunBaer:
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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/

- BO3MOKHOCTh BX0J1a 00yJaromierocs u3 Jto00i TOYKH, B KOTOPOH UMEETCS JOCTYI K
MH(OPMAIMOHHO-TEIEKOMMYHUKAIMOHHOM ceTn « UHTepHeTY;

- OZJTHOBPEMEHHBIN JOCTYN HE MeHee 25 mpolieHToB oOyyaronuxcs o [Iporpamme;

- JIOCTyNl K yuyeOHOMY cojepkanuto [IporpamMMmbl U 3JIEKTPOHHBIM 00pa3oBaTEIbHBIM
pecypcaM B COOTBETCTBUH ¢ (hopMoit 00yueHus (BOIPOCHI KOHTPOJIS UCXOTHOTO YPOBHS
3HAHUU, BOIPOCHI JIJI CAMOKOHTPOJISI IO Ka)XAOMY pa3leiy, TECTOBBIE 3aJaHusl, HHTEP-
HET-CChUIKH, HOPMATHBHBIC JOKYMEHTBHI);

- (pukcanuro xoaa 00pa30BaTEIHHOTO MPOIIECCa M HTOTOBOM aTTECTAIIUN.

3.3. Kagpossle ycioBuS.

Peanuzamms [IporpamMmmbl oOecrieunBaeTCsl HayYHO-TIEATOTHICCKAMHA PaOOTHUKAMHU
Kadenpsl TeMaTOJOTHH U TPAaHC(PY3HOJIOTHH ( ¢ KypcoM KIMHHUYECKON 1a00paTopHOiM
JTMAarHOCTUKH, TCHETUKH M J1a0OpaTOpHOM T'eHEeTHUKH) (DaKyyIbTeTa ITOBBIIICHUS KBaJIH-
dbukanun U npodeccuoHaNbHON TepenoAroroBku crenuanuctos ®I'bOY BO Poctl -
MY Munsapasa Poccun.

Jlosis Hay4YHO-TIEIarorMyeckux paOOTHUKOB, HMMEIONIUX O0Opa3oBaHHE, COOTBET-
CTByIOIIlee TPOPIIIIO MPEnoaBaeMON JUCIUIUINHBI, MOJIYJISl, UMEIOIINX CepTU(dUKAT
CHeruaIicTa Mo CrenuaJIbHOCTH «T€HETHKay, B O0IIEM YHCIIe HAyYHO-TIe1arornYeCcKux
paboTHUKOB, peanusyronux [Iporpammy, coctapiset 100% .

Jlonsi Hay9HO-TIeIarOTHYECKUX paOOTHUKOB, UMEIOIINX YYCHYIO CTETICHb W/WIIH y4e-
HOE 3BaHME, B OOIIEM 4YHCIIE HAYYHO-TICAArOTUYECKUX PAOOTHUKOB, pPEaTH3YIOIINX
[Tporpammy, coctaBmser 100%

Jlonst paOOTHUKOB M3 YUCIIA PYKOBOAWUTENECH U PAOOTHUKOB OpPraHU3aINM, JEATENb-
HOCTh KOTOPBIX CBSI3aHA C HAINPAaBIEHHOCTHIO peanuszyemoi [Iporpammbl (MMeromux
CTak paboThI B JaHHOW MPOQPECCHOHAIBHON 001acTH HEe MeHee 3 JieT), B 00IIeM uncie
paboTHUKOB, peanusytonux [Iporpammy, cocrasiser 100%

IIpodeccopcko-npenoaaBaTeJJbCKUHM COCTAB MIPOTrPAMMBbI

MecTo pado-
Yuenas cre-
Ne dammins, UMsl, oTYe- ThbI
NeHb, Y4eHOe JOJI5KHOCTD
n/n CTBO, (ocHOBHOE/
3BaHue
COBMeIIleHHUE)
1 Awmenuna C.C. JI.M.H. [Ipodeccop ka- dI'bOY BO
dbeapsl remMaTolio- PoctIMY
Uy U Tpancdy- Mun3apasa
3MOJIOTHH C KYp- Poccum (oc-
COM KJIMHHUYECKOMH HOBHOC)
1abopaTopHOit
JTUArHOCTHKH, T'e-
HETHUKH U Jabopa-
TOPHOW T€HETHKH )
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Herrepena E.B. K.M.H. Homnent kadenper | PI'BOY BO
reéMaToJIOTUU U PoctI MY
TpaHcdy3uonorun | MuH3paBa
c KypcoM kimHu- | Poccum (oc-
YyecKoi 1abopa- HOBHOE)
TOPHOM JUArHo-
CTUKH, TCHETUKHU
1 1a00paTopHOM
T€HETHKH)
Moppanos C.B. K.M.H. ACCHCTEHT Ka- dI'bOY BO
dbeapsl TemaToso- PoctTMY
U 1 Tpancdy- Mun3znpasa
3uojoruu ¢ Kyp- | Poccun (cos-
COM KJIMHUYECKOU MeEIIEHUE)

nabopaTopHOI
JTMArHOCTUKH, T'e-
HETUKH U Jabopa-
TOPHOW T€HETHKH )
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ITpunoxxenune Nel

®OHJA ONEHOYHbLIX CPEIACTB
1. Odopmirenue TecTOB (POHIA TECTOBBIX 3aIaHMI.
K JIOTIOJTHUTEIHHOU IPO(ECCHOHATTBHON MTPOrpaMMe
MOBBINICHHS KBaTU(UKAITUU Bpadel « CHHAPOMBI ¢ HAPYIIEHUEM YUCIIa ayTOCOM,
MOJIOBBIX XPOMOCOM, MUKPOJIEJIELIMOHHBIE 1 MUKPOIYTLTUKAIIMOHHBIE CUHIPOMBI»
CO CPOKOM OCBOCHHUSI 36 aKaJeMUIECKUAX YaCOB IO CIEIUANBHOCTH «I €HEeTHKa.

