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Ileab M3yYeHHs JUMCIMILIHHBI. C()OPMHPOBaTh IPEACTABIIEHHS Y OOy4YaromIpXcs 00
OCHOBHBIX ITPHHI[MIIAX H MeXaHH3Max pealH3al[ii HacleJCTBEHHOH HH(OPMAIHH Ha
XPOMOCOMHOM YPOBHE.

3aaaun n3yJYeHHs JHCIHILIHHDI;

I. 3HAKOMCTBO C COBpPEMEHHBIMH TeOPeTHUYeCKHMH  OCHOBAaMH  BO3HHKHOBEHHS
HacJeJICTBEHHBIX XPOMOCOMHEIX 00JIe3HEH.

2. @QopMHpOBaHHE IIPAKTHYECKHX HABBIKOB II0 OCHOBHBIM METOJAaM KIAaCCHYECKOIO
I[HTOreHeTHYECKOI'0 00CIeIOBAHI S ITAIHEHTOB.

3. H3yyeHHe HOPMAJIbHBIX H aHOMAIIFHBIX KapHOTHIIOB YEJIOBEKA.

TEMA 1. MYTAIMOHHAA HU3MEHYNBOCTHD H XPOMOCOMHAA
ITATOJIOTHA

HMctopus pasBUTHS KIMHHYECKOH I[HTOrEeHEeTHKH. OTKPBITHE MOJAJIbHOIO 4HCIIA
XPOMOCOM B KapHOTHIIE YelIoBeKa. Pa3zpaboTka MeTOMOB ITPHIOTOBJIEHHS IIPEIapaToB XPOMOCOM
yernoBeka. OTKPBITHE OCHOBHBIX XPOMOCOMHBIX 3al0oneBaHmii 4elloBeKa. OTKPBITHE
XPOMOCOMHOH ITaTOJIOTHH B 3aMepINHX OepeMeHHOCTSIX PaHHero Cpoka. Paspaborka MeTOHOB
IH(depeHIaTbHOIO OKpaIllHBaHHI XPOMOCOM 4YelIoBeKa. MekmyHapoaHas IHMTOIeHOMHAS
HOMEHKIIaTypa XpPOMOCOM YelloBeKa. PazpaloTka MOIEKVISPHO-IIHTOTeHETHYECKHX ITOAXOAO0B K
H3ydeHHio KapuHotHiila uejoeeka: FISH, mFISH, SKY, MSB, CGH, aCGH. IlpuHipie:
MOIEKYIISIPHO-IUTOIeHETHYECKHX METOIHK. CTpoeHHe H (PYHKIIHH XPOMOCOM YeloBeKa.
[IoHsSTHE KapHOTHIIA 4YelIOBeKa. AYTOCOMBI H I'OHOCOMBI, TOMOJIOTHYHBIE H HETOMOJIOIHYHBIE
XxpomocoMbl. IIoHsATHE XpomarHHa. KpaTkasgs  XapakTepHCTHKAa  SYXPOMATHHOBBIX H
reTepOXPOMAaTHHOBBIX PAHOHOB XPOMOCOM 4elloBeKa. [IoHsTHe KapHoTHITHpoBaHHS. [IoHSTHE
KapHOTIPaMMBbI XpOMOCOM 4YeJIoBeKa. Mopd OIOorHs XpoMOCOM YelloBeKa, IIEHTPOMEPHBIH HHIEKC.
[IoHsTHE CerMeHTOB XpoMOCOM. [IpHHIIHIIBEI O0O03HAYEHHS CETMEHTOB BAOIb IIIEY XPOMOCOM.
HManorpaMMel XpoMocoM 4YelnoBeka. MHHHMAIbHBIH YPOBEHb JH(depeHIHaIbHOH OKpacKH
XPOMOCOM ITPH KapHOTHITHPOBAHHH. PaIlepHbIe CETMEHTHI XPOMOCOM YelIoBeKa JJIS OIpedelIcHHS
YPOBHS pazpemnieHHs JH((epeHIHAIFHOIO OKpalmHBaHHA. [IpakTHuecKHe PpeKOMEeHIAI[HH II0
o0ecCIleyeHHIO KauecTBa H HaJeKHOCTH ILIHTOreHeTHYeCKHX HccleJoBaHHH. OCHOBHBIE CHMBOIIBL,
KOTOPHEIE HCITONIB3YIOT IIPH 3alicH (POpMyII KapHoTHIIA. IIOHATHE ITOIMHMMOpP(pH3Ma XPOMOCOM.
[ TormmopdH3M CEIrMeHTOB IIPHIIEHTPOMEPHOIO reTepOXpPOMATHHA. [ TomrmopdnsMm
SAPHIIIIKOOOPA3VIOIMX PailOHOB aKPOIIEHTPHYECKHX ayTocoM. MeTomHyeckie acleKThl
I[HTOreHETHYECKOIO aHalli3a IIpH OOHApYKeHHH ITOTHMOpP(HOro BapHaHTa. (OCOOEHHOCTH
I[THTOrEHETHYECKOIO 3aKIOUYEHHS B CIIyYae BBISBIEHHS XPOMOCOMHOI'O BapHaHTa. lIpHMeps
(p OpMYII KAPHOTHIIOB C BApHAHTaMH XPOMOCOM. XapaKTePHCTHKA ITOJHITIONH . XapaKTepHCTHKA
aHEeVIUIONANH. MeXaHH3Mbl BO3SHHKHOBEHHS TTOIMIUIONIHH H aHEYIUIOHIMI. XapaKTepHCTHKA
BHYTPHXPOMOCOMHBIX  IIEpecTpoecK.  XapaKTepHCTHKAa  MeXXPOMOCOMHEIX  IIepPeCTPOEK.
MexaHH3MBl BOSHHKHOBEHHS CTPYKTYPHBEIX IepecTpoeK. Cerperaiis JepHBaTHBEIX XPOMOCOM B
raMeTOreHe3e Vv HOCHTelleH cOallaHCHPOBAHHBIX CTPYKIYPHBIX IlepecTpoeK. lIpHMepsl
KapHOTHIIOB ¢ TeHOMHBIMH H XPOMOCOMHBIMH MyTarHsvH. [IpaBiia 3armcH (hopMylI KAPHOTHITOB
IpH OOHapPYyKEHHH T€HOMHBIX H XPOMOCOMHBIX MyTali. IIOHATHE MO3aHI[H3Ma XPOMOCOM.
OrpaHHYEHHBIH IUIAllEHTOH MO3AHIH3M H €0 IIOCIIeACTRHS IS Pa3sBHTHA ITIOAA.

