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1. IEJIb M 3AJIAYUM TUCIATJINHEI

Ileap mMICHANIMHBI: C)OPMHPOBATH ITPeACcTaBIeHHSI Y 00y4Yaroluxcsa 00 OCHOBHBEIX ITPHHIUIIAX H
MeXaHH3MaX peajlH3alliH HaclleJCTBEHHOH HH(POPMAaIHH Ha XPOMOCOMHOM YPOBHE.

3amayd JHCIHILIHHBIL: 3HAKOMCTBO C COBPeMEHHBIMH TEOPEeTHYECKHMH OCHOBAMH BO3HHKHOBEHHS
HACIIeJICTBEHHBIX XPOMOCOMHBIX Oone3HeH, (popMHpOBaHHE ITPaKTHUYeCKHX HABBIKOB ITO OCHOBHBIM
METOJaM KIIaCCHYECKOIro IMTOreHeTHYEeCKOro oOCIeqOBaHHS MAlHeHTOB, H3YVUeHHE HOPMAJILHEIX H
ab0epaHTHBIX KAPHOTHIIOB.

2. MECTO JUCHHUII/INMHBI B CTPYKTYPE OBPA3OBATEJILHOH ITPOI'PAMMBEI
JucrmrumHa « OCHOBEI IIMTOI EHETHKH YEJIOBEKa» OTHOCHTCS K bi1oky 1 yueGHOro riaHa.

l[JIH H3VUCHITA IAHHOH JHCILHIITHHBI Gﬁ}*’LIEIIGH_[I]IMIGH HeOOXOMHMO BIIafIcHHE 3HAHHSMH H3 PaHEe
OCBOEHHBIX JUCIIIUIHH: «bHomorus KireTkmy.

lad



3. TPEBOBAHUA K PE3YJIbTATAM OCBOEHUA U CIHHHUIIJIMHBI:

H3yueHne

JTaHHOH

yuyeOHOH  JHCI[MIUIHHBI

HallpaBIIEHO Ha (OPMHPOBaHHEe VY OOYYaAOIIHXCS

obmienpodeccnoHambHEIX (OIIK) 1 mpodeccrnonampHBIX (1TK) KoMITeTeHIHIT:

CIEAVIOIMX VHHBepcalbHBIX (YK),

KoMnereHuua

Huaukarop

IloxkazaTesin JOCTH/AKCHHHA OCBOCHHA KOMIIETCHIIHH

OneHOYHBIE CpeJCTBA

VK-6 Criocoben
orpeNeaATh H
peaH30BbIBATh
ITPHOPHTETHI
co0OcTBEeHHOH
IEATENTBHOCTH H
criocoObl ee
COBEPIIEHCTBOBAHHA Ha
OCHOBE CaMOOL[eHKH

VK-6.1 OrpenemnaeT
[IPHOPHTETHI [TIPH P EMIEHHH
Ip aKTHYECKHX 3aj1a4 B X0OJIe
1p opecCHOHAIBHOI
IEATEIIbHOCTH

3HaeT:

-0OCHOBBI TUTAaHHPOBaHH:A padoyero BpeMeHH H ITp ocTpaHCTBa B JabopaTopHH
-T[IPHOPHTETHI cOOC TBEHHOI Mp opecCHOHAIBHOH JIeATEIhHOC TH

-Ccr10co0bI COBEPIIEHCTBOBAHHA ¢ 00CTBEHHOH IMp o(pe ccHOHABHOI
IesITeIbHOCTH (TTOBBIIEHHA K BaTH(HKALHH IT0 ITp o eCcCcHH)

JIs TeKy1mero KOHTPOJIA:
-KB, 11

JLI1A 11p OMEKYTOYHOH aTTECTALHH:
-KB

VMEET:

- BOCTIpHHHMAaTh H aHaJIH3HP 0BaTh HH(POpPMALHIO H3 HCTOYHHKOB P a3 IHYHOTO
THIIA

- KpHTHYECKH OL[EHHBAaTh cOOCTBEHHbIE CTPAaTErHH aHaIH3a H Ip €JIc TaBJIEHH:A
PE3YIbTAaTOB HCCIIEIOBAHHH Pa3/IHYHOI0 THIIA

- [IPHMEHATD COBP éMeHHbI€ MeTO/IHKH aHaIH3a B yueOHOM IIpollecce

JIns TeKyIero KOHTPOJIA:
-KB

JLA T1p OMEKY TOUYHOH aTTe CTaLHH:
- KB

OIIK-1 CriocobeH
HCII0JIb30BaTh H

IMPHM €HATh
(pyHIaMeHTaIbHbIE
OHoIOTHYEeCcKHE
TpeJicTaBIeHHA H
COBpEeMEHHbIE

METO/] 0JIOTHYECKHE
MOAX0bI JIA
IOCTAHOBKH H P el eHHA
HOBBIX HeCTAHJapTHBIX
3a7ja4 B cpepe
rpodeccHoHaNIbHOH
neATeIbHOCTH

OIIK-1.1 IIpHMeHAET 3HaHHE
HCTOPHH H METOOJIOTHH
OHOMOrHYE CKHX HayK i

p elIeHHA TP o(p € CHOHATBHBIX
3amad

3HaEeT:

- HCTOPHIO P a3BHTHA KIIHHHYECKOH LIHTOr€HETHKH

- OCHOBHBIE MEPHOBI HCTOPHYECKOTO Pa3BHTHA HAaYKH H TEXHHKH

- KJIIOUEBBIE [TOHATHA «HayKa», «Hay4YHOe 3HaHHEY, «HayYHOEe CO0DIIEecTBO»,
«TEOPHA» H (AMITHPHAY» H HX OIp €ENIEHHA, a TAKZKE OCHOBHBIE IMPHHLHITLI H
KaTEeroOpHH OHTOJIOTHH, THOCE0JIOTHH, METOOJIOTHH HaYKH

- KJIlIoueBble COOBITHA B pa3BUTHH COBpeMeHHOI HaykH, OTpasHBIIHecd B
KOHLIEMMLIHAX ¢ OoBpeMeHHOH (HIocopHH H METOI0TOrHH HaYKH

JIns TeKyImero KOHTPOJIA:
-KB, 11

JLs 11p OMEKY TOUHOH aTTeCTalHH:
-KB

VMeeT:
- HCIIONb30BaTh 3HAHHA, MOJyUYeHHbIE B 00MacTH HCTOPHH H METOHOJIOIHH
KITHHHYECKOH LIHTOreHeTHKH B cBO€l IMp o eccHoHaIbHOH JeATeTbHOCTH

JIna TeKyImero KOHTPOJIA:
-KB

JLIA 11p OMEKY TOYHOH aTTECTALIHH:
-KB

OIIK-1.2 CriocobeH
MMPHMEHATh Py HIaMeHTallbHbIE
OHOIOrHYECKHE

Ip €CTABJIEHHA C YUYETOM

C OBpP €M EHHBIX
METOOIOTHYECKHX IMTOIX00B
IUII-ITOCTAHOBKH

HeC TaHIapTHBIX

I1p 0 €CCHOHAJILHBIX 3a7iay

3HaeT:

- CTPpO€HHE H (PYHKLIHH XpOMOC OM HYeI0BeKa

- MTOHATHE KapHOTHIIA YEJI0BEKA

- TIOHATHE IMOJTHMOpP(PH3Ma Xp OMOCOM

- FEHOMHBIE H XpOMOCOMHbIE My TaL[HH

- @JITOPHTMBI TIPOBENEHHA LIMTOTEHE THYECKOH JHATHOCTHKH
-MeToAbI JH( (ep eHLHaTLHOr0 OKp allTHBAHHA XP OMOCOM
-alIroOpHTM 0003HaY€HHA METOOB OKpPaIIHBaHHA XPOMOCOM
- 3Tarbl KapHOTHITHP OBaHHA

JI71s TEKy1ero KOHTPOJIA:
-KB, 11

JLs 11p OMEKY TOYHOH aTTECTALIHH:
-KB




VMEeeT:

- OIMpefenATh o0IIee YHCII0 XpOMOCOM B MeTahasHOMH IUIac THHKE

- OMpeNenATh Mop (GOJIOTHIO XPOMOCOM

- OTIPENENATh PYITIOBY IO IIPHHAJIEKHOCTE XP OMOCOM

- OCYIIECTBIIATH ITP OEKTHPOBAHHE LIHTOrEHETHYECKOTO HCCIENOBaHHA B
Hay4YHOH H KJIHHHYECKOH JeATENbHOCTH

JI71s TEKy1Iero KOHTP OJIA:
-KB

JLIA 11p OMEKY TOUYHOH aTTECTALIHH:
-KB, AV

[TK-6 CriocobeH
BbIOHpaTh ajJJeKBaTHBIE
METOJIbI pelleHHA H
OCYIIECTBIIATh
HCCIIeTOBaHHA C
HCITOJIB3 OBaHHEM
COBpPEMEHHBIX
TEXHOJIOTHY eC KHX
pEleHHI

ITK-6.3 AHamsHpyeT
PE3YIIbTAThI M OTIPEIENIAET
Harlp aBJIEHHE H METOJI0JIOTHIO
NaJbHEHIN HX HC cJIe]OBaHHH B
COOTBETCTBHE C LIENBIO H
3a/laduaMH HccJ1eqOBaHHA

3HaeT:

-pacrioioKeHHE CEMMEHTOB BI0JIb TUIEY XP OMOCOM

- MEKIYHapP OHY 10 HOMEHKIATYPY XpPOMOCOM YEI0BEKa,
- KOHTPOJIb KaYeCcTBa KapHOTHITHP OBaHHA

- [P OTOKOJI TIPOBEIEHHA KapHOTHITHP OBaHHA

JI71s TeKy1ero KOHTPOJIA:
-KB, 11

JLA 11p OMEKY TOUYHOH aTTECTALIHH:
-KB

VMeeT:

- COCTABJIATh KapHOTrPpaMMbI

- OCYIIECTBJIATH ITP OEKTHPOBAHHE H KOHTPOJIb LIHTOI€HETHYECKOT'0
HCCJIENOBAaHHA B HAYYHOH H KJIIMHHYECKOH JeATENTbHOCTH

- 3arHcaTh (QOPMYJIy IMpoaHaJIH3HP 0BAHHOIO KapHOTHIIA H 3aKII0YEHHE 10 HEMY

JI71s TeKy1mero KOHTPOJIA:
-KB, AV

JLIsA 11p OMEKY TOUYHOH aTTECTALIHH:
-KB, AV

KB — konmponstsie eonpocst, AY — anzopummst ymeruii, /I — memsl 0114 OOKINAOOE




4. COIAEPKAHHUE JUCHHUIIJIMHLI, CTPYKTYPHUPOBAHHOE 110 TEMAM
(PASAEJIAM) C VYKA3AHUEM OTBEAEHHOI'O HA HHX KOJ/MYECTBA
AKAJJEMHYECKHNX YACOB 1 BU/10B 3AHATHU

4.1 O0beM AUCHHIIMHBI B aKaJeMHYeCKHX 4acaX, BbLICJEHHBIX HA KOHTAKTHYH padoTy
odyyamuxcs ¢ TnpenoJaBareJieM H HAa CaMOCTOATENbLHYH) BHeaAYJHMTOPHYIO PadoTy
odyuarommxcs

TpyaoeMKOCTE CemMecTp
Buj ydeoHol padoThI 00beM B
aKaeEMHYEC KHX 2
yacax (AY)
AYIHTOpPHBIE 3AHATHSA (BCEro) 32 32
B ToMm uHCcIIE!
Jlexip (JI) 8 8
IIp akTHueckHe 3aHATHA (113) 24 24
13 HHUX:
CenvmHapsl (C) 20 20
IIpakTHueckoe 3aHATHE (113) 4 4
CamMocT oAT e/IbHAA BHeaAY/IHTOPHAs padoTa (BCero) 40 40
B Tom umcIie:
ITonroToBKka K ayJUTOpHbIM 3aHATHAM (rpopabotka yuebHOIO 20 20
MaTepHaJa I10 KOHCIIeKTaM JIeKI[HH H yueOHOoH muTepaType) B B
PaboTa ¢ HayuHOi THTEp aTyp O 10 10
IToaroToBka qOKIan0B Ha 3alaHHbIE TeMbI 10 6
IIp oMe Ky TOUHAS ATTeCTAIHA 3a4YeT
Ob1mas TpYA0eMKOCTh Hackl 72 72
= pyA 3au.e .

4.2 CogepkaHHe IHCIHMILIHAHLL, CTPYKTYPHPOBAHHOEe IO TeMaM (pasje/iaM) ¢ YKas3aHHEM
OTBEJEHHOr0 HA HUX KOJIHYECTBA aKaJeMHYeCKHX YaCOB H BHAOB 3aHATHH

KoHTaAaKTHasA pﬂﬁﬂT A, AKATEM. | CaMOCTOATe T ILHAA
HanmveHOBaHHe TeMbI (Pa3geJia) . TIpaKTHUeCKHe SaHATHA BHEﬂ}fg‘;{:Tn;]Hﬂﬂ Bcero
eKIHH C N E p
Pasgen 1. LIHTOMIOTHYECKHE OCHOBBI 6 0 ) 50 48
HacCJIENCTBEHHOCTH
Pasgen 2. Merop! TpaaHIHOHHOH - ) - 50 4
L[[HTOTeHeTHYe CKOH JHArHO CTHKH - - - -
HTOI'O 8 20 4 40 72

C - cemunap, 113 — npaxnidecroe sanAaniie

[




4.3 TemaTH4eCKHH ILIAH JIEKIHOHHOI0 KYPCa JHCIHILIHHbI — BCEro 8 4acoB

JleMOHCTPAIIHOHHO®

Huaukart opbIl
No HanMe HOBAHHE TeMbI 0DOpY/IOBAHHE H
TeMbI JIEKIHOHHOI'O 3AHAT HA Hacer ConepiKatie TeMbI (bupmnpyenmlfi yue OHO-HATJITHbIe
KOMIeT e HI[H i
NocoOHA
Pazgeu 1. ITuT oJtor H4ye ckHe OCHOBLI HACIECTRBE HHOCTH
1 MyTaloHHaA H3MEHYHBOCTD 6 HMcTopHa pa3BHTHA KIHHHYeCcKOH LHTOreHeTHKH. CTpoeHHe H (PYHKIHH OIIK-1.1, OIIK-1.2, | MynpTHMEOHHHAA
H Xp OMOCOMHAaA IMaToJIOTHA XpomocoM desoBeka. [ToHATHE KapHOTHIIA YeloBeKa H roJHMOop(H3Ma ITK-6.3 [IpE3EHTALHA
XpomMocoM. Xap aKTEPHCTHKA MeHOMHBIX H XP OMOCOMHbBIX MY TaL[HIA
Pazgea 2. MeT oAbl TPAAHIHOHHON I[HT O eHEeT HYECKOH JHATHOCTHKH
2 KapHoTHITHp OBaHHE 2 MexayHapoaHad HOMEHKIATYPa Xp OMOCOM YelloBeKa. KapHOTHITHpOBaHHE H OIIK-1.2, ITK-6.3 MynpTHMENHIHAA
KOHTP OJIb KaU€CTBA LIMTOTEHETHYECKOI0 HCCIIE0BaHHA TIpE3EHTALIHA,
yuedHo-
METOJHUYECKOE
rioc obue «Manbiid
[IPaKTHKYM I10
LIHTOTE€HETHKE:
H3y YEHHE
KapHOTHIIA
yeJI0BEKA»




4.4 TemarnyeCKHH ILIAH NPAKTHYECKHX 3aHATHH — Bcero 24 yaca

CeMHHapHI — 18 yacoB

[IpakTHyeckue 3aHATHA — 4 Yyaca

Nt Dopma npoBeeHHs HuaukaTopbl
PopMBI H MeT 0bI
I'mNOpaKkTHYecKoro | Yackbrl TemMa H KpaTKoe COAepRAHHE NPAKT HUeCKOro 3aHATHA (opMHpYeMBIX
. TeKYILero KOHTP OJIs
3AHSATHSA KOMIIeTe HITH
Pazpgeut 1. 1IHT OJTOrH4e CKHe OCHOBBI HACJIE ICTBEHHOCT H
1 CemiHap 8  XpomocomHble D0Je3HH: CHHAPOMBI ayTOCOMHBIX aHeYILIoHHH (cHHAp oM JlayHa, cHHApoM VK-6.1, KB
[TaTay, cHHApOM J/Bapica) STHOIOTHA H [MaToTeHe3 OIIK-1.1,
2 CemHHap 4  XpomocoMHbIe 00/Ie3HH: CHHJIP OMBI ITOMHCoMHE (cHHApoM KnalfiH(ensTepa, TpHILIo-X, VK-6.1, KB
TTHCOMHH Y -XpOMOCOMBI) 3THOJIOTHA H ITaToreHes OIIK-1.1
3 CemmHHap 6  [XpomocoMHad TEPAIHA: P €NaKTHP OBAHHE XP OMOCOMHOH H N'éHOMHOM IMaToJIOTHH. KneToyHbie VK-6.1, OIIK-I1.1, KB, 11
MoK 006l IJIA STHOJOTHYECKOr 0 JIEYEHHA TPHILUIOHIHH H aHEYTUIOHHH OI'K-1.2
Pasaesn 2. MeTodbl TPAAHUHOHHON IHTOreHEeT HYSCKOH JHATHOCTHKH
4 CemHHap 2 |AJIropH™™ IIp OBEZIEHHA LHTOI€HETHYECKOH JJHArHoC THKH - KapHO THITHP O BaHHA OIIK-1.1, OIIK-1.2, KB
I1IK-6.3
5 [IIpaxkmHueckoe 2 |CocTaBleHHE KapHOrpaMM MeTaja3HbIX IUIac THHOK VK-6.1, OIIK-I1.1, KB, AY
3aHATHE ITK-6.3
6 IIpakmiueckoe 2 AHami3 (popMyJ1 KapHOTHIIA H 3aKII0UYEHHE 10 HEMY. 3armich HOBBIX (POPMYJI KapHOTHIIA VK-6.1, OIIK-I1.1, KB, AY