1 reMaTOJIOTUH U TPAHC(Y3HUOJIOTHH (C KypCOM KITH-
Kadenpa HUYECKOU J1abOpaTOPHOM JTUArHOCTUKH, TEHETUKHU U
71a00paTOPHOI TEHETUKH )
2 MOBBIIIEHUS KBAM(PUKAIIMU U TPOQEeCCHOHATEHON
DakynapTET nepenoarotroBku cnenuanctoB ®I'bOY BO
PoctI MY Munsznpasa Poccun.
3 ®I'BOY BO PoctI'MY Munsapasa Poccun 344022, Po-
CTOBCKas o0nactb, r. Poctos-Ha-/lony, nep. Haxu-
YEeBAHCKUH, 38, KOHCYJIbTaTUBHAS MOJMKIMHUKA
®I'BOY BO PoctI'MY Munsapasa Poccun 344022, Po-
Anpec (6a3a)
CTOBCKas o0nactb, r. Poctos-Ha-Jlony, nep. Haxu-
yeBaHCKUM, 38 JIeueOHO-TMarHOCTUYECKUI KOPITYyC
(JTutep: b-A), 5 arax) nabopaTopusi MEAULIUHCKON
ICHETHKH, yueOHass komHata Nel, 2
4 3aB.I<a(be PO [TaToxun FOpuit BacuibeBuu
5 OTBEeTCTBEHHBIN Awmenuna Cetrnana CepreeBHa
COCTaBUTEJIb
6 E-mail samelina60@mail.ru
7 Mo0. Tenedon +7(988)994-43-95
8 Kabunet No 106
9 VYyeOHas quCIU- CeneTika
TJIMHA
10 Yuebnsiii mpeamet |['eHeTnka
11 YueOHblit rog co- |2021
CTaBJICHUS
12 CrnenuaabHOCTh I'enernxa
13 ®opma 00ydyeHHus: |04HOE
CHUHAPOMBI C HAPYIICHUEM YHCIa ayTOCOM, TOJIO-
14 Monynb BBIX XpOMOCOM, MUKPOJICTIEIMOHHBIE U MUKPOJTY-
TUTMKAIMOHHBIE CHHIPOMBI
15 Tema XPpOMOCOMHBIE CUHIPOMBI C HAPYIIEHUEM YHCIIa
ayTOCOM M TOJIOBBIX XPOMOCOM
16 [Tonrema -
17 KosnmyectBo Bo- |20
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IPOCOB

18 Tun Bompoca single
19 Hctounmk
CHHIIpOMBI C HAPYIIICHUEM YHCIIa ayTOCOM, TIOJIO0-
20 Monynb BBIX XPOMOCOM, MHUKPOJICTICIIUOHHBIC 1 MUKPOTY-
TUTMKAIMOHHBIC CHHJIPOMBI
MuUKpoAeIeIMOHHbBIC I MHUKPOTYTUTHKAITMOHHBIC
21 Tema CUHAPOMBI i CHHJIPOMBI OJTHOPOUTEIHCTKUX JTH-
COMHUI
22 [Toarema -
KonnuecTBo Bo-
23 5
IPOCOB
24 Tumn Bompoca single
25 HcTtounuk
CHuHAPOMBI C HAPYIICHUEM YHCIIa ayTOCOM, TT0JIO0-
26 Monynb BBIX XpOMOCOM, MUKPO/ITIEIIMOHHBIE 1 MUKPOTY-
TJTUKAITMOHHBIC CUHIPOMBI
27 Tema [{uTOreHETUUECKUN METO/T
28 IToarema -
KosmaecTBo Bo-
29 16
IIPOCOB
30 Tumn Bompoca single
31 HcTtounuk
CHHIIpOMBI ¢ HAPYIIICHUEM YHCIIa ayTOCOM, TIOJIO0-
32 Monynb BBIX XpOMOCOM, MUKPO/ICTCIIMOHHBIE 1 MUKPOTY-
TJTUKAITMOHHBIC CUHIAPOMBI
33 Tema MornekynsapHO- HTUTOTEHETHYECKUNA METOT
34 ITonTema -
KonuuecTtBo Bo-
35 14
IIPOCOB
36 Tun Bompoca single
37 Hctounuk -
CnMcOK TeCTOBBIX 3aaHUI
1 1

YaBoeHue 4acTu reHeTU4YeCcKoro maTte-
prana Ha XpomMoCOME - 3TO

Jeneuus

20




TpaHcaokanus

HNnBepcus

Jyrumikanust

Cunnpom /layHa- 310 TprCOMUS 1O
nape ayTocom

21

13

18

8

DEHOTUNTMYECKNE IPU3HAKA CUHIPOMA
JlayHa BKIIFOYAIOT:

YMCTBEHHAsI OTCTaJIOCTh, BBICTYTIAK0-
Ui 7100, MacCUBHBIN TT0100POJIOK,
MaKpOOPXH3M, OOJIBIIIKE OTTOIBIPEH-
HBIC YIIIN

YMCTBEHHAs1 OTCTAJIOCTh, MBIIIECYHAS
TMIIOTOHUS, IJIOCKOE JIUL0, MOHTOJIO-
WJIHBIM pa3pes rias3

MUKpoIehans, TOJIUIAKTHINS, pac-
niesrHa ryobl 1 HeOa

KJIMHOJAKTHIIHS, STTUKAHT, CHHODPH3,
omarornesne

@eHOTUNIMYECKNE IPU3HAKA CUHIPOMA
[Tatay BKJIFOYAIOT:

MUKpoIiedamus, paciieanta ryosl u
HeOa, SKTPOAAKTUIINS, ITUKIIOTIHS

MUKpO(TaNbMHUS, paciiesiiHa ryObl U
Heba, MUKpoLeanus, MOIUAAKTUIIS

MOHTOJIOUTHBIN pa3pes ria3, Ghiaekcop-
HOE TOJIOKEHUE KUCTEH, nedopmarius
yepena, nopoku JXKT

KJIMHOAAKTUJINS, DTIUKAHT, CHHO(pU3,
ombaronesne

DEHOTUNTNYECKHE MMPU3HAKU CUHIPOMA.
DnBapjica BKIOYAIOT:
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MUKpoliedanus, akpOMUKPHS, paciiie-
JuHa ryobl 1 He0a cuHodpu3

MUKpPO(TaIbMUS, TPhhKa ITYTTOYHOTO
KaHATHUKa, 9K30()TabM, TIOJIUJAKTUIINS

MpeHaTagbHas TUIOIUIA3Us, CTOIa-
Kayayika, (PIIeKCOpHOE MOJI0KEHUE
nanblieB PYyK, JoIuxouedanus, mopoKu
XKKT

KJIMHOAKTHUIIMS, SIIMKAHT, CHHO(pHU3,
omarornesne

Cunnpowm IlaTtay- 3T0 TprcoMus Mo
nape ayTocoM

21

13

18

8

Cungpom DaBapca- 3T0 TPUCOMUS 10
nape ayTocoM

21

13

18

8

DeHOTUNHYECKUE MPU3HAKU: MTPEHa-
TaJbHas TUIOIIA3Ms, CTOMA-Kayaska,
(excopHOE MOJIOKEHUE NANIBLIEB PYK,
nonuxouedanus, mopoku KKT Berpe-
YaroTCs PU CUHAPOME

c. lllepemesckoro- TepHepa

c. Knaitndenvrepa

c. DnBapca

c. AHrenpMaHa

DeHOTUITMYECKHE TPU3HAK: MUKPOD-
TaJdbMUsl, pacillejnHa ryosl U Heba,
MUKpotedanus, MoIuIaKTUIINS BCTpe-
JaeTcs MPU CUHIPOME
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c. lllepemesckoro- TepHepa

c. Knsitadensrepa

c. [laray

c. AHrenpmMaHa

10

deHoTMNNYECKME NPU3HAKU: YMCTBEH-
HaA OTCTA/IOCTb, MblLLUEYHAA rMNOTo-
HWA, NJOCKOE NIULL0, MOHTO/IONAHbIN
pa3pes rnas BCTPeYatoTca Npu CUH-
Apome

c. lllepemesckoro- TepHepa

c. Knaitndensrepa

c. Jlayna

c. A"Hrenpmana

11

K aHeynnongmam oTHoCATCA:

TPUCOMHHU U MOHOCOMHNH

TPHUILNIONIWHU U TCTPAIIJIOUINH

TPUCOMHUHU U TPUILNIIONTNH

MOHOCOMMH U TPHUILNIOUIUH

12

MoHocomusa — 370:

M30BITOK OJTHON KaKOH-IM00 XPOMOCO-
MBI B KAPUOTHIIC

OTCYTCTBHUC ITIapbl TOMOJIOTHYHBIX XPO-
MOCOM

3TO U30BITOK ABYX WJIN 0OJIEE XPOMO-
COM

HEXBATKA OAHOW XPOMOCOMBI

13

Tpucomma — ato:

M30BITOK OJTHON KaKOH-TM00 XPOMOCO-
MBI B KAPUOTHIIC

OTCYTCTBHUC ITapPbl TOMOJIOTMYHBIX XPO-
MOCOM

3TO U30BITOK ABYX WJIH OOJIEe XPOMO-
COM

HEXBATKa OJHOM XPOMOCOMBI

23




14

Monncomma — aTo:

M30BITOK OJTHON KaKON-TM00 XPOMOCO-
MBI B KAPUOTHIIC

OTCYTCTBHUC 11aPbl TOMOJIOTHYHBIX XPO-
MOCOM

3TO H30BITOK ABYX HWJIN Ooiee XpOMO-
COM

HCXBATKa O,Z[HOI>'I XPOMOCOMEI

15

AHOMaIMN XPOMOCOM MOTYT ObITb:

YHCJIOBBIE U CTPYKTYPHBIE

YU CJIOBBIC U ITO3NITMOHHBIC

CTPYKTYPHBIE€ W TO3UIIUOHHBIC

YUCJIOBBIE, CTPYKTYPHBIE U TO3UIIMOH-
HBIE

16

CTPYKTYpPHble aHOMA/IMM XPOMOCOM
MOTYT ObITb:

cOaJIaHCUPOBAHHBIMU

HecOaTaHCUPOBAaHHBIMU

C6aHaHCI/IpOBaHHBIMI/I H COYCTaHHBIMU

C6aJ'IaHCI/IpOBaHHI>IMH u H€C6aﬂaHCI/IpO-
BaHHBIMH

17

K cbanaHcMpoBaHHbIM XPOMOCOMHbIM
aHOMaNNsAM OTHOCMKTCA:

Jeneuus

Jyrumikanust

Pemmnmukanms

TpaHciokanus

18

Heneuus - sTo:

MMEPCHOC yHaCTKa XpOMOCOMEI Ha HECTO-
MOJIOTUIHYHO XpOMOCOMY

MOTEPSI Y4aCTKA XPOMOCOMBI

yJIBOCHHE Y4acTKa XpOMOCOMBI

YTPOEHHUE y4aCTKa XPOMOCOMBI
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19

Adynnankauna — aTo:

IIEPEHOC Y4aCTKa XPOMOCOMBI Ha HETO-
MOJIOTHYHYIO XPOMOCOMY

MOTEPS Y4ACTKA XPOMOCOMBI

YABOCHHUE YYaCTKa XPOMOCOMBI

yTPOEHHUE y4aCTKa XPOMOCOMBI

20

TpaHcnoKauma - 3To:

NepeMENICHHE N'eHETUYECKOT0 MaTepH-
aja OJTHOM XpOMOCOMBI Ha APYTYIO

YABOCHHUC KaKOT0-JIM0O JIOKYCa XpOMO-
COMEI

IIOTCPA Y4ACTKa XPOMOCOMBI

YTPOEHHE y4acTKa XPOMOCOMBI

deHOoTUNUYECKNE NPU3HAKU CUHAPOMA
Munnepa-[lukKkepa BKIKOYAIOT:

YMCTBEHHAsl OTCTaJIOCTh, OTCYTCTBUE
peuH, aTakcusi, NPUCTYIbI OECITPUUHH-
HOT'O cMeXxa

IPYLIEBUIHBIA HOC, TUIIEPILIa3Us HAXK-
HEW YEIIFOCTH, MHOKECTBEHHBIE XPsIIe-
BbI€ IK30CTO3bl, KOHUYECKUE IMUPU3HI,
3a/1epKKa IICUXOPEUYEBOr0 Pa3BUTHA,
YMCTBEHHAsl OTCTAJIOCTh

nuccaHedanus, TucMopdus JIUIEBOTO
yeperna, Mukporedanus

OKMPCHUC, MBIIIICYHAsA TMIIOTOHUA, '~
IIoroHaaui3mM, MaJICHbKHUEC KHCTH U CTO-
IIbI

deHOTUNNYECKME NPU3HAKN CUHOPOMa
AHrenbmaHa BKAOYAOT:

YMCTBEHHAsl OTCTaJIOCTh, OTCYTCTBUE
peuu, HapyIIeHUE TOXOIKH, PUCTYIIbI
OCCIPUYMHHOTO CMeXa, UPOKUM POT,
PEIKO PaCIOIOKEHHbBIE 3yObl

prmeBI/II[Hblﬁ HOC, THIICPILIa3usd HUXK-
HEeH YCIIOCTH, MHOKCCTBCHHBIC XPAIIC-
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BBIC 5K30CTO3bI, KOHUYCCKHEC 31'[1/1(1)1/1351,
3aJICPKKaA IICUXOPCUCBOT'O pa3BUTHA,
YMCTBCHHAA OTCTAJIOCTDh

JII/ICCBHHe(i)aJII/IH, 0COOCHHOE JUno, ym-
CTBCHHAaAs OTCTAJIOCTD

OKNPCHUC, MBIIIICYHAs TMIIOTOHUA, T'H-
IIOoroHaan3mM, MaJICHbKHUEC KMCTH U CTO-
IIbI

deHOTUNUYECKNE NPU3HAKU CUHAPOMA
MNpagepa-Bunnu BraoyatoT:

YMCTBEHHAs1 OTCTAIOCTh, OTCYTCTBUE
peur, aTakcusi, NPUCTYIbI OECITPUUHH-
HOTO CMeXxa

I‘pymeBI/IIIHI:Jﬁ HOC, THUIICPILJIa3uA HUK-
HEH YCJIIIOCTH, MHOKCCTBCHHBIC XPAIIC-
BBIC OK30CTO3bl, KOHUYCCKHC BHI/I(i)I/I?;I)I,
3aCPKKa IICUXOPCUYCBOI'O PA3BUTHA,
YMCTBCHHAsA OTCTAJIOCTDh

nuccaHuedanus, 0coOeHHOE U0, YM-
CTBEHHAs! OTCTAJIOCTh

OKNPCHUC, MBIIIICYHAs T'MIIOTOHUA, T'H-
IIoroHaau3mM, MaJICHbKHUEC KHNCTH U CTO-
IIBbI

deHoTMNNYECKME NPU3HAKU: YMCTBEH-
HaA OTCTa/IOCTb, OTCYTCTBME peun,
HapyLlleHne NoXoAKM, NPUCTynbl bec-
NMPUYMHHOIO CMeXa, LUMPOKNUI poT,
peaKo pacnonoXeHHble 3ybbl BCTpe-
YyaroTcA NpU CMHAPOME

c. lllepemesckoro- TepHepa

c. Knsitndensrepa

c. DnBapca

c. AHrenpmMaHa

deHoTMNNYECKME NPU3HAKN: JINCCIH-
uedanma, gucmopdPua 1MueBoro Yepe-
na, MMKpouedanuna BCcTpeyatoTcsa npu
cuHApome
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c. lllepemesckoro- TepHepa