IIpakTH4Yeckoe 3aaHHe
OsHakoMbTeCh C Oazoi JgaHHBIX PubMed. Haignre crarem II0  XpPOMOCOMHBIM

3a00IeBaHIsIM YelIoBeKa: cCHHApoMY JlayHa, [laTay, Dmaeapca, Ilepemmesckoro-TepHepa, TpHILIO-
X, micoMHH Y-xpomocombl, KialH}enprepa, Komaubero Kpuka. IIpeficTaBpTe ITpe3eHTaIHH

BBITIOJIHEHHOTI'O aHAIII34d 110 CIICAYIOIIHM ITYHKTdM.
® HCTOPIA OTKPBITHA
® STHOIIOI'HA



KPHTHYECKHH PaiiOH XPOMOCOMSBI (TIPH HAJIHYHH)
IIHTOTreHETHYECKHE pa3zHOooOpa3He IIPH CHHAPOMAaxX
IIPHMEPBI (POPMYII KApHOTHIIOB

KIHHHYEeCKOe OITHCaHHe CHHApPOMA

JTHarHOCTHKA H BO3MOJKHOE JIeUeHHe

HHTEPECHBIE OIHCAaHHbIE B OOHAPYKEHHBIX JHUTEPAaTYPHBIX HCTOYHHKAX CIIy4al (case
reports).