JAHATHC

COIMacHO 3aKMIOYUCHHIO, C HCITOJIB30BaHHCM MCKIY Hap DI[[—IDﬁ HOMCHEKJIATYPBI Xp OMOCOM

OIIK-1.2, IIK-6.3

KB — xonmponsHsie eonpocst, AY — anzopummsl yme Huii, /I — memst 014 OOKNAOOE




4.5 BaeayuTopHas caMOCT0fiTe/IbHAA padora

BuJ caMocT oAT e/ IL HOM padoThI Yacol bR LI (bnpmnupyemni
KOMIeT e HI{H I

[TonrotoBka K ayJaHTOPHBIM 3aHATHSAM (TIpopaboTka yueOHOro 20 VK-6.1, OIIK-1.1, OTIK-1.2,
MaTepHaa I10 KoOHCITeKTaM JeKI[HH H yueOHoi THTepaType) - ITK-6.3

.. . . VK-6.1, OIIK-1.1, OIIK-1.2,
PaboTa ¢ yueOHOI H Hay4HOH THTEpaTypoii 10 TK-6.3

VK-6.1, OIIK-1.1, OIIK-1.2,
IloaroToBKa JOKIanoB Ha 3aJaHHbIE TEMBI 10 TK-6.3

4.5.1 CamocTosTe/ IbHAA NMPOPADOTKA HEKOTOPHIX TEM — He MPeAYCMOTPEeHA

5. OPTAHU3AITNUA TEKYIIIEI'O KOHTPOJISI H IPOMEKYTOUYHOM ATTECTAITUHA

5.1 Buabl oneHOYHBIX CPEACTB, HCIIOJIb3YEMbBIX MPH TEKYIEM KOHTPOJIE H IPOMeZKy TOIHOI

ATTECTAIIHNA
O0111ee KOJTHYeCTBO OI[e HOUHBIX
DopMbI HaseaHnHe pa3Jesia JHC {HILTHHBI o
KOHTP 0J1
P KB AV i
Texymmit Paspgen 1. I{uTonorHyecKHe 0CHOBBI HACIIENC TBEHHOCTH 15 - 10
KOHT OJIh Pazgen 2. Merogsl TpagHMLIHOHHOH IMHTOIEHETHYECKOH 15 4 -
IIHarHoC THKH
IIpoMesKyT OUHAS ATT eCTAIHSA 0 JHCIHIJIHHE (324eT) 30 R -
KB — xonmponsHste éonpocst, AY — aneopummesl yme Hiii, /I — memst 014 OOKNAO0E
5.2 Opranmsanus TEKYINero KOHTpoJis 3 HAHHH
No HauMeHOBaHHe TeMbI (Pa3gesia) Ko/t KOHTp 0THp yeMo HaumveHoBaHHe
KOMIET e HI[HH
n/m IHC HHNIJIHHEBI

(HJIH ee HHAHKATOPA)

OIEHOYHOI'O CPEACTBA

Pasnen 1. [IHTOMOTHYECKIHE OCHOBBI

VK-6.1, OIIK-1.1, OITK-1.2,

: HacJIEICTBEHHOCTH. IK-6.3 KB, /i
Pasnen 2. Merozbl Tp aqHLIMOHHOH VK-6.1, OIIK-1.1, OI'IK-1.2,
2 - KB, AV
LIHTOTeHEeTHYE CKOH JJHATHOCTHKH. IK-6.3
KB — xonmponsHsie eonpocst, AY — anzopummer yme Huii, /I — memst 014 OOKNAO0E
5.3 Opranm3anua KOHTPOJISI CAMOCT 0AATe/IbHOH PadoThbI
No Ko/t KOHTp 0THp yeMo HaumveHoBaHHe
BuJ pabdoThIl KOMIeT e HI[HH
mn/m OI[eHOYHOI' 0 CPeJACTBA
(HJIH ee HHAHKATOPA)
] IToaroroBka K ay qHTOPHBIM 3aHATHAM VK-6.1, OIIK-1.1, OIIK-1.2, KB, AY
(rpopaboTia yuebHOro MaTepHana I1o ITK-6.3
KOHCIIEKTaM JIEKI[HI H yueOHoH
JHTEPATYPE)
2 Pabota ¢ yueOHOI H HayYHOH VK-6.1, OIIK-1.1, OIIK-1.2, |
JIHTEPATyPOH IIK-6.3
3 IIoaroroBka AOKJIaJ0B Ha 3agaHHble Tembl | YK-6.1, OIIK-1.1, OIIK-1.2, |
I1IK-6.3

KB — xonmponsHsie eonpocst, AV — anzopummel yme Huil, /I — memst 014 OOKNAOOE

5.4 Opranmsanus NPpoOMesKYTOYHOH aTTecTamuu

‘:DﬂpMﬂ HpﬂMEHﬁTﬂ‘lHﬂﬁ ATTECTAIINA 110 JHCIHHIIVIHHE — 3a'I€T




ITanbl IpoBEJcHNHA HpﬂMEH{FTﬂ‘IHﬂﬁ arTTeCcTanmnn.

T aANbI Bujg zagaHuna OneHOYHBIE MAT éP HAJIbI e e DBEPHEMBE
KOMITeTe HI{H i
1 cobeceoBaHHe KB VEK-6.1, OIIK-1.1, OIIK-1.2,
IIK-6.3
2 IeMOHCTpaLHA YMEHHH AV VK-6.1, OIIK-1.1, OIIK-1.2,
I[IK-6.3

KB — koumponsHsie éonpocst, AV — anzopunimst vmve Huti

KpHTEpI]II OLICHHBAHHA PE3VYIIbTATa HPDME}K}"TG‘IHGf[ ATTCCTAaIlIH.
«3aUTEeHO» — IIPH YCIIOBHI ITOJIIOKHTCIIbHBIX PE3YIIBTATOB Ha 1:, 2 3Tare.
«He 3auteHO» — ITPH HAJIMYHH OJHOI'O HIIH Ooree HEYIOBJICTBOPHTCJIBHBIX PE3YIIBTATOB

THmoBbIe OIleHOYHDbIE CpEIaCTBa.

[IpyMepbl muno6sIx KOHMPOJAbHBIX 60NPOCO6 IS ITPOBEPKH (DOPMHPOBAHHSI HHIHKATOPOB
xomrteTeHIui OIIK-1.1, IIK-6.3:

e HcropHnsa pa3sBHTHS KIIHHHYECKOH ITHTOIeHEeTHKH YelIOBeKa.
e Hcropus pazpadoTkn MeETOAOB JH( (] ePEHIHAIBHOIO OKPAIIMBAHH I XPOMOCOM.

OIIK-1.2:
e (CTpoeHHe H (PYHKIMH XpOMOCOM. KapHOTHIT YeJIoBeKa.
e [lomumopdusm XpoMOCOoM.

YK-6.1, IIK-6.3:
e ['eHOMHEIE MyTaI[MH. [ [pHYMHEI BOSHHKHOBEHH I TEHOMHBIX MYTAaIHI.
e MexayHapoHas HOMEHKIIaTypa B IIHTOreHeTHYecKoH quarHocTHke (ISCN).
e KapHOTHITHPOBAHHE.

[TprMephl anzopumma ymeHuil 171 IMpoBepKH (POPMHPOBAHH I HHIHKATOPOB KoMITeTeHIHH YK-6.1,
OIIK-1.1, OIIK-1.2, 1IK-6.3:
e MarucTpaHT AeMOHCTPHPYET HaITHCaHHe (POPMYIBI KapHOTHIIA COIJIACHO €r0 OITHCAHHIO,
HCIIONB3YS IIPHHIAITEI MEKIYHAPOIHOH HOMEHKIATYPEI XPOMOCOM.
¢ Maructpanr IEMOHCTPHPYET YMEHHE Pa3zlIOXKHTh XPOMOCOMBI ITO I'PyIOlaM, COrJIACHO HX
XapaKTePHCTHKAM.

[IprMepbl munoesix mem 018 00K1A006 N9 TIPOBEPKH (DOPMHPOBAHHSI HHIHKATOPOB
xomrteTeHIi OIIK-1.1, YK-6.1, IIK-6.3:

® CIH—I,[[I)OM ﬂﬂ}’]—[ﬂ: ITHOIIOTHA, ITATOI'CHES, HTHTOI'CHETHYCCKAA JHAITHOCTHEA.
* CIH—I,[[I)GM HEI,TE],‘_’;*': ISTHOIIOT'HA, ITATOI'CHES, HHTOI' CHETHYCCKAA JHAI'HOCTHEA.

YK-6.1, OIIK-1.1, OIIK-1.2:
e XPOMOCOMHOE peJlaKTHPOBAHHE.

OneHo4HbIe cpeACcTBA LI NPOBeJeHAA MPOMEKYTOMHOH aTTecTalid 00YIaIHXCA 110
aMCIHILIAHE (TIpIIoKeHHe |1 K pabodel IMporpaMme).




6. VYUEBHO-METOJMYECKOE ¥ WH®OPMAI[MOHHOE OBECHEYEHHE
TACITUILIHBI

B HMMO co3gaHa B (QYHKIHOHHPYET 3JIEKTPOHHAS HHQOPMAaIOHHO-00pa30BaTeIbHasl
cpeia (mamee - DOMOC), Bkmodaromass B ceOsS 3IeKTPOHHBIE HH(POPMAI[HOHHBEIE PECYPCHI,
3JIEKTPOHHBIE OOpasoBarelibHble pecypchl. DHMOC ofecrieynBacT OCBOEHHE OOYYAIOIHMHCS
0o0pa3oBaTEINbHEIX ITPOrPAMM B ITOITHOM 00BheMe HE3aBHCHMO OT MecTa HaXOXKIeHHI O0YUaFOIIHXCH.
OJleKTpOHHBIE OHOIMHOTEKH OOeCIeYHBalOT JOCTYII K IIpO()eCCHOHAIBHBIM 0Oa3aM JTaHHBIX,
CIIPaBOYHBIM H ITOHCKOBEIM CHCTEMaM, a TaKXKe HHBIM HH(POPMAIHOHHEIM PecypcaM.

6.1. IIporpammHoe odecnevuenHe, HCIOJIb3YEMOE IPH OCYHIECTBJIEHHH 00Pa30BaTE/ILHOTI0
npoiecca mo AucoummnHe: OrepallHOHHAs cHcTeMa cemeiictBa Windows

[Taket OpenOffice

[Taket LibreOffice

Microsoft Office Standard 2016

NETOP Vision Classroom Management Software

O6paszoBarenpHbl nmoprain GI'EY « HMHI] mm. B. A. AnMazosa» Munsapasa Poccuu
http://moodle.almazovcentre.ru/

CADb «Hpbuc 64» - cucreMa apToMaru3aipii OHOIHOTEK. DIeKTPOHHEI Karanor APM «Uuraress»
1 Web-HUpbuc

6.2. IlpodeccnonaqibHble 0a3bl [JAHHBIX, HNCHOJb3YeMble TMPH  oOCYHIeCTBJIEHHH
00pa30BaTeJbHOI0 NpoHecca 1o AUCIHILIHHE:

OnexkTpoHHas OndimoreuHas cucreMa «MeamuHckasa ononmnoreka « MEDLIB.RU»
(www.medlib.ru)

DOneKTpoHHAasI MeJHIHHCKasI OHOnHoreka «KoHeylmbTaHT Bpaday (www.rosmedlib.ru)

OBC «bykamny (https://www.books-up.ru/)

OBC «IOpaiit» (https://urait.ru/)

OnexkrpoHHas 6uomoreka [Ipodu-JInd « MeguiinHcKas mHTepaTypa H3aTenberBa " CIieIimmT " »
(https://speclit.profy-lib.ru/)

BcemmpHas 6a3a JaHHBIX cTaTel B MeJHIIMHCKHX KypHanax PubMed
https://www.ncbi.nlm.nih.gov/

Hayunas sinekrpoHHas 6ndmoreka http://elibrary.ru/

6.3. Pecypcbl HH(pOPMAIHOHHO-TEJIeKOMMYHHKAIIMOHHOH ceTH «lIHTepHer», He00X0aHMBIE
IJIS1 OCBOECHHI A TUCIHILTHHBI:

ITonckopeie cucteMel Yandex (http:/www.yandex.ru/)

MymbTHMe JHIHEBIH CIIOBaph NepeBoja clIoB oHiIaiH MymeturpaH (http://www.multitran.rw/)
YHuBepcuterckas HHpopmalmoHHas cuctema POCCH S (https://uisrussia.msu.ru/)
[Iyomkaipn BO3 Ha pycckoM s3bike (https://www.who.int/ru/publications/i)
MexmyHapoaHble pyKoBOACTBa 1m0 MeguiHHe (https://www.guidelines.gov/)

DenepampHas AMEKTPOHHAS MeAMIIHHCcKas onbnnoreka (DOMB) (http:/www.femb.ru)

Bonp u ee neyenne (www. painstudy.ru)

US National Library of Medicine National Institutes of Health (www.pubmed.com)
Pycckuit MeHITHHCKII KypHaI (WWW.Imj].1u)

MiuHHCcTEPCTBO 37paBooxpaHeHHs Poccriickoi MDemepanyy (www.rosminzdrav.ru)
KuodepJ/lennaka — 3T0 HayyHas aneKTpoHHas ondmioreka (https://cyberleninka.ru)
Poccuiickas rocymapcTBeHHa s OHOmHOTeEKa (WwWw.Tsl.1u)




6.4. MeToanueckne YrRAa3aHHA IJIH ﬂﬁ}"lﬂlﬂﬂﬂlﬂtﬂ 0o OCBOCHHN IO JHCIIHIIJIHHbBI

OOydeHHe I1I0 OUCIPOUIMHE «OCHOBBI IMTOr€HETHKH 4YeJIOBeKa» BKIIOYAET KOHTAKTHYIO
paboTy, COCTOSINYIO H3 IIPAKTHYECKHX 3aHSTHI, CEMHHAPOB, CaMOCTOSTEIIBHOH paloThl H
IIPOMEXKYTOYHOH  arTecTali. JIeKI[HOHHBIE 3aHSTHS  IIPOBOJASATCS € HCIIOIb30BAaHIEM
IeMOHCTPAIMOHHOI'O MaTrepHaia B BHAE MYIIbTHMEIHIHBIX ITPe3cHTAL[IH.

[IpakTHYeCcKHE M CEMHHAPCKHE 3aHSATHS IPOXOMIT B YYeOHBIX ayAHTOPHSIX H YUeOHBIX
nabopatopHsax. B Xome 3aHATHH CTYAEHTHL pas30HparoT H  OOCYKIArOT BOIIPOCH  IIO
COOTBETCTBVIOI[UM paszjieiiaM H TeMaM JHCIHIUTHHEL, BBITIOJIHAIOT TeOPeTHYECKHE H IIPAKTHYECKHE
3aJ[aHH L.

Jina  peaym3zalMd = KOMIIETEHTHOCTHOI'O ITOAXOJAa B Y4eOHOM IIpoOIlecce  IIMHPOKO
HCITONTB3YIOTCS aKTHBHBIE M HHTEPAKTHBHBIE (DOPMBI IIPOBEMEHUS 3aHATHII (HCIIOIbh30BaHHE
HHTEPHET-PECYPCOB JUIS MTOATOTOBKH K 3aHSATHSIM, I'PYIIIIOBBIE JHCKYCCHH H JIP.) B COYeTaHHH C
BHEAYAUTOPHOH palbOTOH ¢ IIeNbI0 (POPMHPOBAHHSI H Pa3BHTHS IIPO(]EeCcCHOHAIBHBIX HABHIKOB
00yYaroIxcs.

19 CTYIEHTOB VYCIIOBHSAMM IIPaBHIIbHOH OpraHus3aipm yyeOHOro IIpoliecca SBIISIOTCS
IUTaHHPOBAaHHE BPEMEHH, HEOOXOAMMOIO Ha H3YVUYeHHE JaHHOH [HCIOUINHBEL, PETrYISpHOE
IIOBTOPEHHE TIPOMAEHHOIO MaTepHana, IIOATOTOBKA K TEKVIIEMY TEMATHYECKOMY KOHTPOIIIO
YCIIEBAEMOCTH H ITPOMEKYTOUYHOHN aTTECTAIHH.

CamocrosarenbHas pabora BKIOYaeT B ceOd IMpopadoTKy JEKIHOHHBIX MaTepHalIoB,
IPaKTHYECKHX MAaTEPHAIIOB H 3aJa4, KOTOPhIE pa3OHpaCch Ha 3aHSATISIX WM OBLIIH PEKOMEHJOBAHEI
IUISI CAMOCTOSTENBHOIO PEIlEHHS, H3YUeHHE PeKOMEHIOBAaHHOH Y4eOHOH JIHTEepaTyphl, H3VUEHHE
HH(QOPMAIIHH, ITYOIIHKYeMOH B Hay4YHOH IIEpHOJHYECKOH IIe4aTH H IIpeJCTAaBIIEHHOH B CeTH
«MHTepHEeT» H IOATOTOBKY JOKJIa[a IO IPeIJIOKEHHOH TeMe. /{11 caMOCTOSTEIRHOH PadOTHl B
TEUEHHE BCErO IlepHoma OOYUYEHHS HMEETCS HHAHBHAVAIBHBEIM HEOTPAaHHUYEHHBIM JOCTYIIOM K
AIEKTPOHHOH HH(OPMAIlHOHHO-00pa3oBaTeIbHOH cpelle lleHTpa AiMazoBa H3 ITFOOOH TOYKH, B
KOTOPOI €CTh JOCTVYII K CeTH « MHTEpHET», KaK Ha TEPPHTOPHH [[eHTpa AMazoBa, TaK H BHE €.