¢. Munepa-/lukkepa

c. DnBapca

c. AHrenpmMaHa

NHTepdasHbin FISH-aHann3 He no3Bo-
nAeT:

ONpEeaeNsITh HApyLIEHUE YHUCIIA OTIEIb-
HBIX XpPOMOCOM

OIIPCACIIATH TPAHCIIOKAIIUH

ONpPEEIISTh IPOUCXOKICHUE MAPKEP-
HBIX XPOMOCOM C BOBJICYEHUEM IICH-
TpOMep

OnpenensaTh Aefieunuu (MUKPOIACIICIINN )
1 aMIUTMUKAIIMN Y4aCTKOB XPOMOCOM

FISH-aHanu3 ncnonb3syeTca Ha NPaKTu-
Ke B HMXXenepeumncsieHHbIX CNy4dasX,
Kpome:

KaK METOJ] UCCIIEIOBaHUs B IIPEHA-
TaJIbHOU JUArHOCTHUKE

JUTSL OTIPEICIICHUST OMOJIOTHYECKOTO
pOJICTBA

B OHKOJIOTHMH

B HpeHMHHaHTaHHOHHOfI ANAardHOCTHUKEC

B cnyyae npoBeaeHuMA NnpeHaTaibHOM
AVNArHOCTMKM C NOMOLLLbIO MHTEePda3HO-
ro FISH-aHanu3a, oona KNeTok, cange-
TEeNbCTBYHOLLAA O CYLLECTBOBAHMMN aHO-
MaIMN YNCNa XPOMOCOM, NO KpanHew
Mepe, B Mo3an4yHoM popme

9%

%

10%

20% u Ooee

LluToreHeTunKa - aT0:

pa3acii TICHCTUKH, I/ISYT-IaIOHII/If/’I XPOMO-
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COMBI, UX CTPYKTYpPY ¥ aHOMAJIUU

METOJ] U3YUYEHHUS MaNHUIIPHBIX Y30POB
[1aJIbIIEB U JIAJOHEN

pazjies OMOJIOTHH, U3YYaIOIINi OCJIKH,
X QYHKIIUU U B3aUMOJICHCTBUS B JKU-
BBIX OpTaHU3Max

METO]T TCHeTUKH OCHOBAaHHBIM Ha aHa-
JIM3€ POJIOCIOBHBIX

Kakol meToa, oKpalmMBaHMA XPOMO-
COM, MCNONb3YIOLWMINCA NPU NpoBeae-
HUM UUTOreHEeTUYECKOro ucciesoBa-
HWA, He NO3BOJAET BbIABUTb UX IMHEN-
HYO0 HEO4HOPOAHOCTb U/ onpeae-
NNTb cneumduryeckme XpOMOCOMHbIe

CTPYKTYpbI:

G-oKkpainBaHue

R-oxpammBanue

RV-meton

Q-oKpaiBaHue

N3 HuKenepeumcneHHoro, gna npose-
AEHUA UMTOreHeTUYEeCKoro aHaaun3a
NCNONb3YHOT:

JICUKOITUTHI

HEUTPOPHIIBI

703UHO(UIIBI

JTUMQOITUTHI

[ns onpeneneHma onyxoieBoro Kapu-
oTMna Npu remob1acTo3ax yalle uc-
NoNb3yHOT:

¢bubpobIacTHI

6a30¢h Bl

703UHO(DUIIBI

KJICTKH KOCTHOT'O MO3ra

Mpu NpoBeAeHUN LUTOreHEeTUYECKOTo
nccnepoBaHUA npoueaypa (atan) ob-
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paboTku maTtepuana 0,56% pactBopom
KCl Ha3bIBaeTcA

HaAKOIICHUC WJIHW BBIACICHUC MUTOTH-
YCCKHUX KIICTOK

TUNIOTOHUYECKas 00paboTKa

dukcanus KIeToK

PaciuIaCTbIBAHUC XPOMOCOM Ha IIPCa-
MCTHOM CTCKIJIC

[lns npoBeaeHMA LUTOreHeTUYeCcKoM
ANArHOCTUKM NyTEeM aHanM3a MeTa-
$a3HbIX XPOMOCOM HE UCNONb3YIOT:

JTUMQOITUTEI

KJIETKH II/TT CKEJICTHBIX MBIHIIT

KIJICTKH KOCTHOI'O MO3ra

KJIETKH aMHHOTHYECKOM KHNIKOCTHU

10

B ocHoBe onpegeneHuna Kapmotuna
(KapnoTUNNPOBAHMUA) IEIKUT:

MOMYJISAIIHOHHO-CTATUCTHISCKHE
HaOII0IEHUS

I_[I/ITOFGHGTI/I‘-IGCKI/Iﬁ aHaJIn3

IMOJIMMCPAa3Hasd HCIIHAA pCAKIINA

OMOXMMHUYECKUH aHaJIN3

11

Mpn nposegeHUN LNUTOreHETUYECKOro
ncenegosaHUA (I)I/IKCHLI,MH maTtepmana
OCyLLEeCTB/IAETCA CMECbBIO:

MeTtaHotsa u 70% yKCyCHOM KUCIIOTBI
(1:1)

METaHOJIa U JIEASHON YKCYCHOU KUCIIO-
ThI (1:3)

METaHOJIa U JIEASHONU YKCYCHOM KUCIIO-

ThI (3:1)

MetaHosa 1 70% yKCYyCHON KHCIIOTBI

(3:1)

12

Kakoi meTop oKpalmMBaHUA XPOMO-
COM, MCNONb3YIOLWMINCA NPU NpoBee-
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HWUM LLUTOreHEeTUYEeCKOro nccaenosa-
HUWA, NoA4pPa3yMeBaeT UCNONb30BaHMe
bnyopecueHTHbIX KpacuTenemn

G-okpainBaHue

R-okpamvBanue

C-okpacka

Q-okparuBaHue

13

OTMeTbTe HenpaBUAbHOE YTBEPKAE-
Hue. Mo noKanmnsaumm BblAENAIOT Cne-
Ayowme Tmnbl C-NO3UTUBHOIO XPOMa-
TUHa:

LIEHTPOMEPHBIN, XapaKTEPHBIN 1JIs
BCEX XPOMOCOM C HEOOJIBIITUMHU IeTe-
POXPOMATHHOBBIMU OJIOKaMU;

KpyIHbIE€ OJIOKH, pacrojiararmimuecs B
MPULICHTPOMEPHBIX palloHaX JITMHHBIX
ey xpomocom 1, 9, 16;

010K IreTCpoXpOMAaTHHA HA HHCT&HBHOﬁ
YaCTU IJIMHHOTIO I1JICHAa XPOMOCOMBI Y;

TepMUHAJIbHBIE (KOHIIEBBIC) PETHOHBI
€4 XPOMOCOM .

14

Mpw KyNbTUBUPOBAHUM KNETOK Ha NKU-
TaTeNbHOM cpeae GpUToremarrNtoTUHUH
(PrA, PHA) ucnonb3syetca B KayecTse

MHUTOI'CHaA

O0ydepHOro KOMIOHEHTA

AHTUOMOTHUKA

AHTUMHUKTOTHYCCKOI'O KOMIIOHCHTA

15

LluToreHeTunKa - aT0:!

METOJ U3YYEHHUS MANWUISIPHBIX Y30POB
OaJbIEB U JaJOoHEHN

paszel FeHeTUKH, N3YYaroIUi XpOMO-
COMBI, UX CTPYKTYPY U aHOMAJIUH

pazjes OMoJIOrKH, U3YYaloIIUi OEJIKH,
uX QYHKIIUU ¥ B3aMMOJICHCTBUS B JKHU-
BBIX OpraHu3Max

[Mutorenerrka - 3To:
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16

Kakol meToa, oKpalmMBaHMA XPOMO-
COM, MCNONb3YIOLWMINCA NPU NpoBese-
HUM UMTOreHETUYECKOro UccieaoBa-
HWA, He NO3BO/AET BbIABUTb UX INHEN-
HY0 HEO4HOPOAHOCTb UM onpeae-
NNTb cneumduryeckme XpOMOCOMHbIe

CTPYKTYpbI:

Q-okpammBaHue

RV-meron

C-okpacka

Y10 M3 NnepeyncneHHoOro He OTHOCUTCA
K MOﬂeKYI'IFIpHOl;'I LNTOreHETUKE:

FISH

GTG

mFISH

SKY

TaK Ha3biBaemble yHUKaNbHble [AHK-
30HAbI 3TO:

ToTanbHas Qppakuus reHomHon JJHK

nocaenoBarenbHoctu JJHK, komme-
MEHTapHBIE K IEHTPOMEPHOMY T'€TEPO-
XPOMATUHY

(b1yopeciieHTHbIE XUMUYECKHNE METKH

KJIOHUPOBAHHBIE MTOCIIEA0BATEIbHOCTU
JHK, cTporo cnienuduanbie A1 Onpe-
JEJIEHHBIX PallOHOB XPOMOCOM HJIA OT-
nenbHbIX TeHoB (LSI)

KomnnemeHTapHoe B3anmoaencrasme
AHK-30Ha08B ¢ yyactkamun AHK nccne-
AYyemMoro matepuana, ocylLecrsasemoe
HenocpeaCcTBEHHO Ha LMUTONOMMYECKUX
WU TUCTONIOFMYECKUX NpenapaTax 3To:

MapkupoBaHue («meuyenuey) JTHK-
30HJ0B

aMITi(uKamnys curHanza
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peakius ruopuan3alym in situ

nenarypamusa JHK Ha xpomocomMHOM
npenapare

MeToza, no3BostoWmiA NPOBECTH
CKPUHWHT BCEro KapuoTuna Ha npea-
MET YNCNOBbIX N HecbalaHCUPOBAHHbIX
XPOMOCOMHbIX NepecTpoek, He Nony-
Yyas NPU 3TOM NpenapaToB XPOMOCOM
N3 aHaM3Mpyembix 06pasL0B TKAHEN:

FISH

G-band

mFISH

CGH

CGH:

omnpenenseT coOaTaHCUPOBaHHBIE XPO-
MOCOMHBIE abeppalfu, METOI He
MIpeTHA3HAYCH JIJIST TTIOMCKA XPOMOCOM-
HOro aucoOajaaHca