KoHTpoJIbHbIE BONPOCHI
1. M31moxuTe OCHOBHEIE 3Tallbl Pa3BHTHS KIIMHHYE CKOH I[THTOIeHETHKH.
2. PacckaxuTe mmpo KapHOTHIT YEIIOBEKA, €I0 OCOOEHHOCTH.
3. JlaniTe XapaKTepHCTHKY I'e€HOMHBIX MYTAaIlHI.
4., JlaniTe XapaKTEPHCTHKY BHYTPHXPOMOCOMHBIX IIEPECTPOEK.
5. JlariTe XapaKTepHCTHKY MEXXPOMOCOMHBIX IIEPECTPOEK.
6. Paccka)kuTe mmpaBHIIa 3aImHcH (DOPMYI KapHOTHITA ¢ TeHOMHBIMH H XPOMOCOMHBIMH MYT al[H SIMH.

TembI qoK1a10B

1. CHHIPOMEI ayTOCOMHBIX TPHCOMHMIL: 3THOJIOTHS H ITaTOreHEs.

2. 'oHOCOMHBIE CHHIPOMBI. 3THOIOIHS H ITaTOr'eHe3.

3. XpOMOCOMHAS Teparusd. peJaKTHPOBAHHE XPOMOCOMHOH H I'eéHOMHOH ITaTOJIOrHH. KileTouHEbIe
TTOMXOJBI JUIS ATHOIIOI HYE CKOI'O JIEUEHHS TPHILIOMIHI H aHEYIIIOH{HII.

TEMA 2. KAPHUOTHIIMPOBAHHE

Kimunyeckne MokazaHHS OIS IHTOTeHETHYECKOH IIpPeHATaIbHOH JTHATHOCTHKH.
KimHndeckne ImOKazaHHS IS HCCIeQOBaHHS KOHCTHTYTHBHOIO KapHOTHIIA. KIMHHYecKHe
IIOKa3aHUS IS HCCIeJOBAaHHS KOHCTHTYTHBHOIO  KapHOTHIIA.  OTallbl  ITPOBEIEHHS
KapHOTHIIMPOBAaHHS.  OcOOeHHOCTH  IIPeaHAJIMTHYECKOrO  ATalla  KApHOTHITHPOBAHHSL
[IpuroToBIeHHe NTpenapaToB MeTad)a3HbIX XPOMOCOM H HHTeP( a3HEBIX Saep: MpsSMbIe H HETPSMBIE
MeToapl. JH(depeHinanbHoe H AU QepeHIHAaIbHOe H30HpaTelIbHOE OKpAaIllMBaHHE H aHAaIH3
ITOTYYEHHBIX IIpernaparoB. TpeCoBaHHS K OTOOpY MeTadasHBIX IUIACTHHOK I aHalH3a

KapHOTHIIA. PexoMeH1a1{HH ITO MIHHMAJIbHOMY KOIIHYCCTBY MCT El(l) d3HbIX
HHHCTIIHDI{f.IH{Tﬁp(lJHBHL]}{ AOCP, HEeOOXOMMMBIX IS IIPOBCACHHA KdPHOTHIIHPOBAHHA H
MOJICKYIAPHO-ITHTOI'CHETHHY ECKOI'O dHaJII34a. HpIII—[L[I]]'[LI 0003HaYeHH METOHO OB