6.5. IlepeyeHb OCHOBHOH H JONOJHHTEJLHOH Y4YeOHOH JIMTeparypbl, Heo0Xo UMOH 11
OCBOEHHSA ANCIHIIMHDbI:

OcHoBHas JIMTEpaTYpAa:
1. Kunerku no JIpronny/JI. Kaccumepuc |1 ap.| - M.: JIaGoparopus 3Hanmit, 2018. - TekcT:
aneKT poHHBI//URL: https://www.rosmedlib.ru/book/ISBN9785001015871 .html

2. HacnexacrBennnie Oonesnu/mon pea. E.K. I'marepa, B.11. ITy3eipeBa - M.: 'D0OT AP-Menaua,
2017. - Texct: snekrpoHHBIHN//URL:
https://www.rosmedlib.ru/book/ISBN9785970439692.html

3. T'ennl no JIsrouny/JIx. Kpe6c, 3. I'ongmureix, C. Kumiatpuk - M.: JIaGopaTopHs 3HAHHIA,
2017. - Texct: snekrpoHHbII//URL:_
https://www.rosmedlib.ru/book/ISBN9785001015826.html

4. T'mcromnorus, sMOpHOJIOTHS, ITUTONOrHg: yueOHuK/ [JlanninoB P K., bopoasg T.I". - M.
['O0OTAP-Mengna, 2020. - Teker: anexrpoHHBIH//URL:
https://www.rosmedlib.ru/book/ISBN9785970453612.html

5. Iuromorus u odmad ructonorud: arinac/barmH B.B., [IapnoB A.B., Amkoeckmii A.H. - M..:
I'OOTAP-Menua, 2019. - Tekct: sanekrpoHHsiit//URL: https://www.rosmedlib.ru/book/06-
COS-2411.htm

6. I'eMaToNnorus: HalHOHAIbHOe PYKOBOACTBO/TION pel. O. A. PykaBmifeiHa - M.: 'DOTAP-
Menmua, 2017. - Texct: snekrpoHHBIH//URL:
https://www.rosmedlib.ru/book/ISBN9785970441992.html

7. HMMyHOreHOMMKA M reHOaHarHocTHKa yeimoBeka/P. M. Xautos, JI.II. Anekceen, J[.1O.
Tpodrmos - M.: 'DOTAP-Memna, 2017. - TekcT: snekTpoHHBIH//URL:_
https://www.rosmedlib.ru/book/ISBN978597044 1398 html




8. (OCHOBEI IIEPCOHAIIN3HPOBAHHON MEAHMITHHEL: MeIHIHa X X] BeKa: OMHKC-TEXHOIIOTHH,
HOBEIe 3HaHHS, KoMITeTeHITHH H HHHoBarnH//[»xaiH K K., ITTapumioB K.O. - M.: JIurTeppa,
2020. - Tekcr: anekrpoHHbII//URL:
https://www.rosmedlib.ru/book/ISBN9785423503437.html

J{OMOJTHHT eJIHASA JIUT epaTypa:

1. OcHoBH OnoxunmHH JleHnHKepa. B 3 1. T. 2. brHosHepreTtnka 1 MeTadoInsM
| OnexrponubIi pecypel/J]. Hembcon, M. Kokc; nep. ¢ aHri. - 4-e u3f. - M.: JJaGopaTopus
sHaHHi, 2020. - Pexmm gocryma:_
https://www.rosmedlib.ru/book/ISBN9785001018650.html

2. Iuronmornsa DyHKIIHOHATbHASI VIITPACTPYKTYpa KIeTKH. ATtnac/bammH B.B. - M.
['O0TAP-Mengna, 2016. - Teker: anexrpoHHBIH//URL:
https://www.rosmedlib.ru/book/ISBN9785970438916.html

3. MenmuimHcKkas 1adopaTOpHas JHArHOCTHKA: IIPOrpaMMBL H aJITOPHTMEI / IToJ pex. A M.
Kapmmnenko - M. : 'D0TAP-Menua, 2014. - Tekcer : anextpoHHbIH // URL
https://www.rosmedlib.ru/book/ISBN9785970429587 .html

4 . MengmmHckas OHOTOTHSA H o0mias reHeTHKa: yueOHHK/P.I". 3asr, B.O. byrsunosckii, B.B.
JlaBp110B, H.B. Paukopckas - MuHck: Bemin. mk., 201 7. - Texer: anekrpoHHbni//URL:
https://www.rosmedlib.ru/book/ISBN9789850628862.html

7. MATEPUAJIHO-TEXHHYECKOE OBECIIEYHEHHE JHUCIIHITJIMHBI

JII1 OCYINECTBIIEHHSA 00pa30BaTEIbHOIO IIPOIIECCa IT0 MUCIUIUIHHE « OCHOBEI ITUTOr eHETHKH
YeJIOBEKA» ITPOrPaMMBI BEICIIIETO OOpa3oBaHHSA - MarucTparypa II0 HallpaBJIEHHIO IO OTOBKH
06.04.01 buomorusa ILlentp AimMaszoBa paclojaraeT MaTepHAIbHO-TEXHHYECKOH  0a30H,
COOTBETCTBVIOMIEN JSHCTBYIOIINM ITPOTHBOITOKAPHEIM TpaBIIaM H HOpMaM H OOecIIeUHBaroIeH
IPOBEMEHHE BCEX BHUAOB JUCIIIUITHHAPHON H MEXKIUCITHIUIHHAPHON ITOATOTOBKH, ITPAKTHYSCKOH H
HaYYHO-HCCIIENOBATEIL CKOH PadoT 00YVYAIOIIMXCS, ITPEAYCMOTPEHHEIX YUeOHOH JH CIIHIIJIHHOH.

JIng TpoBedeHNS 3aHATHIL 10 JHCIPOUIMHE «OCHOBBI I[HTOTEHETHKH  YeIIOBEKA)
CIIEI[HAJIBHEIE  TIOMEIEHHS HMEIOT  MATepPHAIbHO-TEXHHYECKOE M YUeOHO-METOAHNYECKOE
oOecIeueHHe:

YueOHasd ayauToOpHa IS ITPOBEAEHUS 3aHATHI JIEKIHOHHOIO THIIAa — YKOMIUIEKTOBaHa
CIlelHAIIH3HPOBaHHOH (yueOHOH) MeOenpro, HaOOpOM JAEeMOHCTPAIHOHHOIO OOOpPYAOBaHHSI H
yueOHO-HAIrTIIIHEIMA ~ ITOCOOHSIMI, OOEeCIEeUNBaOIMMH ~ TEMAaTHYECKHE  HIIIFOCTPAIlHH,
COOTBETCTBYIOMIHE pab0YHM y4eOHBIM ITpOrPpaMMaM JHCIHIUIHH (MOIYIIEH).

YueOHast ayqUTOPHS JJII IIPOBEIeHN I 3aHATHI CEMHHAPCKOIro THIIA (ITPaKTHYECKHE 3aHSATHS
H BCe (DOPMBI €r0 IPOBEJEHHS) - YKOMIUIEKTOBAHA CIIEIHAIM3HPOBAaHHOHN (y4eOHOH) MeOelbko,
TEXHHYECKHMH CPEACTBAMH OOYYEHHS, CITYKAIHMH JIJIS ITpeJAcTaBIIeHHI YueOHOH HH(OPMAIIHH.

Jlabopatopus — OCHaIleHHas T1a0opaTOPHBIM OOOPYIOBAHHEM, TEXHHUYECKHMH CPEICTBAMI
0Oy4YeHHS, CITY KaIllHMH JUIS IIPeACcTaBIeHHS YueOHOH HH() OpMAL{HH.

YueOHasa ayIUTOPHS JUIS TPYIIIIOBBIX H HHIHBHIYAIbHBIX KOHCYIILTAIMH - YKOMIUIEKTOBaHA
CIIEITHAIIH3HPOBAHHOH (y4eOHOH) MeOellblo, TEXHHYECKHMH CpeJCcTBaMH OOYUYEeHHS, CITY KaII[FIMH
IS IIpeIcTaBRIeHN YueOHOH HH(pOpMAaIH.

YuyeOHasds ayauTOpHS IS TEKYINErO KOHTPOIS M IIPOMEKYTOUHOH aTTecTaluH -
VKOMIDIEKTOBAHA CIIEI[HATH3HPOBaHHOH (y4yeOHOH) MeOelnblo, TEeXHHYECKHMH CpeJCTBaMH
0Oy4YeHHS, CITY KaIllHMH JUIS ITPeACcTaBIeHHS YueOHOH HH() OpMAL{HH.

[lomermeHne I CaMOCTOSITEIIbHOH PpaldoThl — YKOMIUIEKTOBAHO CIIEI[HATH3HPOBAHHOM
(yueGHOIT) Mebenbio, OCHAIIEHO KOMITBIOTEPHOI TeXHHKOI ¢ BO3MOKHOCTBIO ITOJKITFOYEHHT K CETH
"UHTepHeT" H o0ecIleueHO JOCTYIIOM B AIIEKTPOHHYIO HH() OPMAITHOHHO-00Pa30BaTEIbHYIO Cpely
OpraHH3aIHH.



8. KAJ/IPOBOE OBECIIEYEHUE JJUCHHHIIJIMHBI

CocTaB H KBaIH(HKAIMSI HayYHO-TIeJarorHyecKMX pabOoTHHKOB OOecCIeUHBAIOIIHX
OCYIIECTBIIEHHE 00pa30BaTEIILHOIO IMpoIecca IO JUCHIIIIHHE «OCHOBBI ITHTOIEHETHKH YEJIOBEKA»
cooTBeTCcTBYET TpeboBaHmsaM DI'OC BO - marucrparypa 1mo HamparleHHrO IToAroroBKH (06.04.01
buomnorus.

9. OCOBEHHOCTH OPIrAHM3AIIMN ObBYYEHHA 110 JIMCHHUIIJVIMHE JIJIA
NHBAJIM10B 1 JIUI] C Ol PAHUYEHHBIMHA BO3IMOKHOCTAMMU 3/10POBBA

OCBOEHHE MQHCI[HIIIMHBL HHBAaIMIaMH H JHI[AMH C OrPaHHYEHHBIMH BO3MOKHOCTSIMIH
3JIOPOBBSI TIPH HEOOXOJAHMOCTH OCYIIECTBISeTcs Kadeapoi Ha OCHOBe aJallTHPOBAaHHOH pabouei
IIPOrpaMMBI C HCIIOIb30BAHHEM CIIEI[HATIBHBIX METOM0B OOYUYEHHS H JHIAKTHYECKHX MaTepHAalIOB,
COCTABIEHHBIX C VYETOM OCOOESHHOCTEH IICHXO(pH3HYECKOIO Pa3BHTHSA, HHIHBHIYAJIbHBIX
BO3MOKHOCTEH H COCTOSHHS 370POBh I TAKHX 00yJaroIHXcs (00yIarOIIerocs).

B 1emsx ocBoeHH S YUeOHOH ITporpaMMBl JHCITHIUIHHEI «OCHOBEI IIHTOTEHETHKH YeJIOBEKa )
HHBAJIMJJaMH H JIHI[aMH ¢ OTPaHHYeHHBIMH BO3MOKHOCT SIMH 370POBBS Kadeapa 00ecIleUHBaET:

1. 719 HHBAJIMIOB M JIHI[ C OTPaHHYEHHBIMH BO3MOKHOCTSIMH 3I0POBBS I10 3PEHHIO:

¢ pa3sMelleHHE B MecTaxX JOCTYIMHBLIX IS OOYYAIOIMXCS, SBILIIOINMMXCS CIIEIIBIMH  HIIH
cIaOOBHISIIHMH, B aJalITHPOBAHHOH (popMe CIIpaBOYHOH HH(POPMAIlHH O PaCITHCAHHH
yUeOHBIX 3aHSTHI,

® TIIPHCYICTBHE aCCHCTEHTa, OKAa3hIBAIOINEr0 O0YUArOIEMYC I HEOOXOANMYIO ITOMOIIIE,

® BHITYCK aIbTePHATHBHBIX (POPMATOB MeTOAHYECKHX MaTepHalOB (KPYITHBIH ITPH(MT HIIH
ayaHO(aIIbI);

2. U1 HHBAIMJAOB H JIHI[ C OrPpaHHYeHHBEIMH BO3MOKHOCT IMH 30POBB S ITO CIIYXYV:

e HaJIeKalMMH 3BYKOBEIMH CPeJICTBaMH BOCIIPOH3BEAeHHE HH(POPMAIIHH,

3. 19 HHBAIMAOB H IIHI[ C OrPpaHHYEeHHBIMH BO3MOXKHOCTSMH 3I0POBbS, HMEIOIIHX

HAPYIIEHHS OIIOPHO-ABHIaTEIILHOIO armrapara:

® BO3MOJKHOCTh OECIIPensITCTBEHHOIO JOCTYIIa OOVYAKOIMMXCS B YYeOHBIE ITOMEIIEHHS,

TyaJleTHble KOMHAThl H JPYTHe ITOMeIeHHI Kaeaphl, a Takke NMpeObIBaHHE B YKa3aHHBIX

TTOMEIIEHH SIX.

OOpaszoBaHHe OOYYAKOIIMXCS C OrPaHHYEHHBIMH BO3MOKHOCTSIMH 3J0POBBS MOXKET OBITH
OpPraHH30BaHO KaK COBMECTHO C JAPYTHMH OOYVYAIOIIHMHCS, TaK H B OTJEIBHBIX I'PYINIaX IWIH B
OTHEIIbHBIX OPraHH3aI[HSX.

[IpH ocBOEHMH ITpOrpaMmbl JUCIHILIHHEL OOYUYAIOIINMCS ¢ OTPaHHYEHHBIMH BO3MOKHOCTSIMI
3JIOPOBBS  TIPEMOCTABILIIOTCSA OEeCIIaTHO CIIEIHAIbHbBle YUYeOHHKH M YYeOHBbIe ITOCOOHS, HHAas
yueOHasl JIMTEparypa M CIElHaJIbHBIE TeXHHYECKHE CPEICTB OOVUEeHHS KOJUIEKTHBHOIO H
HHIHBHIYaJIbHOI'O TTOIIb30BAHHS, a TaKKE YCIIYTH CYPIOIEPEBOTUHKOR 151
TH(IOCYPIOIEPEBOLIHKOB.
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ITACIIOPT

OLHEHOYHLBIX CPEJICTB
no mucuummae «OCHOBBI IIMTOI' EHETHKH YEJIOBEKA»

4. B pe3yJabTare ocBOeHHA JHCIHILIHHBI 00 YIAIOINHICA 0 KEH 00.12JaTh CJIe YO IIIMH
koMnereHmusmu: YK-6, OIIK-1, IIK-6.

5. OnucanHe nmoxasarteJjiel H KPHTEPDHCECB OIICHHBAHHH KOMIIETEHIIHH B Iponecce H3Y'ICHHA

TUCHHUILTHHBI
IToka3aTe/H JOCTHXKeHHS 32JAHHOT0 YP OB HA OCBOeHHS
KoMmuer eHuHst e Tan KOMIEeT eHIIHH H KPHTEePHH olle HHBAHHA Pe3Y/IbTATOB O1e HOYHDbIe
00yue HHSA CpeJcTBA
«HE 3aYTEHO» «3AYTEHO»
VK-6 CriocobeH VK-6.1 Orpengensaer | 3HaeT: 3HaeT: Il
OITp €MIEIATh H MPHOPHTETHI TIPH HE OPHEHTHPYETCA B OCHOBAX OCHOBbI TLTAHHP OBaHHA TEKY LI1ero
pEaH30BbIBATh pemeHHH TUTaHHpP OBaHH:A pabovero paboyero BpeMeHH H KOHT) OJIA:
MMPHOPHTETHI MpaK THYECKHX Bp €MEHH H TP OCTP aHCTBA B Ip OCTPAHCTBA B -KB
coOcTBEHHOI 3a71a4 B XOJI€ nabopaTopHH, TUIOX0 OCBeoMIIeH | JabopaTOpHH, CrIOCOOBI i
I E€ATEIbBHOCTH H rpodeccHoHaIbHOH | 0 crioco0ax cOBEPIIEHCTBOBAHHA | COBEPIIEHCTBOBAHHA
CII0COOBI €€ TeATEIbHOCTH. coOcTBEHHOH IIp opeccHOHaNbHOH | c00CTBEHHOH T
COBEPIIEHCTBOBAHHA NeATENbHOCTH (TTOBBIII €HHA rp opeccHOHAIBHOH MPOMEKYTOY
Ha OCHOBE KBaJTH(pHKAL[HH I10 ITp o(peccHH), TeATeTbHOCTH (TIOBBIEHHA | HOH
CaMOOLIEHKH OHAKO C MOMOIIbIO KBaJTH(HKALHH I10 aTTEC TAL[HH:
TperojaBaTeNsA pasp emaeT 3TH rp opeccHH) -KB
BOIIPOCHI
VMEET: VMEET: YETKO H JIOTHYHO Jlns
HE OPHEHTHPYETCA H HE BOCIIPHHHMATh H TEKY LI1ero
aHAITH3HPYET CaMOC TOATEIbHO aHaJIH3HPOBATh KOHT) OJIA:
HH(pOpMAaIHIO H3 HCTOYHHKOB HH(}OpMAaLHIO H3 -KB
pa3HYHOTO THIIA, HE cormoco0eH | HCTOYHHKOB Pa3IHIHOTO s
OLIEHHBaTb COOCTBEHHbIE THIIA, KPHTHYECKH MPOMEKYTOY
CTpaTerHH aHaJH3a H OLIEHHBATh COOCTBEHHbBIE HOi1
MpeACcTaBIEHH:A PE3yJIbTaTOB cTpaTerHH aHaJIH3a H aTTEC TAL[HH:
HCCJIENOBaHHH P a3IHYHOIO THIIA, | TP €cTaBJIEHHA - KB
MMPHMEHATh COBPEMEHHbIE p €3y IbTAaTOB HCCJIE]OBaHHIT
METO/THKH aHaJIH3a B yu4eOHOM pa3IHYHOIO THIIA,
poLiecce, OJHAKO ¢ ITOMOIIbIO MPHMEHSATL COBP EMEHHbIE
TperojjaBaTeNa YacTHIYHO METOIHKH aHaJll3a B
pa3pelaeT STH BOIIP OChI yueOHOM ITp oLiecce
OIIK-1 CriocobeH OIIK-1.1 3HaeT: 3HAET: HCTOPHIO pa3sBHTHA Il
HCII0JIb3 OBaTh H [IprMeHAET 3HAaHHE | HE OPHEHTHPYETCA B BOIpOcax KITHHHYECKOIH TEKY LI1ero
MPHMEHATD HCTOPHH H HCTOPHH Pa3BHTHA KJITHHHYECKOH | LIHTOr€HEeTHKH, OCHOBHbIE KOHT] OJIA:
(pyHOaMeHTaIbHbIE METOJI0JIOTHH LIHTOM€HETHKH, 0CHOBHBIX MepHO/IbI HC TOPHYECKOTO -KB
OHOJIOTHYECKHE OHOJIOrHY €CKHX repHojax HCTOPHYECKOr 0 pa3BHTHA HAYKH H TEXHHKH, | - J]
MpeJicTaBJIeHHA H HayK JJId pelleHHA | pa3sBHTHA HayKH H TEXHHKH, KJT}0U€BbI€ [TOHATHA
COBpPEMEHHbBIE npodec cCHOHANBHBIX | KJIIOUEBBIX MOHATHAX «HAYKa», «HayKa, «Hay YHOe s
METO]I0JIOTHYECKHE 3a7ay «Hay YHOE 3HaHHEY, <«HayUHOoe 3HAHHEY, «HAYTHOE MPOMEKYTOY
MOAXO0bI JIA CO0O0IIECTBO», «TEOPHA» H COO0OIECTBOY, «TEOPHA» H | HOH
I1OC TAHOBKH H «3MITHPHD» H HX OTIpEefeNeHHAx, | «3MITHPHA» H HX aTTEC TAL[HH:
pelIeHHs HOBBIX a TaKsK€ OCHOBHBIX MPHHLIMITAX H | OMpEJeNeHH:, a TaKkKe -KB
HeCTaHap THbIX KaTEropHAX OHTOJIOTHH, OCHOBHbI€ IMPHHLIHITBI H
3a71a4 B cpepe THOCE0JIOTHH, METO]10JIOTHH KaTErOpHH OHTOJIOTHH,
rpodeccHoHaIbHOI HayKH, KJII0YEBbIX COOBITHAX B rHOC €0JIOTHH, METO0JIOTHH
T €ATEIbHOCTH pa3BUTHH COBp EMEHHOH HayKH, HayKH, KIIOYEBbIE
OTp a3HBIIHECA B KOHLIETMLIHAX c0OBITHA B pa3BUTHH
COBp eMeHHOH (pHI0Cc 0(pHH H C OBpE€MEHHOI HayKH,
METO/I0JIOTHH HaykH. OJJHaKoO ¢ OTpa3HBIIHECA B
MOMOIIbIO ITPEITo/laBaTeNs KOHLIETLIHAX COBP €MEHHOI
Yyac THYHO criocobeH OTBETHTh Ha | (pHIocoHH H
5TH BOIIP OCEI METOJI0JIOTHH Hay KH
VMEET: HE YMEET ITOJTHOC ThIO VMeeT: Il