«CKaHHPYET» BECh KAPUOTHUI Ha MPEJI-
MET YKCJIOBBIX U HECOATaHCHPOBAaHHBIX
XPOMOCOMHBIX MEPECTPOECK, O€3 MPSIMO-
r0 OCMOTpPa XpOMOCOM aHATU3UPYEMBIX
00pasIon

oOJnagaeT BHICOKOW pa3peliaroliei
CIOCOOHOCTBIO, TTIO3BOJISIOLIEH Ompe-
JEJATH MOCIEN0BATEIbHOCTD HYKIIEO-
TUJOB U TOYHYIO CTPYKTYPY XPOMO-
COMHOM IEPECTPONKH

MPEACTABIISIET COOOM MPSAMOM aHAIH3
MIPOUCXOXKICHHUSI XPOMOCOMHBIX Tepe-
CTPOEK MyTEM OJTHOBPEMEHHOTO HC-
MOJIb30BaHUs B €IMHOM peaKIuu ru-
opuau3anun Heckoabkux JJHK-30H10B,
MEUYEHHBIX Pa3HBIMU (ITFOOPOXPOMaMU

TemnepaTtypa rmbpmnansauymm JHK-
30HA0B npu nposegeHnn FISH:

komHaTHas (~20°C)
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90-95°C

70-75°C

37-42°C

[MpoBeneHne monekynapHo-
LUTOreHeTUYeCcKoro nccsiiegoBaHnA me-
Togom FISH nokasaHo npu kapuoTtune

46, X, X (1)

45X0/46X mar+

45X0/46XX

[TpoBeneHue MOJIEKyIIPHO-
IIUTOTCHETHYECKOTO MCCIIC0OBAHUS Me-
tonoM FISH nokazano npu kapuotune

MoneKkynapHo-uMToreHeTMyYecKas ama-
FHOCTMKA XPOMOCOMHbIX MUKpOAe ie-
LI BO3MOXHa C UCNONb30BaHNEM Me-
ToAa

mFISH

HP-CGH

SKY

MeTog0M MONEKYNAPHO-
LMTOreHEeTMYECKOro NccreaoBaHuA,
OCHOBAHHbIM Ha MNPUHLUNE KOHKY-
peHTHOM rmbpunansauymmn JHK-
BUBJ/TMOTEK, aBnaeTca

CrnekTpajibHOE KapUOTHUIIUPOBAHUE
XpPOMOCOM

dmoopectienTHas iN Situ rudpuan3a-
aust

CpaBHuTeIbHAS TEHOMHAS THOpHUIN3a-
S

MeTtonom MOJEKYIISIpHO-
LUTOT€HETUYECKOTO UCCIIEOBaHUS,
OCHOBAaHHBIM Ha MPUHLUIIE KOHKY-
penTHOM rubpunuzanuu JJTHK-
BUBJIMOTEK, saBnsercs

10
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Hanbonee apdekTUBHbIM NOAXOA0M K
MOJIEKYNAPHO-TEHETUYECKOMN ANarHo-
CTUKe HacneACTBEHHbIX OMYyXONeBbIX
CUHAPOMOB AB/AETCA aHANU3

MyTanuii B «ropstaux» TOYKax reHOB
HACJIEICTBEHHBIX OITyXOJIEBBIX CHH-
JPOMOB

Komnwuiinoctu ydyactkoB B JJHK xpomo-
COMHBIM MUKPOMATPUYHBIM aHAJTU30M

['eHOB HACJIEICTBEHHBIX OITyXOJIEBBIX
cunipomoB MeTosIoM NGS

Hawn6Gonee 3¢ pexTHBHBIM TTOIX0/I0M K
MOJICKYJISIPHO-T€HETHYECKOM JTHarHO-
CTHKE HACJICACTBCHHBIX OIyXOJIEBBIX
CHUHJIPOMOB SIBJISICTCS] aHAIIN3

11

[N MONEeKYyNAPHO-UMTOreHETUYECKOM
ANArHOCTUKM TEPMUHANBbHbIX MUKPO-
Aeneymii XpoMmocom cneayet Ucnonb-
30BaTb

cyorenomepusie JIHK-30H151

Xpomocomo-crnenudpuueckue JJHK-
OnOIMOTEKN

CrnekTpalibHOE KapUOTHIIUPOBAHUE
XpPOMOCOM

JIns1 MOJIEKYISIPHO-LIUTOT€HETUYECKON
JAArHOCTUKU TEPMUHAIBHBIX MUKPO-
JEJICUN XPOMOCOM CJENYET UCIIOJIb-
30BaTh

12

MoneKkynapHo-UuTOreHeTU4YeCKana ama-
FTHOCTUKa MmunKkpoaeneuymnoHHOro CUH-
APpOmMa BO3MOXKHa C NTOMOLbIO

CnexTpanbHOro KApUOTUIIUPOBAHUS

dnyopectieHTHO# IN Situ ruOpun3a-
uu ¢ [IHK-30u1aMu crieriuuaHbIMU K
LIEHTPOMEPAM XPOMOCOM

dnyopectieHTHO# N Situ ruOpun3a-
unu ¢ yHukanbHbiMu JIHK-30H1aMu

MOJ'ICI(YJ'IHPHO'HI/ITOFeHeTI/I‘—IeCKa}I Jua-
I'HOCTHKA MHUKPOACICIMNOHHOI'O CHH-
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ApoOMa BO3MO’KHA C ITOMOIIBIO