madPpepeHIHaIEHOTO H  JH(PepeHIIHAIbHOTO H30HPATeIbHOIO OKpPallHBaHHS XPOMOCOM.
[Iprvepsr MeTaas3HBIX IUIACTHHOK, OKpaIlleHHBIX Pa3HBIMH MeTOoZaMH TH(]p(depeHIIHAIbHOIO H
TH(pPpepeHIHaTbLHOTO H30HPaTeIbHOIO OKpPaIlMBAaHHA. 3aIliCh PE3YIIbTaTOB KapHOTHITHPOBAHHSI-
BBIJla4a OTBETA IAIfHeHTy. PekoMeHmaIH K 0()OPMIIEHHIO OTBeTa. PeKOMEHJalHH K XPaHEHHIO
IIperaparoB, IIONYyYeHHBIX CHHMKOB MeTada3, CYCIIeH3HiHl KIeTOK. HarpaBiaeHHe Ha
IIUTOTEHETHYECKOE HCCIeMoBaHNe. PexomMeHAaipin K o00beMy pPaldoTBl Ha  JOIKHOCTH
IIUTOreHETHKA. MaKCHMaIbHO JOIYCTHMBIE CPOKH  BBINIOMIHEHHS KAapPHOTHIMMPOBAHHS B
3aBHCHMOCTH OT IIPHYMH HaIllpaBJIeHHS Ha aHaIM3 M BHAAa MarepHana. PekoMeHIaumM K
MaKCHMaJIbHO JIOIIYCTHMOH JIOIIE HEBBIIONHEHHBIX I[HTOIEHETHUYECKHX HCCIEJOBAHHMIL B
3aBHCHMOCTH OT THITa oOpaslfa M METOHa ITPHIOTORIEHHS ITPElaparoB XpoMocoM. [IpmMepsl
(pOpMYII KapHOTHIIOB H 3aKJIIOYEeHHII IT0 HHM, HarmicaHHble cormacHo ICSN M IpakTHYeCKHX
pexkoMeHaalmii. CTaHgapThl M KOHTPOIb KauyeCcTBa IMMTOTEHETHYECKHX  HCCIIEHOBAHIMIA.
PermmaMeHTHpyIOIIE  JOKYMEHTHI B I[HTOIreHeTHYeCKHX  JHaldoparopusax. Ceprudukar
MOJIOHOKEHOB B CaHKT-IIeTepOypre.

IIpakTHyeckoe 3a1aHHe
M3yuure aaropuT™M IPOBEAEHHS IMMTOIeHETHYECKOH MJHArHOCTHKH TIPH HEPa3BHBAIOIIECS
OEpEMEHHOCTH II0 BHAEOYPOKY, OIMCaHHOMY B Iocodomu: Ilyrmmo M. JI., IlammuHa A. H.,
CaiipurmuHoBa A. @. IIpurororineHne mnpenaparoB MeTadazHBIX XPOMOCOM H3 BOPCHHYATOIO



XOPHOHA YCKOPEHHBIM IIPSMBIM MeTOAOM B ITPaKTHKE IIHTOI€HeTHYeCKOro aHalm3a (cC
BHJIeoypokoM, 202 1. PacckakHTe Ipo aJrOpHTM ITOTYYEHHS ITPellaparBO XPOMOCOM YCKOPEHHBIM
TIPSIMBIM METOJIOM.

IIpakTH4YecKkoe 3aaHHe

M3yunte pabory mporpammMHoro oOecrneueHHe Adobe Photoshop, B3  OTKpPBITHIX
HCTOYHHKOB B HHTepHeTe. M3yunTe paciipeielleHHe OCHOBHBIX CETMEHTOB BOIb INIEY XPOMOCOM,
HCITIONB3YA MeToaHYecKoe rmocodue: [Tyrmo Y. JI. MainsIi mpakTHKYM I10 IIHTOTE€HETHKE . H3VUEHHE
KapHOTHIIa 4YeloBeKka. IlepepaboraHHoe H IomonHeHHoe mH3gaHHe, 2022, Hcmonpizyga Adobe
Photoshop, cocraBbTe KapHOrpamMMy HOPMAaIBHOTO KapHOTHIIa 4yenoBeka. Mcrmombs3ys Adobe
Photoshop, cocraBpre KapHOrpaMMy KapHOTHIIA 4YeJIOB€Ka ¢ TI'e€HOMHOH H XPOMOCOMHOM
MyTasMH. Harmmmmmnre gopmyny kapHoTHIa, cormacHo ICSN. Harmmmre 3akimrodyeHHE ITO
¢ OopMyIIaM COCTABJIEHHBIX KAPHOTHIIOB, COITIACHO IIPAKTHYECKHM PEKOMEHAIIFSIM.

Ko HTPOJIbHbIEC BOIIPOCHI

1. HazoBuTe OCHOBHBIE TpeCoBaHHSA K OTOOpPY MeTadasHBIX INIACTHHOK I
KapHOTHUITHPOBAHH 5.

2. OIMIMTE OCHOBHEIE AT AIThl KapHOTHITHPOBAHH.

3. Pacckaxire 1mokazaHHSI K KapHOTHIDIPOBAHHIO IIPH ITPOBEACHHH ITPEHATAIbHOM
JITHArHOCTHK.

4, Pacckaxmre TMOKa3aHHI K KapHOTHIIHPOBAHHIO IIPH OOCJIeJOBaHHMH TIIap C
OeCIIIOMHEM.