HCIIOJIb30BaTh 3HAHH, CaMOCTOATEIBHO TEKY LI[ETO
oIy YeHHbIE B 007aCTH HCTOPHH | HCIIONb30BaTh 3HAHHA, KOHT)p OJIA:
H METO0JIOTHH HAYKH B CBOEH IoJIyuYeHHbIE B 00JacTH - KB
rpodeccHoHaIbHOH HCTOPHH H METOLOJIOTHH
OEATENBHOCTH. HayKH B CBOEH Jlns
He ymeet coOHpaTh H 11p opecCHOHAIBHOH TIPOMEKYTOY
aHAITH3HPOBaTh HH(POPMALHIO, HO | JIEATEIhHOC TH. HOH
MOKET €€ 00pabaThIBaTh C VMEET caMOCTOATENBHO aTTEC TaL[HH:
TIOMOIIBIO TTIPErojaBaTeNA coOHpaTh, aHam3HpoBaThb H | - KB
oOpabaTeIBaTh
HH(OPMALHIO
OIIK-1.2 CriocobeH | 3HAeT: HE MOJKET 3HAaET: Il
TIPHMEHATH CaMOCTOATEIIBHO OTBETHTD Ha CTPOEHHE H (PYHKLIHH TEKY L[ETO
(pyHIaMeHTalIbHbIE | BOIIPOCHI CTPOEHHA H ()Y HKLIHH XpPOMOC OM 4ENOBEKA; KOHTp OJIA:
OHOJIOrHYECKHE XpOMOCOM YEIOBEKA, MOHATHA IMOHATHE KapHOTHIIA -K
TIpefCcTaBIEHHA C KapHOTHIIA YEJIOBEKAa H YyeJI0BEKA; [MOHATHE -1
Y4ETOM MOJTHMOP (PH3Ma XP OMOCOM; MOJTHMOP(hH3Ma XPOMOCOM,
COBpP EMEHHBIX FEHOMHBIX H XP OMOCOMHbBIX I'eHOMHBIE H XpOMOCOMHbIE | J7A
METOOJIOTHYECKHX | MYyTaLlHH, aJrOpHTMOB MY TaLHH, aJIropHTMbI TIPOMEKYTOY
T10/1XO OB [IA- [POBENEHHA 1HTOIEHETHY ECK OH I1p OBEMEHHA HOH
I10CTAaHOBKH IHArHOCTHKH, METOax LU TOr €EHETHY ECKOH aTTeC TAaL[HH:
HeCTaHOapTHBIX mH( dep eHLIHaTTEHOTO MHarHoc¢ THKH, METO/bI - KB
rpodeccHOHANBHBIX | OKPalIHBAaHHA XP OMOCOM, aH(dep eHLHaIbHOTO
3a7ay anropHT™a 0003Ha4eHHA OKpaIIHBaHHA XP OMOCOM;
METO0OB OKp alllHBaHHA aJIrOPpHTM 0003HaYeHHA
XpPOMOCOM; 3Tarax METOZ 0B OKpallHBaHHA
KapHOTHITHp oBaHHA. OqHaKo ¢ XPOMOC OM; 3Tarlbl
TTOMOIIBI TTPErolaBaTeNA JacT KapHOTHITHP OBaHHA
HETIOJIHBIE OTBETHI
VMEET: caMOCTOATEIBHO MOKET VMeeT: Il
OITp €71€JIATh 00IIEE YHC IO OIIPEAENATh 00Iee THCII0 TEKY L[ETO
XpoMocoM B MeTadaszHoi XpOMOCOM B MeTada3sHOI KOHTp OJI4:
[UTAC THHKE. YMEET OIPEENATh [UTIACTHHKE, OIIPEIENATh - KB
Mop (poJIOTHIO XpOMOCOM H MOP (POJIOTHIO XPOMOC OM; Jla
pacKiIazbiBaTh XPOMOCOMBI 110 OIPENENATh IPYITIOBYIO TIPOMEKYTOY
IPyITIaM TOJILKO C IIOMOIIbIO [P HHAJIEKHOCTh HOH
TperojaBaTeNa XPOMOC OM aTTeC TAaL[HH:
- KB
-AY
ITK-6 CriocobeH ITK-6.3 3HAET: HE OPHEHTHPYETCA B 3HaET: Jlns
BbIOHp aTh AHamH3HpPYET BOIIPOCAxX PacrIoIoKEHHA pacrioJioKeHHE CETMEHTOB TEKY LI[ETO
aZEKBAaTHBIE METO/bI | PE3VJILTAThI H CErMEHTOB BJI0JIb I1J1€Y BI10JIb TUIEY XPOMOC OM, KOHTp OJIA:
peleHHd H OIIp ENEIIAET XpPOMOCOM; MEATYHAp OMHOH M EKIYHAapP OJTHY O - KB
OCYI[ECTBJIATh HarpasJIEHHE H HOMEHKJIATYPhI XPOMOC OM HOMEHKJIATYPY XpP OMOCOM - 1
HCCIIENOBAaHHA C METOOJIOTHIO YEI0BEKA, KOHTPOJIA KauecTBa YeNI0BEKa; KOHTPOJIb
HCI10J1b3 OBAHHEM IaJIbH EHIITHX KapHOTHITHP OBaHHA; MPOTOKOJIaX | Ka4vyecTsa
COBPEMEHHBIX HCCIIEOBAHHH B [POBENEHHA KapHOTHITHP OBaHHA. | KapHOTHITHP OBaHHA, Jla
TEXHOJIOTHY €C KHX COOTBETCTBHE C OHaKo ¢ IIOMOIILIO I1p OTOKOI IMPOBENEHHA TIPOMEKYTOY
peleHHIA LIENBIO H 3a7iadaMH TperojjaBaTeNa crioco0eH J1aTh KapHOTHITHpP OBaHHA HOH
HCCIIENOBaHHA Yac THYHBIH OTBET I10 3THM aTTEC TAL[HH:
HarpaBJIeHHAM - KB
VMeET: VMeeT: Il
He crioco0eH caMOCTOATEIBHO COCTaBJIATh KAPHOTPAMMBI, | TEKYILIETO
COCTaBJIATE KapHOTPaMMBl, OCYIECTBIATh KOHT)p OJIA:
OCY I[ECTBJIATh IIPOEKTHPOBAaTh H | MPOEKTHPOBATh H - KB
KOHTP OJIHPOBAaTh KOHTPOJIHpP OBATh -AY
LIUTOr€HETHYECKHE HCCIIEIOBAHHA | LIHTOr€HETHYECKHE
B HAYYHOH H KJIHHHYECKOH HCCJIEI0BAHHA B HAYYHOH H | J]d
IMEATENBHOCTH, 3aITHChIBATh KJIHHHY ECKOH TIPOMEKYTOY
(hopMy Iy TP 0AHATH3HPOBAHHOTO | JI€ATENbHOCTH, 3alTHChIBATh | HOH
KapHOTHITIA H 3aKJII0YEHHE I10 (hopMy Ty aTTEC TaL[HH:
Hemy. OQHAKO C ITOMOIIbIO I1p OAHAIIH3HP OBAHHOIO - KB
TperojjaBaTeNa crioco0eH KapHOTHIIA H 3aKJTI0UEHHE -AY
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H3 3aJaHHH

HarioJIOBHHY BbITIOIIHATE KaAJOC

10 HEMY

KB — xonmponstste eonpocst, AY — anzopummesl ymerutl, /] — memst 014 OOKIAO0E

6. Opranmsanmns TeKyumiero KOHT poJif

Ne HaumMeHoBaHHe TeMbI (Pa3geJia) IO HaumeHoBanHe
I/'n IHCHHILHHBI KOMITET CHIHH OIe HOYHOI'O CPeACTBA
(HJIH ee HHIHKATOpPA)
] Pasznen 1. LIHTONOrHYE€CKHE OCHOBEBI VEK-6.1, OIIK-1.1, OIIK-1.2, KB, [
HacJieJ1c TBEHHOC TH IIK-6.3
2 Paznen 2. Meroapl TpagHipioHHOH 1TOreHetTHueckord | YK-6.1, OIIK-1.1, OIIK-1.2, KB, AY
ITHarHoc THKH I1K-6.3

KB — konmponstsie eonpocst, AY — anzopummst ymeruti, /I — memst 014 OOKIAOOE

7. dopmMa mpoMeKYTOYHOH ATTECT ANHH 10 JHCHHIIJIHHE — 329€T

8. DJTansl NpoBeJeHHS MPOMEKYTOYHON ATTECT ALMH :

JTalbI Buj 3aaHHs OneHOYHbIe MATeP HAJILI HHAHKATOPBI MPOBEPseMbIX
KOMIIET e HI{H i
VK- - 1.2
I cobeceoBaHHE KB YK-6.1, Dll_'lil{{-}fi. g:- OIIK-1.2,
. VK-6.1, OIIK-1.1, OIIK-1.2,
2 JIEMOHCTpPALHA YMEHHI AV TRt 3

KB — konmponsHsie eonpocst, AY — anzopummst yMmeHtl

J1sg IIOATOTOBKH K BoOIpocaM cobeceqopaHHS OOYYarOIeEMYCsS OTBOAHUTCS 20 MHHYT, IIOCIIE
cobeceoBaHMS OOYYAIOIIMICS TIONMyYaeT 3adaHHsd IS JeMOHCTpalMH YMeHHH. [Iocie ImpoxXoXIeHHS
BCEMH OOVYYAKOIMMMHCS 3Tala coOeCeJOBaHHI, B IIOPSAKE OYEPEJTHOCTH KaXIbIH OOYYarOIIHIICS
IPEJOCTABIISIET BRIIOIHEHHBIE 3aJaHHS IS JeMOHCTPAI[HH YMEHHH.

9. Kpurepuu onleHHBAHHUA 32aAHHH NPOMEKYTOYHOH ATTECTAIHM:

Bujg zaganua «He 3auTeno» «3auTeHO»

CobecenoBaHHE IT0 OOy4yarHiicA He criocobeH IIPHMEHATh MarvcTpaHT cI1oco0eH ¢ TIOMOII[bIO TIPEroaBaTen

KOHTP OJIBHbIM 3HAHHA HCTOPHH H METOJ10JIOTHH HIIH CaMOCTOATE/IbHO MPHMEHATL 3HAHHA HCTOPHH

BOIIp OcaM OHOIOTHYECKHX HAYK JJIA pelIeHHA H METOJOJIOTHH OHOJIOrHYECKHX HayK 1A p €leHHA
(pyHIIaMeHTaIbHBIX ITpo(eccHOHAIbHBIX (pyHIamMeHTaJIbHBIX IIpo(ecCHOHANbHBIX  3ajau;
3a71ay; He croco0eH K adc TpaKTHOMY criocobeH K abcTpaKTHOMY MBIILIEHHIO, aHAIH3Y, C
MBIIIJIEHHIO, aHAIIH3Y, CHHTE3Y [OMOIIBIO TIPEroaBaTeNd HIH CaMOCTOATEIIBHO
BC €X IMOJIYY€HHbIX TEOPETHUYECKHX 3HAHHI, HE | MOKET CHHTE3HpPOBaThb BCE T10JTY YEHHBIE
criocob0eH TBOp YeCKH HCII0Nb30BaTh B TEOPETHYECKHE 3HAHHA,
Hay YHOH H IMPOH3BOACTBEHHO- C MOMOIIBIO TIpeErojiaBaTe/iad HiIH CaMOCTOATENbHO
TEeXHOJIOTHYeCKOH J1eATeIbHOC TH 3HaHHA criocodbeH TBOpYecKH HCIIONB30BaTh B Hay4YHOH H
(pyHIaMeHTaIbHBIX H ITPHKIaJHBIX pa3/eloB I1p OH3BOJICTBEHHO-TEXHOJIOTHYECKOH
THCLHIUTHH Kypca, He crioco0eH neATeNIbHOCTH 3HaHHA  (yHOaMeHTalbHBIX H
OCY IECTBJIATH IIPOEKTHP OBaHHE H KOHTP OJIb MMPHKJIAHLIX ~ pas[eloB  JHCIMIUIMH  Kypca,
OHOTEXHOJIOTHYECKHX I OLIEC COB. criocobeH  OCYI[ECTBIATL IIPOEKTHPOBaHHE H

KOHTPOJIb OHOTEXHOJIOTHYECKHX IMP OL[ECCOB.

JleMOHCTp aLHA OOyuaromHiica He crocodeH Jaxke ¢ MarucTpaHT croco0eH ¢ oMo TIperoaBaTes

YMEHHIT TTOMOIIBIO TP EroiaBaTeNs Pa3I0KHTD HIIH CaMOCTOATENIBHO Pa3IoKHTh XPOMOCOMBI T10
XpPOMOC OMBI T10 IPYIIIaM, HE 3HAET ITpaBHIT rpyriraM, 3HaeT BCe IIpaBHIa 3armHcH  (popMyT
3aIrmHCcH (POPMY J1 KAPHOTHITA H 3aKJIIOUEHHI 110 | KApHOTHIIA H  3aKIYEHHH [0 HHM, MOJKET
HHM, HE MOJKEeT HarmHcaTh (popMyITy HaIrTHCAaTb (hopMy Ty KapHOTHIIA COITIACHO
KapHOTHIIA COrJIacHO 3 aKJIK YEHHIO. 3aKJII0UEHH 10 C He00JIb IO [TOMOIIBIO

I1p er1ofjaBaTe A HiIH CaMOCTOATENBHO.

Kpurepnu oleHHBaHHS pe3yiIbTaTa IIPOMeKYTOUHOH aTTeCTal[HH:
«3a4TeHOy — IIPH YCIIOBHH IIOIIOKHTEIIbHBIX Pe3yIbTaTOB Ha 1, 2 sTare.
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«He 3auTeHO» — IIPH HAJIMYHH OJHOI'0 I O0lIee HEYAOBIETBOPHTENBHEBIX PE3YIILTATOB
OHEHOYHLIE CPEJCTBA JIJIA TEKYHIEI'O KOHTPOJIA

Ko HTPOJIbHBIC BOIIPOCHI

IIpoBepsaemMsie
Ne KB KOHTpOJIBHBII BOIIPOC HHIHKATOPLI

KOMIIETEHIIHH

KapnoTun uejoBeka: olnpejeieHHe, CTpoeHHe H (JyHKI[HH X POMOCOM.

OTaJIOH OTBETA:

KapHOTHII — COBOKYITHOCTH ITPH3HAKORB (UM CIIO, pa3Mepsl, (popMa H T. II.) IIOJTHOTO
Habopa XpOMOCOM, IIPHCYINAL KIeTKaM JaHHOTO OHOJIOTHYECKOI0 BHAA (BHIOBOIT
KApHOTHII), JAHHOT'O OpraHm3Ma (HHIHBHIYAIbHELIT KAPHOTHII) HIIH JIIHHH (KIOHA)
KIIETOK.