13

K MONEKYNAPHO-LUNTOreHETUYECKMUM
MeToAaM ANArHOCTUKN XPOMOCOMHbIX
6onesHen OoTHOCAT

dyopeciieHTHYIO IN Situ rudbpuau3a-
o (FISH)

MaccoBoe napamiebHOe CEKBEHUPO-
BaHWC

III1P B pexuMe peasbHOro BpEMEHU

K MOJICKYJISIPHO-IIUTOT €CHETHICCKUM
METOJIaM JTMaTHOCTHKH XPOMOCOMHBIX
00JIE3HEN OTHOCAT

14

B MOJIEKYNIAPHO-LUUTOreHETUYECKOM
nccnefoBaHUU HTepdepomeTp 1c-
NONb3yeTCA C LeNbio

CTIIEKTPAJIBHOTO KApUOTUITUPOBAHHUS
xpomocoM (SKY)

MHOTOIIBETHOT'O OKPAIITUBAHUS XPOMO-
com (MFISH)

MHOTOIIBETHOTO CETMEHTUPOBAHUS
xpomocom (MBAND)

B MOJICKYJIIPHO-IIUTOI€HETUYECKOM
UCCJIEI0BAaHUH UHTEP(HEPOMETP UC-
IIOJIB3YETCSI C LIEJIBIO

35




2 KoHTpoJibHBbIE BONPOCHI /1JI51 MTOTOBOI aTTeCTAlMU

1. Cunnpom Mukpozeneuuu 1p36 - 3THOJIOTHS, KIMHUYECKAs KAPTUHA, TUTHO-
CTHKa

2. Cunapom Bonbsda-Xupmxopra (menerust B ydactke 4pl6) - sTuosorws,
KJIIMHAYECKasi KapTHHA, TUAarHOCTUKA

3. Cunapom «kpuka komkm» («cri du chat», geneuust B yuactke Spl5.2) —
ATUOJIOTHSI, KIIMHUYECKasi KapTHUHA, TMarHOCTHKA.

4. Cungpom Bunbsmca (menenus B yuactke 7ql11.23) — stuosorusi, KiuHuYe-
CKas KapTUHA, JUAarHOCTUKA

5. CunapoMm AHrenbmaHa (JIeJelus UIU YHUITAPEHTAIbHAsL TUCOMUS B YUACTKE
15q11.2q13 maTepuHCKOrO MPOUCXOXKJICHHUS) — ITUOJOTHS, KIMHHYECKas
KapTHHA, TMAarHOCTHKA

6. Cungpom Ilpanepa-Bumnm (menmenusi wiu yHUTIApeHTaJdbHAas TUCOMHS B
yuactke 15q11.2q13 OTIOBCKOTO MPOUCXOXKIEHHUS) — ITUOJOTHUSI, KIMHUYE-
CKas KapTHHA, TUAarHOCTHUKA

7. Cunapom Cmut-Maxenuc (aeneuus B yyactke 17pl1.2) — stronorus, Kiu-
HUYEeCKasl KapTHHA, TUarHOCTUKA

8. Cunapom mukponenenuu 22ql1.2 — s3Tronorus, KIMHUYECKas KapTUHA, JH-
arHoCTHKa

9. Cunnpom mukpozeneruu 22q13.3 — aTHoNIOTUS, KJIMHAYECKas: KapTHUHA, JTH-
arHoCTHKa,

10. Ayrmukanus 4p16.3 — 3THONOTHA, KIMHAYECKAs! KapTHHA, TUAarHOCTUKA

11. Aynmukanust 7p22.1 - 3THONIOTHS, KIIMHUYECKasi KapTHUHA, IMarHOCTHKA

12.CtpyKTypHasi Opranu3aius XpoMOCOM

13.0OnHOpOANTENBCKAS JUCOMUS- OTPEACIICHUE, STUONOTHS, TIPUMEPHI, KIHHH-
Ka

14.T"eHOMHBIN UMIIPUHTHUHT - ONIPE/IETIEHUE, MPUMEpHI, d3THoNorus. KnnHuka

15.TToHsiTHE O TETEPOXPOMATUHE U DYXPOMTHHE

16.Tumsr xpomocomuoit JTHK

17.XpoMOCOMHBIE MyTallUU

18.'enoMHBIC MyTaITUU

19.T111P-onpenenenue. Onucanue MaToaa

20.CexBeHUpOBaHKE-OIPEICTICHNE, OTMCAHNE METOIa

21.FISH —onpenenenue, onrcanne MeToaa

22.CGH- onpenenenue, onucaHue MeTo1a

23.Buzpl okpammBaHus IPU UCTIOIB30BAHUH IIUTOTEHETUIECKOTO METO 1A

24 1lentpomepocnieniupuanbie, XpOMOCOMOCTIEITU(DUIHBIC, TEHOMHBIE W YHU-
kanbHble [JHK 30H1BI-ONIpEACTEHNE

25.Cunnpom JlayHa- 3THOJIOTHS, KIIMHUKA, JUATHOCTUKA

26.Cunnpom Ilatay- 3THOJIOTHS, KIMHUKA, TUATHOCTUKA

27.CunapoM DnBapjca- 3TUOJOTUs, KIMHUKA, TUarHOCTHUKA

28.Cunapom Kisiiindenbrepa- 3THONIOTUS, KIIMHUKA, TUarHOCTUKA

29.Cunnpom TepHepa- 3THOJIOTHS, KIIMHUKA, JTUATHOCTUKA
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