J. [lepeuncimre peKoMeHIAIHH K 0() OPMIEHHIO 3aKIIFOYEHHS IT0 IIUTOr€HETHYECKOMY
HCCIIELOBAHHIO.

TECTOBBIE 3AJIAHUA TJIA KOHTPOJIA 110 I CIHTUITJINHE
OOHUMH W3 IEPBBEIX HCCIIEMOBATENIEH, KOTOPBIE OIPEAETHUIH, YTO B HOPMAIbHOM KAapHOTHIIE

yeoBeka 46 XpoMocoM OBLITH

a
b) 1. Yorconom u @. KprkoMm

c) Y. CarroHom u I'. Bambgeriep

XPDMGCGEIBI IPCACT ABIIAIOT COOOH KOMIIIIEKC MOJICKVYIIBI

THCT BBLIX OeJIKO
%BI II- Fﬂffn OBBIX H HEI‘HCTGHOEBI}{ OeJIKOB

C
JIHK 1 THCTOHOBBIX M HETHCTOHOBBIX OEIKOB ()

JInsg MyTaliu 1o Tty PoOepTCOHOBCKOH TPAHCIIOKAIHH XapaKTEePHO
a) IIEHTPHYECKOe BOCCOEAHHEHHE (-IUIeY JABYX aKPOIEHTHYECKHX XPOMOCOM (+)
b) obOmeH (parMeHTaMH TeHETHYECKOrO MaTepHalla MeXKAy JOByMSI H Oolee
HETOMOJIOTHYHBIMH XPOMOCOMAaMH
C) VIBOEeHHe (pparMeHTa FeHeTHYECKOIO MaTepHanla BHYTPH OZHOH XPOMOCOMEI

CormacHO MeXXIYHApOTHOH I[HTOreHOMHOH HOMeHKIIaType XPOMOCOM YeloBeKa, (PopMyIIoi
MY7KCKOIO KapHOTHITa C TPHCOMHEH XPOMOCOMBI 13 SBIgeTCS

a
b



@opmyiia kapuoTtuiia 45,X CBHAETEILCTBYET O TOM, UTO B KIIETKAaX HMEETCS MyTaL[H 10 THITY
a
T PHCOMBLHITO T COMIIH
C
MOHOCOMHH (+)
@opmymna Kapuoruiia 47, XX, +21 CBHIETEILCTBYET O TOM, YTO B KJIETKAaX HMEEeTCS MYTaI[Hd I10

THITY
a) TPHCOMHH (+)

b) MOHOCOMHH

C
TTOIIH COMHH
K Haubomee 4YacTeiM MyTampisaM, OOHapyXeHHBIM B aOOPTHBHOM  MarcpHaile H3
CaMOITPOH3BOIIBHBIX BEIKHBIIIEH IIEPBOTO TPHMECTPa OepeMEHHOCTH, OTHOCHT CS

a

b) momicomMIm

C

MOHOCOMHS ITPEJICTABISAET COOOI
a

b
C) JUIUIOHIHBIN Ha00p XPOMOCOM MAaTePHHCKOIO ITPOHCXOKIEHH S

TprcoMHA ITpeicTaBIIIET cOOOH HAITHYHE B KAPHOTHIIE
a) JOIIOJIHHTEIbHOH I'OMOIOTHYHOH ayTOCOMBI (+)
b) mummongHOrO Habopa XPOMOCOM OTI[OBCKOTO ITPOHCXOKIEHH
C) JUIUIOHJHOIO Habopa XpOMOCOM MaTE€PHHCKOIO ITPOHCX0 K IEHHS