XPOMOCOMEI — CTPYKTYPHO-(PYHKI[HOHAILHEIE 3JIEMEHTH Afpa, cocTodArme 13 JJTHK
H OelKoB. B Aape KaXI0il COMAaTHUYeCKOIl KIEeTKH YelIOBeKa COMePAKHTC A 23 Imaphl
XpoMocoM: 22 ITapel ayTOCOM, T. €. XPOMOCOM, OTHHAKOBEIX Y MYKUINH H K€ HIIHH,
H OJIHA ITapa IIOIOBEIX XPOMOCOM, HIIH I'OHOCOM, IT0 KOTOPEIM MY KUHHEI H
AKEHIIHHBI OTITHYAOTCA APYT OT Apyra. Ha Kaxayr XpoMoCcOoMY IIPHXOJHTCA 110
onmHoi monexyne JIHK.

CTpoeHHe XPOMOCOM:

D)I{enTpoMepa (TlepBHUYHAL IIEPETAAKA) 3TO MECTO COeTHHEHIA IBYX XPOMAaTHT, K ITK-6 (ITIK-6.3)

1 LIEHTPOME PE IIPHCOE HHAIOTCA HITH BEPETEHA eI eHIL. OIIK-1 (OIIK-1.1, 1.2)
ITo cTopoHAaM OT IEHTPOMEPEI JIeKAaT TUIEYH XPOMOCOMEI. B 3aBHCHMOCTH OT MecTa YK-6 (YK-6.1)
PAacCIIONOKEHHA IEHTPOMEPEL XPOMOCOMEI JIEJIAT HA:

AKPOLIEHT PHUECKIIE,

cyOMeTareHTpHYE CKHE;

MeTalleHTPHUYECKHE.

2)B TopruHad IepeTsokKa — SAPHIIIKOBEIL OpraHn3arop, cogepkuT reusl pPHEK,
HMeeTCA Y OTHOM — IBYX XPOMOCOM B TEHOME.

TemoMeprl — KOHIIEBEIE VUACTKH XPOMOCOM, cOAepxkaliie 0 10 TeIcTU map
HYKIIEOTH/IOB C ITIOBTOPSAFOIIEICA ITOCTIETOBATEIBFHOCTEIO.

OYHKIHA XPOMOCOM 3aKIFUYAETCA B!

- XpaHeHHH HacIe ICTBeHHOH HH()OPMAIHH.

- TIepe Jaue HaClIeCTBEHHOI HH(OPMAIHH ITyTeM PeIUTHKAIH MoleKyisl JTHK.

- pealH3al i Haclle JCTBEHHOI HH(OPMAIHH IIYTeM BOCIIPOH3BEIEHH I B IIPOLIECCE
TpaHcKpHIIFH H-PHK H ciHTe3a Genka B IIPOIecce TPAHCIIAI[HH.

IIpoeepsaemMsbie

Ne KB KOHTPpOJIBLHBIH BOIIPOC
KOMIEeTeHIIHH

HHTDI‘EHETI—‘IFEH - KdK HaYEKa. OHpE,[[E.]IEHHE, NpeaMET H 3aJda'TH HHTOIr €CHETHKH,
JHAYEHHE B McIHIIHHE.

OTAIOH OTBeTA:

[{HTOreHEeTHKA - pa3/iell TeHEeTHKH, H3YYAFOIIII I[HTONOT HUe CKIHE OCHOBEI
HACJe ICTBEHHOCTH H H3MEHUHBOCTH. ITK-6 (ITIK-6.3)

2 OCHOBHEIM IIPeTMETOM HCCIETOBAHHA B IIHTOT EHETHKE ABIIFOTCSI XPOMOCOMEI - OIIK-1 (OIIK-1.1, 1.2)
HHTEBHJHEIE CTPYKTVYPEL, coaepxale JHK - HacmeyeMEIH re HeTHUECKHH KO, YK-6 (YK-6.1)
OITpe AT AFOIIMH ITPOIECCHI POCTA, PA3SBHTHA H KH3HEE ATEIPHOCTH HHIHBHIYYMA.
3amay IHTOre HETHKH:

* HAeHTH(HKAIM A H IHTOTeHeTHYe CKOe KapTHPOBaHHE XPOMOCOM,

* BEIABIIEHHE TEHOMHBIX H XPOMOCOMHEIX aHOMAIIHIT H HX B3aHMOCBI3H C
(heHOTHITOM,




* JICCIIEIOBAHHE POIIH T€ HOMHEIX H XPOMOCOMHEBIX IIEPECTPOEK B BHA000pa30BaHHH.
SHAUEeHHE:

BOoBIII0e UHCIIO HAcTIeCTBEHHEBIX Oole3Hel H ITOPOKOR PA3BHTHA V UeIIOBEKa

00V CIOBIEHO H3MEHEHHEM CTPOEHHA XPOMOCOM. I[HTOr eHe THUeCKIe HCCIIEIOBAHIA
HCITONB3YIOTCA UIA JHATHOCTHKH HACIIe ICTBE HHBIX H ITPHOOpeTe HHBIX
3a00/IeBaHHI, 00YCIOBIEHHEIX XPOMOCOMHBIMH aHOMAIILIMH.

Ne KB KOHTPOJIBLHBIH BOIIPOC Hpozepsiembie
KOMIEeTeHIIHH
IToHATH e MoJTHMOP(PH3MAa XPOMOCOM, 0DIIasA XapaKTepHCTHKA.
OTaJIOH OTBETA:
ITommMopdH3M- HOpMaIbHAA H3MEHUHBOCTE XPOMOCOM Habopa, KoTopasd
3AKTFOUAETCA B PA3TIHUMAX MeK Y T'OMOTOTHUYHEIMH XPOMOCOMAMH 110 OTJIeTEHBIM [TK-6 (ITK-6.3)
3 cerMeHTaM, pailoHaM H JaKe IeIsIM IureyaM. K IToTHMOP(HEIM BapHAHTAM OIIK-1 (OIK-1.1, 1.2)
OTHOCAT TaKHe H3MeHEHII XPOMOCOM, KOTOPEIE COXPAHATOTCA B IIPOIECCE VK-6 (VK-6. 1’}
OHTOT €He3a, CTAa0IIBHO HACTEeYIOTCA IIPH MHTOTHUECKOM JIeTIeHHH KIETKH H
IlepeJaroTc I KaK IIPOCTOM MEHAEIEBCKIN IIPH3HAK OT POJHTENE K JeTAM, He
OKAa3bIBasd BIILIHIA HA (D HOTHIL.
Ne KB KOHTpOJIBLHBIH BONIPOC Hposepsembie
KOMIEeTeHIIHH
CTpoeHHe XPOMOCOM C AAPBIMKO00pa3yOIIHMH paiioHaMi. XapakTepHUCTHKA
MOJTHMOP(PH3MA XPOMOCOM C SAAPBIIIK 000pa3yUIHMH paiioHAMH.
DTaJIOH OTBETA:
SIOP mpHCYTCTBYIOT HAa aKpOIleHTPHUYECKHX XpoMocoMax rpymmt D (13-15) u G (21-
22). [lerTpoMepHEL 03HJ aKpOoI[eHTpHUeCcKIX XxpomocoM pll.1-ql11(.1) oOpazosan
anbda-catemmTHo JTHK. Baxg pl 1.2 akpolleHTpHUeCKHX XpoMOCOoM 00pa3oBaH
KIACCHYeCKHMH caTe/utuTaMH H [-caremmmrHoil JJHK. Baxp pl2
aKpOIeHTPHUeCKIX XpoMocoM oOpazoraH pIHK (5,85 PHK, 28S PHK u 18S PHK)
H [3-carermmTHOl JJHK. B3H p13 akpolleHTpHUECKIX XpOMOCOM o0pa3oBaH [3- ITK-6 (ITIK-6.3)
4 carerrtnTHON JJHK, caremnunrHon JJHK I K1acca, TeroMe pHEIM IIOBTOPOM. OIIK-1 (OIIK-1.1, 1.2)
«HopMmarsHEIMY pazMepoM KOPOTKHX IIIIeY aKPOIEHTPHUECKHX XPOMOCOM YK-6 (YK-6.1)
CUNTAETCS, ECIH OHH Pa3MepoM, PaBHEIM 12 [UniHEI 18p W/HIH JUIHHEI Iieaoro 17p.
* BapHaHT «p-» -eCIIH pasMep P-IUIed aKPOLIEHTPHUECKHX XPOMOCOM MEHBIIIE
IIOJTOBHHEI JUTHHEI 18p.
* BapHaHT «p+» -ecio pazMep p-IUled aKpOLeHTPHYECKHX XPOMOCOM OOIIBIIIE
JTUTHHEL 17D.
* OlleHKa JUIMHEI IUIeY XPOMOCOM IIPOHCXOIHT Ha OHOI H TOIl &Ke MeTada3zHoil
IDTACTHHKE.
Ne KB KOHTpPOJIBLHBIA BONPOC lpoepsiembre
KOMHOeTeHIIHH
MeTogHYeCKH e aCeKThl HTOTeHETHYECKOr0 aHaJIM3a NpH 00HAPYIKeH HH
noJJHMOpP(HOr o BapHaHTA.
OTaloH OTBETA: [TK-6 (ITK-6.3)
1. O0a3aTebHOE HCIIOIb30BaHHe He 00X0MIMEBIX MeTOI0B TH((epeHIHATLHOT O H OITK-1 (OITK-1.1
S M30HPATEINHHOT O OKPAIIHBAHILA XPOMOCOM: 1.2) o

1.1. C-okpacka (CBG-MeTo)

1.2. Q-okpacka (QFQ-metox, QFH/AcD MeTo)

1.3. Ag-NOR oxpalleaHie (OKpacka HHTpaToM cepebdpa)
2. KapHOTHITHPOBAHHE POACTBEHHHKOB

YK-6 (YK-6.1)




3. ComnocTarleHHe ¢ KIITHHHYECKHMH ITPOSBIIE HILIMH

4. IIpiMeHeHHe MOTeKyIApPHO-IITor eHeTHYecKHX MeTo0B (FISH, aCGH)

5. Ucnionr30BaHHe KeCTKHX KPHTePHER OIIEHKH BapHAHTOR XPOMOCOM

6. Mcrionp30BaHHe CTAHJAPTHBIX CHMBOIIOB H (JOPMEI 3aIlHCH BapHAHTOB (B CIIyYae
€CIIH IIOMTHMOP(HELT BapHAHT YKA3EIBAETCA B (JOPMYyJIle KAPHOTHIIA).

Ne KB

KOHTpPOJIBLHBINA BONPOC

IIpoBepsaeMbIe
KOMNOeTeHIIHH

6

TET[]HI[.]IDI—‘I,[[HH: OIMHCAHHE THIIOB, IIPHYHHLBI BOSHHKHOBEHHA, ITOCJIEACTBHA 1A
MMpe- H NOCTHATAJIGHOI O pa3BHTHH HYCIOBCKA.

OTAalIOH OTBETA:

TeTparuroHIIA - IPHCYTCTBHE B KAPHOTHIIE YEThIPeX TaIUIOHIHBIX HAa00POB
xpomocoM. TeTpaluioH g — JeTalbHasd MyTal[Hd Ha OPraHH3MeHHOM YPOBHE -
TeTPATUIOH/HbBIE SMOPHOHBI Aa00OPTHPYIOTCA B IIEPBOM TPHMECTPe. M eXaHI3MEbI
BO3HHKHOBEHHA TeTPAIUIOH/III: HapYIIIeHHe MHTOTHUECKHX JAelIeHHIT OI1acTOMEPOB.
DeHOTHIIMYECKH Te TPAIUIOH IS YACTO ACCOI[HHPOBAHA C ITYCTHIMH ITJIOJHBIMI
MeIKaMH (aHAMOPHOHHH ). [IpHCYTCTBHE TeTpaIUIOHIIH B O1acToMepax 3amMeiaeT
TEMITEI TPOOIIeHH A, IIPHBOIUT K HAPYIIEHHEO HX MUTPALHMH BHYTPh OIaC TOI[HCTEHL,
YTO B KOHEUHOM HTOIE JIeJIaeT HEBO3MOKHBIM HOpMaIbHOe (JOPMIPOBAHIE H

T depeHITHPOBKY BHYTPEHHEH KJIe TOUHOI Macchl. H13BEeCTHEI peIKie cIydan
POKIEHHA JIeTeil ¢ TeTPAIUIOH THEIM XPOMOCOMHEIM HA0OpPOM, B TOM UHCIIE H B
YICTOI (HeMo3aHyHoIl) opMe. J[119 GOMBIIHCTRA H3 HILX XapaKTePHEI
BHYTPHYTPOOHAA 3aJe pAKKa Pa3BHTIA, THIIOTOHNA, JIMI€BEIe aHOMAHH, ITOPOKH
cepua, HapylleHH 4 IICHXOMOTOPHOT O Pa3BUTHA. TeTparuIOH/IIA BO3ZHHKAET
CIIOpaJUeCKH, TI03TOMY PHCK IOBTOPHOMN Te TPATUIOH/IIH OTCYTCTBYET.

[1IK-6 (IIK-6.3)
OIIK-1 (OIIK-1.1,
1.2)

VK-6 (YK-6.1)

Ne KB

KOHTpOJBHBIH BONPOC

IIpoBepsaeMEIe
KOMIIeTeHIIHH

Oﬁ[[[ﬂﬂ XapaKTEPHCTHR A I€HOMHBIX M}’Tﬂlﬂlﬁ. TpHHﬂDHﬂHH: OIMHCaAHHE THIIOB,
IMPHYHHBI BOZHHKHOBCHHA, ITOGIECOACTEHA V1A IIPE- H TIOCTHATAJIBHOTO PA3BHTHA
JEJIOBERA.

OTaloH OTBETA:

["eHOMHBIE MYTAaI[HH — 3TO H3MEHEHH e UICIa OT/IEeIIFHBIX XPOMOCOM (AaHe YIUTOH/TIHH )
IUTH YBeIIHYEHHE XPOMOCOMHOTO Habopa (TIOIILION ). I1oMIIUI O III —
T€HOMHEBIE MYTAI[HH, CBA3aHHEIE C YBETHUYEHIIEM XPOMOCOMHOTO Habopa, KPaTHOE
TalIONHOMY. BEIIEIAI0OT ABa BapHaHTA ITOIHIUIOH I TPIIUIOHIHA (3n=69) H
TeTparrtonaid (4n=92). TpHILIOH A — 3TO TeHOMHASI My TaIl, IIPH KOTOPOIL B
KapHOTHIIE HMEETCA TPH TalUIOHIHEIX Habopa XpoMocOoM. IIpH 3ToM KapHOTHII

69, XYY netaneH, B TO BpeMAd KaK TPHIUIOHTHA 69 XXX H 69, X XY BIIOIHE
COBMECTHMA C BHYTPHYTPOOHBIM Pa3BHTHEM H KHBOPOKAEHHEM. T pHILTOHIH A
BO3HIKAET IIPH HAPYIIe HHH OIIOAOTBOPEHI A I/IUTH HapVILeHH I pacX0& IeHI
XPOMOCOM BO BpeM4 JIeIe HHA MOJIOBEIX KIeTOK. TPIIUIOHIHA HeCOBMECTHMA C
IIOCTAHAIEHBIM IIEPHOIOM (CMEPTE HOBOPOKIEHHOTO B IIEPREIE YACHI IUTH JHH ITOCIIE
POKJIEHH, OMIH CIIy4ai, KOorJga HOBOPOKASHHBII IMPoKHUI 312 mHeil). PHCK
IIOBTOPHOI OEpeMEHHOCTH C TPHIUIOHIHEH OI[eHEH TOIBKO LA CIIVUAEB C
YACTHYUHEIM ITY3BIPHEIM 3aHOCOM, OH paBeH IPHMEPHO 1%.

[IK-6 (IIK-6.3)
OIK-1 (OTIK-1.1,
1.2)

VK-6 (VK-6.1)

Ne KB

KOHTpOJIBHEIH BONPOC

IIpoBepsaeMEIe
KOMIIeTCHIIHH

XapaKkTepHCTHKA aHEYILJIOHJHIl, NpHMepBlL.

DTAlO0H OTBeTA:

[IK-6 (TIK-6.3)
OIIK-1 (OIIK-1.1,
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AHEe YIDIOHIHI - TEHOMHEIE MYTAI[IHH, CBA3aHHEIE C H3MEHEeHIe UICIa OTAebHBIX
XPOMOCOM, HEKPATHEIE T aIlTOMTHOMY.

1) Tprcomin (2n+1=47) HammMuie JOIIOMHUTEIFHOH TOMOJIOTHYHOM XPOMOCOMEI
(HarpmmMep, CHHApoM JlayHa: TpHCOMII XpoMocoMEI 21; ciHapoM Ilaray, TpHCcOMILT
XpPOMOCOMEI 13).

2) MoHocoMHH (2n-1=45) OTCYTCTBHE OJHOI H3 TOMOIOTHUHEIX XPOMOCOM
(MoHOCOMI A X-XpPOMOCOMEI: 45,X).

3) Hymmicomim (2n-2 =44) oTcyTCTBHE 00€HX TOMOIOTHUHEBIX XPOMOCOM.

4) T1omcoOMHH - YBEIYe HIE UHCIIa XPOMOCOM. X apakTepHa g I OHOCOM
(HarrprMep, TeTpacoMud 48, XXXX: BapHaHT CHHIpPOMA TPHILIO X).

5) JIBoitHEIE H TPOITHEIE TPHCOMIH — HATHUYHE B KAPHOTHIIE JOIIOIHHTEIEHBIX
KOITHIL IBYX IJIH TPeX Iap TOMOJIOTHUHEIX XPOMOCOM COOTBETCTBEHHO.

6) JIBOiiHEIE H TPOITHEIE MOHOCOMIH — OTCYTCTBHE B KapHOTHIIE OTHOTO H3
T'OMOJIOI OB ABYX WIH TPeX IIap I'OMOIOTHYHEIX XPOMOCOM COOTBETCTEEHHO.