OCHOBHBIM MEXaHH3MOM BO3HHKHOBEHHS THAHAPHH SBISETCS
a) Hea(p(PeKTHBHBIH OJIOK ITOITHCIIEPMHH (+)
b) HapyIIIeHHe MHTOTHYECKHX JeJIeHHI KI1eTOK Pa3BHBAIOIIErocs SMOpHOHa
¢) aHa(asHOE OTCTaBaHHe, 3aTpar HBAIOIIIE OQHY ITapy TOMOIOTHYHEIX XPOMOCOM

[{eHTpOMEPHBIN HHIEKC ITPEICTaBIgeT COOOH OTHOILIEHHE

a
b

C
AKPOIIEHT pHYe CKHE XPOMOCOMBI ITPeICTARIISIOT COOO0MH

a) HEpPAaBHOIUIEYHE XPOMOCOMBI, B KOTOPBIX JJIHMHA pP-IUledya 3HAYHTEIbHO ITPeBEHIIACT
JUIHHY (-IDIeYa, C I[eHT POMePHBIM HHAeKcOoM OT 30% 1m0 15% (+)

b) HepaBHOIUIEYHE XPOMOCOMEI, B KOTOPHIX JUIHHA P-Tieda OOJbINe JJIMHEI (-IUIeYa, C
I[EHTPOMEPHEIM HHIEKCOM OT 45% 10 26%

C) HEpaBHOIIEYHE XPOMOCOMEI, B KOTOPBIX JIIMHA (-IUleda OOJNbINe JJIFMHBL P-TIeYa, C
IIEHTPOMEPHBIM HHAEKCOM OT 45% 10 26%
OIpeAeleHue 4#cla M aHalu3 CTPYKTYPEl MHTOTHUECKHX XPOMOCOM C HCIIOIb30BaHHEM

mudpepeHIHATLHOH OKpacKH, IO3BOISIONIEHl HAeHTH(HIMPOBATH BCe XPOMOCOMEI Habopa
Ha3BIBAETCS

a) KAPHOTHITHPOBaHHEM (+)

b) rarmorHImHpoOBaHHEM

C
HIH O PaMMOH



['padprueckoe m300pakeHHe KapHOTHIIA I KOJIHYECTBEHHOH H CTPYKTYPHOH XapaKTepPHCTHKH
Ka K0 XPOMOCOMEI Ha3BIBAETCS

a
b
C) TTIOITHMOP(PH3MOM XPOMOCOM

Y4acTOoK IjIeya XpOMOCOMEBI MeKIY JBYMS OIMIZKAHIIIIIMI MapKepaMH Ha3bIBAeT Cs1
a

PafOHOBI XPOMOCOMBEI (+)

R-0sHI0M

O003HaYeHHe CETMeHTOB Ha XPOMOCOME ITPOBOJUTCS ITO CIIEAVIOIIEH cXeMe
a
b
C
XPOMOCOMa-ITIeY0-paiioH-CcerMeHT (+)
HopMmambHasg H3MeHYHBOCTh XPOMOCOM Habopa, KOTOpasd 3aKIouacTcsd B PasHMUHIX MeEXIY

T'OMOIOI'HYHBIMH XPOMOCOMAMI ITIO OTACIIBHBIM CCIMCHTAM, pﬂﬁﬂHﬂﬂ[ H J4aXc IICIIBIM IDUICHAM
HAa3BIBACTCAH

a
KapHOTBITHpPOBaHHEM

g IpOXOXKIAeHHS KPOCCHHTOBEpa YV HOcHTelIeH PoOepTCOHOBCKHX TPAHCIOKAIMI MEXITY
HETOMOJIOTHYHBIMH ayTocoMaMH B Ipodaze [ mMeiro3a | XpoMOCOMEI, YYacTBYIOIIHE B
TPaHCIIOKAI[HH 00Pa3yioT
a
YHHBAJIBHT
KBaJpHUBaJIEHT
TPHBAJIEHT (+)
KomnsliieBbIle XpOMOCOMEIL B (pOPMYTIe KapHOTHITA 0003HAYAFOTCS CHMBOIOM
a

b
C

MapkepHBIe XpOMOCOMEI B (popMyTIe KapHOTHITa 0003HAYAIOTCS CHMBOJIOM
a) mar (+)