1.2)
VK-6 (YK-6.1)

Ne KB KOHTpOJBHEIH BONPOC lposepsiembre
KOMIIeTeH I{HH
O0mas XxapakTepHCTHKA XPOMOCOMHBIX MY TAI[Hil.
DTalOH OTBETA:
XPOMOCOMHBIE MYTAI[HH — 3TO CTPYKTYPHbBIE H3MEHEHHA OTAETbHBIX XPOMOCOM,
OBIBAFOT JBYX BH/IOB: MEAKXPOMOCOMHEBIE H BHYTPHXPOMOCOMHEIE IIEPECTPOITKH. [IK-6 (IIK-6.3)
CpeIH MeXKXPOMOCOMHEIX IIePECTPOEK BRIIEIAOT: TPAHCIOKAI[II H HHCEPIHH, OIK-1 (OHI{LI |
9 Cpe i BHY TPHXPOMOCOMHBIX - HeTeI[iH, HHBEPCHH, QYIUTHKAI[HH, H30XPOMOCOMEI, 1.2) o
KOJBI[€BBIE XPOMOCOMEI, MapKePHbIe XPOMOCOMSBI. TaKKe XpPOMOCOMHBIE VK6 (.VK- 6.1)
IIePeCTPOIKH IMOAPa3aeNa0TCA Ha cOaTaHCHPOBAHHbIE H HecOaTaHCHPOBAaHHEIE. B '
3aBHCHMOCTH OT THIIA KJIETOK XPOMOCOMHEBIX abeppalfiu AelAT Ha:
KOHCTHTYLIHOHAIIbHBIE H IIPHOOPETEHHEIE.
Ne KB KOHTPOJILHBINA BONPOC lposepsiembre
KOMIeTeH ITHH
PeunnpokHbie TPAHCJIOKALHU: ONpefeeHHe, 4acTOoTa BCTPeYaeMOCTH, BHbI.
Po0epTCOHOBCKHE TPAHCJOKANNH: onpeaeieHHe, 4acTOTa BCTPeYaeMOCTH.
OTalIOH OTBETA:
PeIorpoKHEIE TpaHCIOKAIHH (t) — B3anMHELT 0OMeH (hparMeHTaMH MeKIy IBYMI [TK-6 (IIK-6.3)
W Goee HeTOMOIOTHUHBIMH XpoMocoMaM. [TpumepHo 1 yemoBek u3 500-625 OMK-1 (OHI{;I I
10 ABILAETCS HOCHTEIEeM PEeIIIIPOKHOIN TPaHCIOKaI[HH. 13MeHeHHasI XpoMOocoMa 1.2) o
Ha3pIBaeTcA JAepHBaTHOI (der). OHAa HIeHTH(HIMMPYETCA B COOTBETCTBHH C VK6 (IVI{- 6.1)
reHTpoMepoii. Korza o6a TC mocTaTOUHO ITPOTSAEHHEIE, TAKHe 0OMEHEl HA3RIBAKTC A '
npycerMeHTHBIMH Korga oguH 13 TC oyeHb Mal H 3aTParHBaeT IIPAKTHYECKH TOIBKO
KOHUYHK TEJIOMEPHOTO paiioHa, TakHe 0OMEHBI HA3bIBArO TCA OJHOCEr MEH THHIMH.
Ne KB KOHTpPOJIBLHBIA BONPOC lpoepsiembre
KOMIIeTeH ITHH
Po0epTCOHOBCKHE TPAHCJOKALHMH: onpeaeeHHe, 4acTOTa BCTPeYaeMOCTH.
OTaloH OTBETA!
PoOeprcoHOBCKHE TpaHCcIoKaIi (der) IIH (rob)- IeHTpHYeCcKoe BOCCOeHHEHHE (- [K-6 (ITK-6.3)
IUTEY JIBYX aKPOLEHTPHYECKHX XPOMOCOM. YHCIIO XPOMOCOM B KapHOTHIIE OITK-1 ( OHI{LI 1
11 VMEHEBIIAeTCA Ha OJIHY. YacToTa BCTpedaeMOCTH cocTarageT 1 Ha 800-1230. 1.2) o

PT xinacca 1 BkrrouaroT B ce0a GonbinHcTBO der(13;14) m der(14;21), a Takxe
penkHe BapHaHTH PT ¢ BoBIeUueHHEM ayTOCOMEI 14. B 95% coyuaeB BO3ZHHKAIOT B
OOTeHe3e H HMEIT OIHAKOBEIE TOUKH Pa3phlBa BKIIIOYAROIIHE II0CIeJOBATEIIEHOCTH
catlll u cybcemeiictBo pTRI-6 (catl) m/mrw p/ITHK Ha Xpomocome 21.

YK-6 (YK-6.1)
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PT xmacca 2 BKIHOYAOT OONBIIIHCTRO PeIKHX BapHaHTOR PT, TOUKH pa3prBa
HeCIlelH(HYHEL, TpHMepHO B 70% cIydyaeB BO3HHKAIOT BO BpeMd OOTeHe3a.

Ne KB KOHTpPOJIBLHBIA BONPOC lpoepsiembre
KOMIIETeH ITHH
BHYTpHXpOMOCOMHBIE NepecTPORKH: JAeJellHH H OVILIHKAIHH - ollpeaeieHe,
MeXaHH3M 00pa30BaAHHA.
OTalIOH OTBETA!
Hemerrndg (del) — yrpara 4acTH XpOMOCOMEI (TepMHHAIbHEIE H HHTEPC THIH AL HEIE ). ITK-6 (ITK-6.3)
12 Jyromkarpu (dup - yZIBOeHHe YacTH XPOMOCOMEL. K JAeneIpiaM H TYILIIIK al[ILamM OIIK-1 (OIIK-1.1,

IIPHBOJINT HealllleIbHAd TOMOIOT HUHAA PeKOMOHHAIHA XPOMOCOM. BOIBIIIHCTRO 1.2)
JeJIeIHIT H OYIUTHKAI[HH BO3HHUKAIOT B MeHo3e. HampuMmep, JAelIeld p-moeya YK-6 (YK-6.1)
XPOMOCOMEI 5 IIPH CHHPOME KoIllaukero Kpika B 80%6 ciryuaeR o0yCIOBIEHA
nenerreil de novo, BOSHHKARIIEI ITPpeHMYIIeCTBEHHO B CIIepMaTOreHe3e.

Ne KB KOHTPOJILHBIH BONPOC lposepsiemble

KOMIETeH ITHH
XapaKTepPHCTHKA CerMEeHTHBIX TYILTHKAIHH.
OTalIOH OTBeTA:
CerMeHTHEBIE IYILUIHKAIIHH - 3TO PailOH-CIIEIH(IUHEIE, JOBOIBHO KPYIIHEIE OIIOKH [TK-6 (ITK-6.3)
JTHK pazmepom ot 10 go 300 T.I1.H., HIMEIOIIHe BEICOKYIO CTeIleHs (95-97%) OK.-1 (OHI{;I 1
13 HIOEHTHYHOCTH HYKIEOTHIHEIX ITOCIIETOBATETFHOCTEH. OHH MOTYT BKITIOUATE KaK 1.2) o

VHIKAaIhHBIE ITOCIIEJOBATEIFHOCTH T'€HOB, TaK H BEICOKO-KOIMHITHRIE ITOBTOPH JJHK. VE-6 (.‘y’K-G 1)
CerMeHTHEIEe AYIUITHKAIIHH MMERT TeHIeHIH0 00pa30BeIBaTh KIacTePHl B '
IEPHIIEHTPOMEPHEBIX, H, B MEHBIIEH CTEIIEHH, CYOTEIIOMEPHBIX PAlOHAX XPOMOCOM.

Ne KB KOHTpOJIBHEIH BONPOC lposepsiembre
KOMIIETeH I[HH
BHYTpHXpPOMOCOMHBIE NepecTPOKN: HHBEPCHH - Ol peJieJieHHe, YACTOTa.
IIpaEniia 3anucH (pOpMYJibl KAPHOTHIIA [IPH NapaleHTPHYeCKOH H
NepHIeHTPHYECKOH HHEEePCHH.
OTaloH OTBETA!
IHBepcHA (1nV) — IIepeROPoT parMeHTa XpoMocoMsl Ha 180 rpagycos. YacTora
BCTPEUAEMOCTH IIEPHIEHTPHUECKIX HHBEPCHIl cocTarmAeT 0.12% - 0.7%:;
napaneHTpHueckux - 0.1% -0.5%. I1pH nmepHIleHTpHUeCcKOil HHBEPCHH BO3HHKAIOT [K-6 (ITK-6.3)
IBa pa3pheIiBa B Pa3HEIX IIJIeYax OJHOH XPEIMDCDMBI H I[eHTPaJThHEII KPDE\{DCDI\I[{B]II OIK-1 (OITK-1.1
14 CETMEHT IIEpPEBOPAUHBAETCA BOKPYT CBOEH OCH. IIpH ImapareH TpHUeCKOH HHBE PCHH 1.2) '

TOYKA pa3prIBa JOKAIH30BaHA B ITpeiellaX OJHOrO IUIeYa H IIPH 3TOM He
3aTparuBaeTcA IeHTpoMepa. [IpH HHBepCHAX O3HIBI ITePeUrCIITIOTCA OT pter K qter.
Hampumep, opmyita KapHOTHIIA ¢ ITapaleHTPHUeCKOH HHBEPCHEH XPOMOCOMEI 3:
46, XX, 1nv(3)(q21q26), mIpu 3TOM, Cleayd IIPaBIIY IIepeunciIeHHd 03HI0B, I (-
1oieya Golee IMPOKCHMANbHBLT 03H]T VKa3bIBAeTCS MePBEIM. J[114 p-TUeya IepBEIM
Oy[leT yKa3bIBaThCA Oollee TeEpMHHATLHEIHN O03H. Harpime p, HHBEPCHA XPOMOCOMEI
2: 46, XX, mv(2)(p23pl13). B cryyae nmepHIleHTPHYECKHX HHBEPCIIT 65H]] B KOPOTKOM
IUeye yKaspmBaeTca mepeeM. Hamprmep, 46,XY ,1nv(3)(p13q21)

YK-6 (YK-6.1)

Ne KB KOHTpOJBHBIH BONPOC lpoepsiembre
KOMNOeTeHIIHH
BHYTpHXPOMOCOMHBIE MTEPECTPOHKH: H30XPOMOCOMBI, KOJIbI[€BbIe XPOMOCOMBI - [IK-6 (IIK-6.3)
15 onpeneieHne, MeXxaHH3MbI 00pa3oBaHusA. OCHOBHbIE (PCHOTHIIHYEeCKHeE OIIK-1 (OIIK-1.1,
NpOABJEHNA HOCHTEIeH KOJbI[ehbIX XPOMOCOM. 1.2)
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OTalIOH OTBETA!

30xpomMocoMa (1) — MeTalleHTPHYecKasd XpoOMOCOMa C TeHeTHYe CKH HIeHTH UHBIMIT
IUTe yaMH (MOHO- HIIH JHIleHTpHYecKasd, 1dic). B OCHOBHOM (JOPMHPVIOTCA B MEH03€:
a) H30XPOMATHIHEII pa3pslB B IIPHI[E HTPOME PHOM paiioHe, B pe3ylIbTaTe KOTOPOTo
BO3HHKAIOT JIpa (parMeHTa, C IIOCIIeIYIOIIHM BOCCTAaHORIEHHEM ABYILIeYeli
XPOMOCOMEI M3 OJIHOI'O IUIeYa H YIPaToil BTOPOTrO IIIeya.

0) morepeyHoe pa3feleHHe Ie HTPOMePHI — YIBOEHHE TUIeda OHOI XPOMOCOMEI
(IUIHHHOT'O HIIH KOPOTKOI0).

KOIIBIeBEIE XPOMOCOMEI (T) —IIpe ACTABIAIOT COO0I OIHHOUHEIE (peke — JIBOIHEIE)
3aMKHYThIE KOIBI[A C OJHOI IIIH JBYMA I[eHTpOoMepaMH (MOHO- HIIH
IHIEHTPHYECKIE, COOTBETCTBEHHO ). KOIMBI[EREIE XPOMOCOMEI - PEIKad XPOMOCOMHAS
aHOMAIHI, BCTpevaroIasics ¢ yacToToH 1:50 000 HoBOpOXK IEHHEIX. EcTH
yTpauHBar TcA 00a TETOMEPHBIX YUACTKa OHOI XPOMOCOMEI, TO BOCCOETHHEHIIE
OTKPHITHIX KOHI[OB COIIPOBOKIaeTCA 0Opa3oBaHHeM KOIbIIA.

OKoI10 99% KOIBIEBFIX XPOMOCOM BO3HHKAOT CIIOpa e CcKH. CTeIeHb
KIIHHITUECKIX ITPOABRIEHINT V HOCHTEIEH KOMBIEBEIX XPOMOCOM BapbHPYET OT
ITPAaKTHYeCKH HOPMaIbHOI O (JeHOTHIIA IO TAAKEIION 3aePKKH IICHXOMOTOPHOT O H
(pH3HUECKOT O Pa3BHTHAL.

YK-6 (YK-6.1)

Ne KB KOHTpOJBHBIH BONPOC Hposepstembie
KOMIETeH ITHHI
OCHOBHBIE XapaKTePHCTHKH MapKePHLIX XPOMOCOM.
OTalIOH OTBeTAa:
MapKkepHBIMIH (Inar) IIPHHATO HAa3bIBaTh aHOMAJIbHEIE, HEHAEH THHIHPYEMEIE C
ITOMOIIBFE0 METOAOB TH(PepeHIHATFHOIO OKPAIIMBAHHA XPOMOCOMEI, KOTOPBIE 10
pasMepaM PaBHEI IWIH He MIPEBHIIIA0T Pa3zMepPsl XpoMocoMEI 20 Ha OHOM H TOM kKe [IK-6 (ITK-6.3)
MeTa()a3HOIl IUTAaCTHHKE. MapKepHbIe XPOMOCOMEI - Pe3yIbTaT KaKk BHYTPH-, TaK H OIIK-1 ( OHK;I |
16 MeEKXPOMOCOMHEIX ITepecTpoek. YacToTa HOCHTEeN el MAPKEPHEIX XPOMOCOM 1.2) o

cocTarideT 1:1000 B oy, Mar Bo3HHKaT de novo IIpHMepHo B 70% V-6 (.‘.ﬂ{- 6.1)
CIIYUaeB, OCTAILHEIE - HACIEAYIOTCA OT POJHTENI-HOCHTENA. IIpmvepHO 70% '
CIIy4aeB MapKe pHOI XpoMocoMbI de novo 0e3 GeHOTHIIMUECKOT O ITposARIeHHd. bolee
uyeM B 98% HacieayeMol MapKEePHOH XPOMOCOMEI TaKKe He ITPOHCXOINT BIILIHILI HA
(DEHOTHIT HOCHTEIA.

Ne KB KOHTpPOJIBLHBINA BONPOC lpoepsiembre

KOMIIETEeH ITHHI
Mozanmu3M XpoMoOCOM: onpeneieHne, BHALI. THNBI H HCX0bI OT PAHHYEHHOI0
ILTAlleHTOol MO3aHI[H3Ma.
OTalOH OTBETA:
C TOUKH 3peHHI I[THTOT €HETHKH IT0JT MO3aHIM3MOM ITOHHMAIT COUETAaHHE B TKAHAX
YyellOBeKa KIeTOUHBIX JIHHIGI C Pa3IYHBIM XPOMOCOMHBIM HabopoM. Mo3ami3M
ObIBaeT. HCTHHHBIN (TeHepaMH30BaHHBII) - KITOHEI KIETOK C HOPMATBHEIM H
AHOMATBHBIM KAaPHOTHIIOM IIPeACTABIEHEI BO BCeX TKAHAX, OrPAHHYEHHE -KIIOHEI
KJI€TOK C aHOMAIBHEIM KAPHOTHIIOM ITPeACTABIEHEI TOTEKO B HEKOT OPBIX TKAHIX. ITK-6 (IIK-6.3)
17 TakxKe BRIJIETAIOT: HH3KOYPOBHE BRI MO3aHI[H3M, KOTJa MHHOPHEIH KIOH COCTaBIIIET OIIK-1 (OIIK-1.1,

MeHee 10% OT BceX IIpoaHaTH3HPOBAHHBIX KIE€TOK, H CKPBRITEI MO3AHI[H3M - MEHEE 1.2)

5%. OrpaHnyeHHENT TKAaHBI MO3AHIH3M XPOMOCOM UYallle BO3SHHKAET B
IIPOBH30PHBIX OPraHax — XOpHOHe H IntaneHTe (OIIM), rie MOTI'yT IIPHCYTCTBOBATh
aHeyIUIOHHEIE KIEeTKH, TOr Ja KaK Y CaMOr'o 3apo/pIla KapHOTHII HOpMAIbHBI (1-
2%). I Trox OIIM (ITpH HaIUIH aHeYIUIOH IHH TOILKO B IIHTOTpodobIacTe) B
HaHMEeHBIIEH CTEIeHH CBA3aH C HapyILEeHAMH Pa3BHTHA SMOPHOHA H TaKHE
OepeMEeHHOCTH, KaK IIPaBIUIO, 3aBePINarTcA ycIelrHo. 1T Teor OITM (aHeyIUTOH A B
Me3eHXHMAIBHOH CTPOME BOPCHH) OKa3bpBaeT Gollee 3HAUHTEIFHOE BIIHAHHE HA XOJT
SMOpHOTeHE3a H YACTO XapaKTePH3yeTCA BHYTPHYTPOOHOI 3aJePKKOIl pa3BUTHA

YK-6 (YK-6.1)




roroga. Ja I Trora OITM (TIpHCYTCTBHE AaHOMAIIH B OOOHX THITAX
SKCTPasMOPHOHAIE HEIX TKaHel ) HaHOolee XapakTepHa 3aep&Ka Pa3BHTHA H
BEICOKAasg CMePTHOCTE ILTOJOB.

Ne KB

KOHTpPOJILHBIHA BONPOC

IIpoBepsaeMEIe
KOMIIETEHITHH
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KiHHHYeCKHe NOKA3aHUA JJ HTOr e HeTHYeCKOH HpEHﬂTﬂ.]ILHDﬁ JHAI HOCTHKH.

Tunbl 00pa3noB 4151 NPoBeJeHHsl IHTOreHeTHYeCKOol NMpeHaTAIbHOM
IHATHOCTHKH.

OTAalIOH OTBETA:

B xauecTBe 00pa3IOB I ITPOBEIEHH A IIHTOTeHETHUECKOI IIpeHaTaIbHOIT
JHArHOCTHKH MOTYT OBITH HCIIONB30BAHBI: 00PA3I[bl aMHHOTHYECKOH KHIKOCTH,
BOPCHHUYATOI' 0 XOPHOHA, INIAI[EHTHI, IIYIIOBHHHOH KPOBH ILIO/A.

[Toxa3aHHT: aHOMALHENT KAPHOTHIT YV POIHTENEH, BRICOKHH PHCK XPOMOCOMHEIX
3a0omeBanIil y Oyaylero peGeHKa 1o pe3yiabTaraM KOMOHHHPOBAHHOT O
IIPpeHATATFHOrO CKPHHHHTA | TpHMecTpa GepeMeHHOCTH (KOMIUIEKCHBIH pacyeT Ha
OCHOBAHHH 0a30BOr0 PHCKA C YUETOM BO3pacTa, Cpoka OepeMeHHOCTH H aHaMHe3a
OepeMeHHOIT, TaHHBIX Y 31 IIToa H YPOBHA CEIBOPOTOUHEIX MaTePHHCKHX
MAPKEPORB ), BEICOKHIT PHCK XPOMOCOMHBIX 3a00IIeBaHIIT 10 TAHHBIM

VI TPA3BYKOBOI O HCCIIE JOBAHHA IIII01a BO 11 TpuMecTpe OepeMe HHOCTH, HAIHYHE
XPOMOCOMHOI aHOMAITHH Y IIPeIbIAYINEr 0 peOeHKa B CEMbe;, MEPTBOP O I HHBIIT
pebeHOK ¢ XpOMOCOMHOIl aHOMATHEIT, ITOJO3PEHIHE Ha MO3aHI[H3M Y IUIOA 10
pPe3yIbTaTaM IEPBOTO ITPEHATAIEHOTO HCCIIETOBAHH A

[1IK-6 (IIK-6.3)
OINIK-1 (OIIK-1.1,
1.2)

VK-6 (VK-6.1)

Ne KB

KOHTpOJBHEIH BONPOC

IIpoBepsaeMEIe
KOMIIeTeHIIHH
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KiuHHYecKHe NoKa3aHHA UIA HCCJIeJOBAHNSA KOHCTHTYTHBHOTO KapHOTHIIA
ISl NANHEHTOB H CYNPY KeCcKHX nap. THnbI 00pa3oB 1A NPOReie HAsA
KApHOTHIHPOBAHHA.

OTalIOH OTBETA:

KIMHHYecKHe ITOKa3aHIA 14 TIallHeHTa:

* MHOJKE CTBEHHbIE BPOKIEHHBIE IIOPOKH PA3BHTH L

* MHOJKE CTBEHHbI€ MHKPOAHOMAIIHH Pa3BHTHALL,

* AaHOMAITbHOE CTPOEHHE IIOJIOBEIX OPTaHOB, HEOIIPE IeIIe HHBII 101,

* YMCTBEHHAA OTCTAIOCTh, OTCTABAHHE B IICHXOMOTOPHOM Pa3BHTHH,

* BEIPAKE€HHbIE OTKIIOHEHHA B POCTe (HH3KIHIT POCT, BEICOKIIL POCT) H pa3Mepax
TOJIOBHI (MHKpOIle(aniig, MaKpoledamis):

* OTCTAaBaHHe B PH3HUECKOM H IIOJTOBOM Pa3BHTHH;

* IEPBHYHAA JUIH BTOPHYHASL aMeHOopes HIH PaHHAd MEHOIIay3a,

* aHOMAllbHAA CIIEPMOT PaMMa — a300CIIE PMIL FUIH OITHIOCIIE PMILT,

* KIIMHHYE CKHE IIPOABIIEHII CHHAPOMA MHKPOCTPYKTYPHOI aHOMAIIHH.

T oGpasia - mepudeprue ckad KpoBb, GHOPOOIACTEI.

KImMHH4YecKie ITOKa3aHI I CYIIPYAECKHX I1ap:

* OecIUIo/ie HEACHOH ATHOIOTHH,

* pellpOAYKTHBHEIE TTOTepH, BIIP IImofa IIH MepTBOPOK AeHH A HEBBIACHE HHOI
STH OO HH,

* HamHuHe Y pebeHKa/TuIoga XpoMOCOMHOH aHOMATHH IIH HeOOBIUHOTO
XPOMOCOMHOI'O BApHAHTA,;

* HAHYHEe XPOMOCOMHON aHOMATHH B CeMbE;

* YO y pOACTBEHHHKA, IIPH HEBO3MOKHOCTH 00ClIeJOBaHN A OOIBHOTO;

* XpPOMOCOMHBIE€ AaHOMAIIHH, BEIABIIEHHEIE IIPH HCClIeJOBAaHHH OHOMAaTepHala
CIIOHTAHHBIX BRIKHBIIIEH, TKaHeil MePTBOPOXK IEHHOI0 HIIH IIOAA C ITIOPOKAMH
Pa3BHTHA HEM3BECTHOM 3THOIOTHH, a TaKkKe OHOMAaTe pHala, ITOIYYEHHOTO B
pe3yIbTare MpeprIBaHid OepeMEHHOCTH B CBA3H ¢ HamnuneM BIIP y mioza mwin
MaTepHala IIPH Hepa3BHBAOIIECA OepeMeHHOCTH.

T oOpazta - e prdepnde ckad Kpors, GHOPOOTIACTEL.

[1IK-6 (IIK-6.3)
OIIK-1 (OIIK-1.1,
1.2)

VK-6 (VK-6.1)




IIpoBepsaeMEIe

Ne KB KOHTpOJIBHEIH BONPOC KOMITETeH HH
KapuorunupopaHue: omnpenejieHne, OCHOBHbIE YTalbI.
OTaloH OTBETA:
KapHOTHITHPOBAHIE - OIPEJAeTIEHIE YHCIA H AHAII3 CTPYKTYPSI MHTOTHYECKH X
XpOMOCOM C HCIIOTb30BaHHEM T ]epe HIHATLHOM OKPacKH, ITO3BOILIOIIIE T
HIeHTH(HIMPORATE BCE XPOMOCOMEI Ha0opa. DOTallkl IHTOreHEeTHYeCKOIT [IK-6 (ITK-6.3)
ITHATrHOCTHKH (KAPHOTHILIPOBAHHA): OMK-1 (OHKLI |
20 1. [ToxyueHIie MaTe pHAIIa HCCIEIOBaHH A 1.2) o
2. [IpuroToRIeHIE IIperapaToR MeTada3sHbIX XPOMOCOM H HHTep(a3HEIX AIep VK6 (.VK- 6.1)
3. JlugpepeHIiHaTbHOE OKPAIIIIBAHHE H aHATH3 ITOTYUEHHEBIX IIpeIaparoB - '
KapHOTHIIMPOBAaHIE (B CIIyuae He 00XOHMOCTH VTOUHIROIIAL JHAr HOC THKA)
4. 3amucek pe3yiIbTaToB KapHOTHITHPOBAHHA (OTBET)
5. XpaHeHHe ITperapaToB, IIOTYUeHHBIX CHHMKOB MeTada3, CYCIIeH3HIA.
Ne KB KOHTpOJIBHEIH BONPOC EE:;Z?E;Z‘;I;
ITpaBHJIa HOJYUYEHHA MaTepHaJIa I KapHOTHITHPOB aH HA.
OTalOH OTBETA:
KpoBr Ha aHamH3 JA0M&HA OBITEH B34TA B JIeHb IIOCTAHOBKH KYIILTYPEL B BAKYTEHHED C
TeIapHHOM, [TK-6 (ITK-6.3)
MarepHal XOpHOHA JOIIKeH OBITH AOCTARIEH B 1a00PaTOPHIO B (PH3HOIOTHUECKOM OIIK-1 (OTIK-1.1
21 PAcTBOPE B TEUEHHI HECKOIBKHX YacOB IIOCTIE ITOYUEHIT, 1.2) 7
HeoOxomiMa TOUHAA MAapKHPOBKA KaxKI0ro o0pasIia; V-6 (.VK-G 1
BefeHie KypHala ydyeTa IIOCTYIHRBIINero MaTeprnana (PHO, gara, JaHHBIE O '
MaTepHae, 1a0. HHIEeKC U T]I),
XpaHeHHe ITOCTYIHBIIET O MATEPHANIA H €0 YTHIH3AIHI B COOTBETCTBHH C
YCTAHOBIEHHEIMI IPAaBIIaMH PA0OTEI ¢ GHOTOIHUECKHM MaTePHAIIOM.
Ne KB KOHTpOJBHBIH BOMPOC II_EIE:I]:[EEI'::EI::::
MeToabl NPHT OTOBJICH U NpenapaToB MeTada3HbIX XPOMOCOM YEJI0BEKa.
AJITOPATM aHAJIH3A [IPH PYTHHHOM OKPAIIHBAHHH NpenaparoB MeTaga3zHbIX
XpPOMOCOM 4YeJIOBeKa
OTalOH OTBETA:
[TpsaMEIe I HeIIpAMbIe MeTOIbI IIPHT OTOBIIEHH A IIPeNapaToB MeTa()a3HbIX XPOMOCOM:
* Bo3eiicTEHE KOIIXHITHOM
* | MITOTOHH A [1K-6 (ITK-6.3)
* QHUKcaIHI KJIETOUHOH CYCIIEH3HH OIK-1 (OIIK-1.1
22 * [IpHrOTORIEHHE IIPEIapaToB MeTada3HEIX XPOMOCOM (HaHeceHHe MaTepHala Ha 1.2) 7
CTERIIO) VK-6 (YK-6.1)
* Bce KyIBTYPHI JOTKHEI CTABHTCS B ITAPAILIIEITH.
AJTOPHTM aHAIHM3a IIPH PYTHHHOM OKpPAaIllHBaHHH;
* IOCUHTATh OOIIEe UICIO XPOMOCOM,
* IPOAHATH3HPOBATh MOP(OIOTHED XPOMOCOM,;
* YEeTKO OIPEJIeTTIOTCI XPOMOCOMEI I'pyIniel A, B, 9, 16, Y, uHorga 17 u 18;
* IOTHMOP(QHEIE BAPHAHTEL,
* ACCOI[HAIIA P-IUIeY aKPOLEHTPHUECKIX XPOMOCOM
Ne KB KOHTpOJBHBIH BONPOC Egﬁiﬁgsﬁ::
23 MeToas! g pepeHIHAIbLHOT0 OKpallHBAHHA NpenaparoB MeTaga3HbIX ITK-6 (ITK-6.3)
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XpPOMOCOM 4YesioBeKa. IIpuHIHIIBbI 0003HAYeHHA MeToqUK JH((epeHIHATIbHOT O
H H30HPaTeIbHOTr0 OKpAlIHBAHHA MeTada3HbIX XPOMOCOM.

OTalIOH OTBETA:

JuddepeHIHaIsHEIe MeTOAEI OKpalmBaHid: Q- okpacka (Quinacrine), G — okpacka
(Gimsa), R-oxpacka (Reverse). J{1 0603HaUeHH I METOA0B OKPACKH IIPHMeHAE TCA
TpexXOVKBeHHAA CHCTeMA: 1) OCHOBHOI MeTO[I, O3HIHHTA 2) BapHAHT

ITpe IBAPHTEIBLHOH 00paboTKH IIperapaTa XpoMOCOM HIH BH3YaIH3AIHH 3 ) Ha3BaHHE
KpacHTeI.

C- O3HuHT - TH(depeHIHanbHENT H30MpaTeIbHBII O3H/IHT . OKPAIIHBAETC T
IEHTPOMEPHBII TeTePOXPOMATHH, TeTe POXPOMATHH BTOPHYHEIX TIe PETAAKEK
(KOHCTHTYTHBHEIIT) Ha XpoMocoMax 1, 9, 16 m B Yqh; B ciyuae rmommophHBIX
BAPHAHTOB (YBEIIHUYEHHEIX OJIOKOB IIPHI[Ee HTPOMEPHOTO TeTEPOXPOMATHHA) - HA
XpoMocoMmax 3, 4 H 19.

Cd (centromeric dots)-O3H/IIHT: BELIBIAET JIBe HEOOIBIIIE CTPYKTYPEL B
IEHTPOMEPHEBIX paifoHax xpoMocoM, Cd O3HIBI pa3HBIX MeTa(a3HbIX XPOMOCOM
OJIHHAKOBEHI 110 pPa3MepaM; IIPeIION0KHTEIFHO 3TO KIHeTOXOPH;, Cd O3H/IIHT
OKpaIlMBAaeT TOIBKO PailOHbI AKTHBHBIX I[EHTPOMEDP.

Ag-NOR oxpalrmsanie (XpoMocOMEI TpyIar D H G): TTO3BOIAET HAEHTH(HIPOBATH
AOP. IIpn Ag-okpacke KpacsIHMCcA CyOCTpaToOM ABISOTC S KHCIIbIe OelKH,
BXOJIAIIIE B CTPYKTYPY AAPHIIKA H CBa3aHHbIe ¢ pPHK.

(G-11 okpacka: reTepoxXpoMariH Ha 9qh okpalmBaeTca B I'YCTOH PO30BO-ITYPITYPHBII
I[BeT. J]eTeKI[id HHBe PCHIT 3TOTO paiioHa (IIpH OTCYTCTRHH MeToMa FISH).

OIIK-1 (OIIK-1.1,
1.2)
VK-6 (VK-6.1)

Ne KB KOHTpPOJILHBIHA BONPOC lposepsiemb1e
KOMHOEeTeHIIHH
OcCHOBHBIE TPeOOBaHHA K 0TOOPY MeTa(pa3HbIX IJIACTHHOK 18 aHAIH3a.
TpebGoraHuA K ONHCAHHIO pe3yJbTaTa XPOMOCOMHOT 0 HCC/IEJOBAHHA MeTOI0M
KapHOTHIHPOBAHHUSA.
DTalOH OTBETA:
OCHOBHEIE TPeOOBAHIL:
* e HOCTh MeTa()a3HOM IDIACTHHKH
* OTCYTCTBHE HIH HeOOIbINOe YHCIO B3aHMHEBIX HATOKEHHIT XPOMOCOM,
* CpeJHIS CTelleHb KOHJEHCAI[HH XPOMOCOM,
* 000co0IIeHHOCTh MeTada3HbIX ILTACTHHOK IPYT OT JIPyTAa. ITK-6 (ITK-6.3)
4 3aKIrOUeHHE - HCUEPITEIBAIOIIEE OIMTHCAHHE Pe3yIhTaTa XpOMOCOMHOI'O HCCIENOBAHHA OIIK-1 (OIIK-1.1,
1 oOHApyAKEHHBIX aHOMAIIHIT, IIOHATHOE He CIIEI[HAIIICTY, JOIKHO COHEPKATEH 1.2)
HH() OPMAIIHIO: YK-6 (YK-6.1)
* HopMAaThHEIH HITH aHOMATRHEN KapHOTHII
* ICHOE yKa3aHie, UTO BEIABIIEHA XPOMOCOMHAA aHOMATHA C 3aKTFOUEHHEM O
cOaTaHCHPOBAHHOCTH HIH HeCcOATaHCHPOBAHHOCTH KapHOTHIIA,
* Ha3panie cuHapoma, 001e3HH (€CIH €CTh), CBA3aHHOIO ¢ 0OHAPYKEHHOIT
MyTaIHen
* PeKOMEHTAIHMH 14 00CIIeJOBAHHA BO3MOKHEIX HOCHTEIEH aHOMAIIHH, HAUIHAA C
OnHAKQMIIMX POICTBEHHHKOB, H HEOOXOHMOCTH MeIHKO-Te HETHUECKOI'O
KOH CYIIh THP OBAHHT
Ne KB KOHTpOJBHBIH BOMPOC lposepsiembre
KOMHOEeTeHIIHH
OCHOBHEI€ MeTOAbI MOJIEKYJIAPHOH HTOT¢HETHKH.
OTaloH OTBETA: ] | [1K-6 (ITK-6.3)
1) Ba30BBIM MeTOJO0M MONEKYIIAPHON I[HTOT €He THKH ABIIAETCA (PIIFOOPECIIEHTHAL i1 OIK-1 (OITK-1.1
25 situ ruOprmr3amd (FISH) - MeToI, ¢ IIOMOIIBH KOTOPOr 0 MOAKHO BEISABIIATE 1.2) o

HYKIEOTHIHYIO II0CIIeJOBAaTeIbHOCTh Ha XPOMOCOMHBIX IIpelrapaTax.
2) CpaBHHTEeThHAd reHOMHAas THOpHM3anid (CGH ) ¢ BEICOKHM pa3pellleHHeM
MOJKET BBISABIATH MHKPOXPOMOCOMHEIE H3MEHEHH.

YK-6 (YK-6.1)
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3) UHIIOBEIE TEXHOIOTHH, HMEOIIIE BEICOKYH Pa3pellaroliyr0 CIIOCOOHOCTS,
ITO3BOJLAIOT BEIARIIATE CKPBITHIN XpOMOCOMHELI ucOamanc (1MDb).

4) KoHKYpeHTHad THOPpH I3aIfid in situ [ByX reHoMHBIX JIHK-0HOTHOTEK
(aHA3HPYeMOIl H ped)e PEHCHOI ), B3ATHIX B SKBHMOILIPHBIX KONHUYeCTBAX H
MEUEHHBIX Pa3HbIMH (PIIyOpOXpoMaMH, Ha HOPMATBHEIX MeTada3HbIX IUIACTHHKAX
3nopororo HHAHBHAA (CGH) mwin Ha JTHK -mukpounmiax (a-CGH).