b) Mar

c) MAR

CormacHO MeXXIYHApOTHOH I[HTOreHOMHOH HOMeHKIIaType XPOMOCOM YeloBeKa, (PopMyIIoi
MY7KCKOI'O TPHIUIOHJHOIO KApHOTHITIA ¢ OMHOH Y-XPOMOCOMOH SBIISIETCS

a) 69, XXX

b) 69, XXY (+)

c) 92, XXXX

o o



[IokazaHHeM 115 ITPOBEACHI A HCCIICAOBAHIA KOHCTHTYTHBHOI'O KaPHOTHITIA ABJIICTCA
d

b
C

I lokazaHHeM I IMPOBCACHHA HCCIICAOBAHHA KOHCTHTYTHBHOI'O KAPHOTHIIA Y CYIIPYACCKIIX IIApP

a
b
C

[lepudepnyeckyro WIH IMYIIOBHHHYKD KPOBb Ha KapHOTHITHPOBAaHHE 3a0Hpar0T B IIPOOHPKY C

dHTHKOAI'YIIAHT OM
d

b
C
rerapiH (+)
IIEPEYEHD OCHOBHOMH 4| TOIOJIHUTEJILHOH YUYEEHONA
JIMTEPATYPEI, HEOBXO/JIMOM JIJIs1 OCBOEHUS JUCIHUIIJINHBI:

OcHoBHaf JTHTEpaTYpa:
bapanor B. C., Ky3Henopa T. B. LluroreHernka sMOpHOHAIBHOIO Pa3BHTHS YellopeKa.- CII6.:

H3n-so H-JI.. - 2007. — 439 c.

[Iyimo WM. JI. Mamelil IpakKTHKYM II0 I[HTOIEHETHKE. HM3YUeHHEe KapHOTHIIA 4YelIOBEKa.
IlepepaboraHHOEe M JOIOJIHEHHOE HM3JaHHe. yued.—MeTod. mocolHe. 2— M3, mepepad. H HOIIL.
CIIb6.: Uzg—so CIIOI'OTY «JIDTH», 2022. 48 ¢. ISBN 978-5-7629-2968—4.

[Tyrmo K. JI., Ilammua A. H., Canduranaosa A. @. [IpuroroBieHHe mpenaparoB MeTad)a3HbIX
XpOMOCOM H3 BOPCHHYATOIO XOPHOHA VYCKOPEHHBIM IIPSIMBIM METOAOM B IIPaKTHKE

I[HTOreHeTHYECKOTO aHaJIH3a (C BHAEOYPOKOoM): yued.—MeTol. mocodue. CII0.: U3g—Bo CIIOI OTY
«JIOTW», 2021. 24 ¢c. ISBN 978-5-7629-2892-2 (PUHIY).

JlOMOJTHUT eJILHA S JINT epaTypa:

1. Gardner, Amor Chromosome abnormalities and genetic counseling. 2018. 1268 p.

2. Kysnenopa T.B., Illunosa H.B., Teoporora M.I'., Xapuenko T.B., Jlebeger M.H.,
AHtoHeHKO B.I'. llpakTmueckme peKOMeHJAIMH II0 OOECIIEYEHHIO KayeCcTBa M HaIAcKHOCTH
I[HTOreHeTHYECKUX HCCleJoBaHmi. MemuimHckasa reHeTuka 2019; 18(5): 3-27.

IJIOCCAPHIN

AyTtocomsl (1-22 mmapbl XpoMOCOM) — XPOMOCOMBI OTHHAKOBBIE H MYKYHH H KEHIIHH.

| e i | (CEI‘MEHT) — YHACTOK XPOMOCOMEI, OTIIHYAIOIIHIICI OT COCEOHHX II0 HHTEHCHBHOCTH
OKpPaCKH (CEETH&H I  TCMH EI.H) IMPpI  HCITOIIB30BdHIIM  COOTBCTCTBVIOLICIO  METOMd4

TH]depeHIaTbHOTO OKpaIHBaHHA.

1 eHOMHBIE MYTaAODHH — 5T0 HSMCHCHHCS YHCIIA OTACJIbHBIX XPOMOCOM (EIHE}’T[JIGILI[I]II) IIH

yBeIIHUeHHE XPOMOCOMHOr0 Ha0opa (TTOIHIUIOHIHH ).

Jletenmusi — BHYTPHXPOMOCOMHAS IIEpecTpOiiKa, KOTOpas TIIPeJCTARISIeT VYIpaTy 4YacTH

XPOMOCOMBI.



H,[[HOFPHMMH— CXEMATHYCCKOC HBGﬁpﬂ}I{EHHE BCCX CCIMCHTOB (63H,I[GE):, BHIAMNMBIX Ha

XPOMOCOMECE.

JakJIoueHHe- HCHCPIIBIBAIOIIIEE OIIHCAHHE PCE3VIIbTdTd XPOMOCOMHOIO HCCIICOOBAHHA H

DﬁHﬂp}’}I{EH}IHK ElHOMElJ]IIﬁ:, ITOHATHOC HECIICITHAIIHCTY.

MapkepHbIMM IIPHHSTO Ha3bIBaTh aHOMAJIbHBIE, HEHJIEHTH()HI[HPYEMBIE C ITOMOINBIO METOIOB
mH(pPpepeHIHaTbHOTO OKpaIlMBAaHH S XPOMOCOMBI, KOTOpEIe (B 00IIIeM) IO pa3MepaM pPaBHBI HIIH

HE ITPEBBIIIAOT Pa3MePhl XPOMOCOMEI 20 Ha OTHOH H TOH e MeTada3HOH IIaCTHHKE.

MoHocoMHs — TIeHOMHAas MyTaIlHAd, CBA3daHHAAd C OTICYICITBHCM OIHOH H3 T'OMOJIOTHYHBIX

XPOMOCOM.

KapunoTHn — COBOKYITHOCTh IPH3HAKOB (YHCIIO, pasMepPHI, (pOpMa) ITOITHOr0 Habopa XpOMOCOM,
IIPHCYIIAs KIeTKaM JaHHOTO OHOJIOTHYeCKOrO BHIA (BHIOBOH KapHOTHII), JaHHOIO OpraHH3Ma

(MHIHBHIYaIIbHBIN KapHOTHIT) HIIH JTHHHH (KIOHA) KJIETOK.

KapunorunupoBanue — oIpejle]IeHHe YHCIa H aHAIIH3 CTPYKTYPhl MHTOTHYECKHX XPOMOCOM C
HCITONIb30BaHHEM JH(pepeHIIHaIbHOH OKpacKH, IIO3BOJIIIOINEH HJIEHTH(HIIMPOBAaTh BCE

XPOMOCOMBI Habopa.

HMHMﬂp(l]HSM- HOPMaJIbHaA H3MCHUYHBOCTE XPOMOCOM Haﬁﬂpa: KOTOpaAd 3aKIIIOYdCTCHA B

Pa3ItHAX MY I'OMOIIOTHYHBIMIT XPOMOCOMAMH 110 OTACIIEHBIM
CCIMCHTAM, pﬂﬁGHﬂIﬂ H JdRe IISJIBIM INICSHAM.

PenunpoxHble TPAHCIAOKAIMH — B3aHMHBIN 0OMeH (pparMeHTaMH MeXAY ABYMSI HIH Oolee

HCI'OMOJIOI' HMHBIMH XPOMOCOMAMIH.

Tpl*lﬂ.l]ﬂﬂ,[[ﬂﬂ - 3TO I'CHOMHAA MYyTaIllAa, IIPH I{DTDPDﬁ B KAPHOTHIIC HMCCTCA TPH I'allJIOHNJIHBIX

HaOopa XPOMOCOM.

XpoMocoMbE CTPYKTYPHO-(PYHKIHOHAJIbHEIE 3IIEMEHTHI AApa, coctosaue u3 JJHK u 6enkos.

HEHT pﬂMEprlﬁ HHIAECKC —5T0 OTHOIICHHE, BbIPAXKCHHOC B ITPOLICHTAX, AJIHHBI KOPOTKOI'O IIJICHd

K JUIHHE BCEH XPOMOCOMMBI.
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