5) MonekyIdpHOe KapHOTHIIHPOBAHNHE OYEHb BHICOKOTO Pa3pelleHHd ¢ ITOMOIIBE0
e [IHITUHBIX IToIMOopdr3MoB (SNP) (1K0) mo3BoirdeT onpeaenars KOIDUIHOCT
YUACTKOB I'€HOMA H AILTENEHBL IMPOQHIIE.

Ne KB

KOHTpOJILHBII BOIIPOC

IIpoBepsaemMble
KOMIEeTeHIIHH
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IloHATHE XPpOMATHHA. BubI XpoOMaTHHA.

DTaJIOH OTBETA:

XPOMATHH — 3TO BeIle CTBO XPOMOCOM, TIpe icTaRIAroInee codoil komiuieke JTHK,
OenxoB H PHK.

DYXPOMAaTHH - YUACTKH XpPOMAaTHHA, I KOTOPRIX XapaKTepeH IHKI KOH e HCAallHH -
nexoHaeHcaruH B KI1[. XapakTepH3yeTca BEICOKOH ITIOTHOCTEIO T€HOB,

TPAHCK PHITIIHOHHO aKTHBHOCTBIO.

['eTepoXpOMAaTHH - YUACTKH XPOMATHHA, HAXOAINHE CA B KOHAEHCHPOBAHHOM
(KOMITAaKTHOM ) COCTOSHHH Ha IIPOoTaoKeHHH Bcero KI[. BrlBaeT: KOHCTHTYTHBHEII
(FMCTHHHEL, ITOCTOAHHEII )- IIOBTOPAFOIIHE CA TTocaeaorarenbHOCTH JITHK (HH3Kad
TPAHCKPHIIITHOHHASA aKTHBHOCTS, PEIUIHKAI[HA B TTO3AHel S (aze) i

(paK yIIb TATHBHEII TeTEPOXPOMATHH — 3TO BpeMeHH O MoIJarrii "X, KOTOPEIIi
criocoOeH aKTHBHPOBATHCA B OIIpeIeIEHHEIE ITePHO Bl KH3HH KIeTKH U Ha
OITpe AeTeHHBIX 3Talax OHTOTeHe3a.

[1K-6 (11K -6.3)
OINIK-1 (OIIK-1.1, 1.2)
VK-6 (VK-6.1)

Ne KB

KOHTPOJILHBIH BOIIPOC

IIpoBepsemMbie
KOMIEeTeHIIHH
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MexkayHapogHas HOMEHKJIATypa B HHTOreHeTHUYecKoi Juarnoctuke (ISCN).
Popmy.ia kapuoruna. Mcxoas u3 GopmMyJibl KAPHOTHIIA, HAMHIINTE, KaKas

XpoMocoMa ABJIAETCA XPOMOCOMOIi-TOHOPOM, a Kakasg XPOMOCOMOii-
penunueHToM: 46,X,ins(3;X)(pl14;q22q27)

OTaJIOH OTBETA:

[SCN - International System for Human Cytogenetic Nomenclature - ripaBmina
CTAaHAAPTH3HPOBAHHOTO OIMHCAHIA XPOMOCOMHBIX AHOMAIHIL. YHH(HIHPOBAHHAA
Me:K TyHAPOIHAA CHCTeMA PerHCTPaIHH XPOMOCOMHEBIX abeppaliii. ImeeTcA
HyMepalua HIeHTH (PHKAI[HOHHEIX ITOJIOC HA KaXI0H XPOMOCOME, YTO II03BONIAET C
BHICOKOH TOUHOCTBIO JATh OITFCAHHE HAHIEHH O XPOMOCOMHOMH IIePeC TPOIKIH.
dopMmyina KapHOTHIIA BKIHOUYAET B ce04 cIeayrollee:

a) 3aIliCh OOILETO YICIa XPOMOCOM,

0) 3aIlHCh COUYETAHHA ITOIOBEIX XPOMOCOM (HOPMAIIBHEIX II0 CTPOEHHEO ),

B) CBeJIeHHA 00 aHOMAIIH UHCIIA HIH CTPYKTYPhI XPOMOCOM

46,XX KapHOTHIT HOPMATBHEBII KEeHCKHI

46,XY KapHOTHII HOPMAIIFHEIH MYKCKOH.

46,X.1ms(5;X)(pl4:q22q27) - xpomocoMa-TOHOP X, XPOMOCOMA-PEI[HITHEHT 5.

ITIK-6 (TIK-6.3)
OIIK-1 (OIK-1.1, 1.2)
VK-6 (YK-6.1)

Ne KB

KOHTpOJILHBII BOIIPOC

IIporepsemMsie
KOMIETeHIIHH
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dayopecnenTHad in siturnopugnzanua(FISH). IlpuHmun MeToaa H ero
[pHMeHeHHe.

DTAaJIOH OTEETA:

[IK-6 (IIK-6.3)
OIIK-1 (OIIK-1.1, 1.2)
VK-6 (YK-6.1)
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Kinaccrnueckit metoq FISH -ananmn3a ocHOBaH Ha THOPH [II3aI[IH H3BECTHOI 110
HYKIeOTHIHOMY cocTaBy JIHK -TTpoGHl ¢ y4aCTKOM TeCTHPYEMOIH XPOMOCOMEI H C
ITOCIIE AYEOIIIM BEIARIIEHI EM Pe3VIIbTara THOPHIH3AIHI 110 METKE -
(pIIyOpeclieHTHOMY CHTHAIY B OKHIaeMoM MecTe. O0macTH mpuMeHeHH I FISH: 1)
ITpeMILIaHTAI[HOHHAA JHAarHOCTHKA Ha OmacToMepax; 2) BELABIEHIE TPAH CIIOKAIIIT
ITPH OHKOT €MATONOIHYEeCKHX 3a00lIeBaAHILIX; 3 ) MeTeKI[H A MHKPOIENeIHOHHBIX
CHHIPOMOB

Ne KB

KOHTPpOJILHBII BOIIPOC

IIpoBepsaemMsie
KOMIETeHIIHH
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CpaBHHTe/IbHAsA reHoMHasA ruopuauszanusa- CGH. IIpyHuun Mmeroja u ero
npuMeHeHune. IIpeumyiecTea u orpannueHusa Meroga CGH.

OTAIOH OTBeTA:

S (PeKTHBHEIM METOAOM BEIABIIEHIA HAPVIIEHHA OaTaHCa XPOMOCOMHEBIX PailOHOR
ABIACTCA CPAaBHHTEIbHAA reHoMHAad THOpum3aId. Omay JIHK -1mpoly moxyyaroT
H3 aHAIM3HPYEMBIX TKaHeH TaIHeHTa, JPYTYIO - H3 TKaHH 3/I0pOBOTro JIoHOpa. HxX
CpaBHEHHE IIPOBOIHTCA OHOBPeMeHHOI THOPH/IH3AIHEN CO CTAHAAPTHEIMI
XPOMOCOMAaMH YelIoBeKa. Pa3mHuiid B pe3yibTaTax THOPHIH3AIH 10
HHTEHCHBHOCTH (PIIYOPECILEHINIH II03BONAI0T BEIABHTh YBETHUEHHE HITH
YMEHBIIIeHIHE YHCIIa KOIIHIT XpOMOCOMHEIX PaiiOHOB B HCCIIEyeMOoM o0pa3Ile.
IIpenmyrecta CGH:

- bricTpora

- Pa3zpeleHiie MeTO/Ja BRIIIIE, YEM CTAaHAAPTHOE KapHOTHITHPOBAHHE

- 1 meHTHOHKAINA VBEIHMUeHI/ YMeHbIIIEHHE UHCIIa KOITHIT Pa3IIYHEIX CETMEHTOB B
T eHOMe

- BaXHBIH MeTOI B MJHATHOCTHKE HeOILTA3HIL.

Orpamrruernda CGH:

- He BELIRIAe T cOATaHCHPOBAHHEIE XPOMOCOMHEIE II€PeC TPOITKI

- He BRLABIIAE T HH3KHH YPOBEHD MO3aHI[H3MA.

[1K-6 (11K -6.3)
OINIK-1 (OIIK-1.1, 1.2)
VK-6 (VK-6.1)

Ne KB

KOHTpOJIBHEII BOIIPOC

IIpoBepseMbIe
KOMIIETeH ITHH
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Kinaccupugamusa XpoMoCcOM. X apaKTePHCTHKA BCeX XPOMOCOM YeJI0BeKa.

JTaIOH OTBETA:

B OCHOBY KIIACCH(PHKAIIH ITONOKEHBl PA3IHUHA B [JIMHE XPOMOCOM H
PACIIOIOXKEHHH IIEHTPOMEPEL.

* ' pymmra A BKIIOUAET XPOMOCOMEI 1, 2, 3, XpOMOCOMEI 1 H 3 - MeTalleHTPHKH,
Xpomocoma 2 - cyOMe TalleHTPHK .

* I'pymmia B cOCTOHT H3 ABYX XpOMOCOM - 4 I 5. 3T0 GOIbIIIE
cyOMeTalleHTPHYECKHE XPOMOCOMEL.

* ['pyrmra C BKIFOYAET CEMB ayTOCOM (¢ 6 110 12) H mmoIoByi0 X-XpoMOCOMY. 3TO
MeTAllEHTPHUeCKH e H cyOMeTalleHTPHYe CKHe XPOMOCOMBI CPeTHETO pasMepa

* ['pymmia D BKIOUAET TPH aKPOILIEHTPHUECKIE XPOMOCOMEI CPeTHET O pazMepa: 13,
14 m 15. /119 XpoMOCOM 3TOH I'PYIOIEI XapaKTepHa 3HAUHTEIIFHAad

Me KHHIHBHAYATbHAA BapHadeIb HOCTh H HATHUHE CITYTHHKOB HAa KOPOTKHX IDIeUaX.
* [’ pymmia E TakkKe BKIIOYAeT TPH XPOMOCOMEL — C 16 1m0 18. DTO OTHOCHTEILHO
KOPOTKHE MeTALEHTPHKH H CyOMeTaIleHTPHKH.

* 'pymmia F cocToHT H3 ABYX HEOOIBIIMX MeTalleHTPHYEeCKHX XpoMocoM (19 m 20)
* I'pymra C coCTOHT H3 IBYX ayTocoM (21 H 22) H Y -XpOMOCOMBI. OTH XPOMOC OMEI
HMEIOT HeOOIBIIOI pasMepP H OTHOCATCA K aKpOLIEeHTPHYECKHM. {11 ayTOCOM 3TOIl
T'PYIOIEI XapaKTePHO HAUHe CIIYTHHKOB Ha KOPOTKHX ITTEYUAX.

[IK-6 (IIK-6.3)
OIIK-1 (OIIK-1.1, 1.2)
VK-6 (VK-6.1)
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TeMbI JOKJIAI0B

. CunaapoMm JlayHa: STHOIIOTHS, TTaTOreHe3, IIHTOoreHeTHYecKasl JHAarHOCTHKA.

. Cuagpom llatay: 3THOJIOTHS, MaTOreHe3, IIHTOreHeTHYecKas JHAarHOCTHKA.

. CHHAIpOM DfBapaca: 3THOJIOTHSL, ITaTOreHe3, IIHTOr eHETHYEeCKasI ITHAarHOCTHKA.

. Cungpom IlepermeBckoro-TepHepa: 3THOIOTHS, ITaTOreHe3, IMToreHeTHYecKas THarHOCTHKA.

. Curapom KnaliHenbTepa: 3STHOIIOTHS, ITaTOreHe3, ITHTOreHeTHYecKasl JHAarHOCTHKA.

. CHHIpOM TPHITIIO-X: 3THOJIOTHSL, ITaTOreHe3, IUTOreHeTHYeCcKasl THAarHOCTHKA.

. CHHIpOM JHCOMHH Y -XpPOMOCOMEI: 3THOJIOTHS, ITaTOreHe3, IINTOreHeTHYeCcKasI THArHOCTHKA.

. XpOMOCOMHOE PeJaKTHPOBAHHE.
. IIpodumakTHKa XpOMOCOMHOI ITaTOIOTHH Ha JOHMITIAHTAIIHOHHBIX CTaJHIX Pa3BHTH.

0. ITpeHaTanmpbHas JHArHOCTHKA XPOMOCOMHOH ITaTOJIOTHH.

AJITOpUTMBI YMEeHHH

1. Hcxomssusz popMyIIsl KapHOTHITA, HAITHIIHTE, KaKas XPOMOCOMA SBJISIETCSI XPOMOCOMOH-JOHOPOM,
a Kakas XxpomMocoMoii-permueHToM: 46,X,ins(5,X)(p14;q22q27)
2 . Mcxoms m3 (hopMymIbl KapHOTHIIA, HAITHIIINTE, KaKas XpOMOCOMa SBIISIETCS XPOMOCOMOM - TOHOPOM,
a Kakasl XpoMocoMoi-perrueHToM: 46,X,ins(X;5)(q22;pl12p14)
3. IIpocmoTpHTe BHHMATEIbHO (POPMYIIEI KAPHOTHIIOB H OITHCAHH S K HHM, €CIIH BBl 3aMETHTE
OIITHOKY, HCIIPABLTE €€ B COOTBETCTBYIOIIEM CTOMOIE TaOIHIEI.

PdopMyJIa KAPp HOTHIIA

Onucanue GopmMyJibl

CToJ101bI 411 BHeCeHHS NPABOK (B cJIyyae
He0O0X 0JHMOCT H)

PdopMy.JIa KAP HOTHIIA

OnuncanuHe GpopMy.JibI

46, XX

KapHOoTHIT HOp MaJIbHBIH MY#KCKOH

46, XX, 1(5:12)(pl4:q22

KapuoTHI ¢0anaHcHp oBaHHBIH

K EHCKHI, PELMITPOKHas

TP aHCJIOKALIHA XpoMocoM 5 H 12.
Touka pa3pbiBa HaxoaATcsA B Spl4
H 1222

45 XX, der(13:21)(q10:q10),+21

KapHoTHIT aHOMAaNBHBIH, KEHCKHH,

TPHCOMHA XPOMOCOMEI 21

4 . 3arOITHHTE ITYCThIe CTPOKH TaOIHIIHL.

PopMyJIa KAPHOTHIA

OnuHcanue (popMyJIbI KAPHOTHIA

48, XXX, +13

KapuoTHI1 c0anaHcHpoBaHHBIHA K EHCKHI, peIHITPOKHAasA TP aHCJIoKal[HA XpomMocoMm 2 H 21.
'TouKH pa3pbiBa Ha xpomMocoMe 2 B 2p13, Ha xpomocome 21- 21q22

KapHoTHIT KeHCcKHI Hec 0ajlaH CHp 0 BaHHBIH, KOJIbLIeBaA XpoMocoma 13

KapHoTHIT jkeHcKHI HecOanaHCHp OBaHHbIH, HHBEPTHPOBaHHAA JVIUHKALIA cerMeHTa X -
XpPOMOCOMBI ¢ TOUKaMH paspbiBa Xql3 1 Xq22

KapHoTHIT My KCKoOI, YMeHBII eHHBIH reTep oXp oMaTHHOBBIH 010K Ha JJIHHHOM ITUIeYe
Xp OMOCOMBI 9, yBemH4YeHHBIH (TIpH)LIeHTpoMepHBIH reTep oXpoMaTHH Ha XpoMocome 15 H
IBOHHBIE CITY THHKH Ha KOP OTKOM ITUIE€YE XPOMOCOMEI 21

KapHOTHIT aHOMAaJIbHBIH, TETPATUIOHIHbIH, YETLIP € X -XP OMOCOMBI

ITAJIOHBI NMPpaBNJIBHBIX OTBETOB IIPH ACMOHCTPAINHH IIPAKTHYUCCKHX HABBIKOB.

1 . Mcxoms u3 ¢ opMyIIsl KapHOTHITA, HAITHIIHTE, KaKas XPOMOCOMA SBISETCS XPOMOCOMOH-

JJOHOPOM, a KaKasi XpoMocoMOM-penmneHToM: 46, X,ins(5.X)(p14:q922q27)

OTBET: XpoOMOCOMAa-TOHOP: X
XPOMOCOMAa-PEIMITHEHT: 5
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2 . Mcxops u3 (hopMymsl KapHOTHITA, HAITHIIHTE, KaKask XpOMOCOMa SBIISETCS XPOMOCOMOH -
JIOHOPOM, a Kakasi XpomMocoMoi-permneHToM: 46,X,ins(X;5)(q22;pl12pl4)
OTBET: XpOMOCOMa-IOHOP: 5
XPOMOCOMAa-PELIUITHEHT: X

3. HPGCMGTPHTE BHHMATCIIBHO (bﬂphi}*’]’[ﬂ KaPHOTHIIOB H OIIHCAaHITA K HHM, CCIIH BBl 3dMCTHTC
DHIII@I{}":, HCIIPABLTC €€ B COOTBCTCTBVYHOIIIEM cTOomO1e TaOIIHIbL.

PopMyJIa KAPHOTHIIA

Onucanune GopMyJbI

CTos101bI /19 BHe CEHHA NMPABOK (B cJIy4ae
He 00X0THMOCTH)

PdopMyJIa KAPp HOTHIIA

Onucanune (popMy.JibI

46, XX KapHoTHIT HOp MaJIbHBIH MYACKOH 46, XY Kapuor HNn HOpMAJILHBLIH
MY KCKOH

KapuoTHr1 ¢ 0anaHcHpoBaHHBIA Bce BepHO Bce BepHO
46, XX, 1(5:12)(pl4:q22 JKEHCKHH, peLHITpOoKHasA

TP aHCJIOKALIHA XpOoMOocoM 5 H 12,

‘Touka paspbiBa HaxoATcs B Spl4 H

1222

KapHoTHIT aHOMaNnbHBIH, K €HCKHH, 46,XX.der(13;21)(q10;q | KapHoTHI AHOMAJILHBIN,
45, XX, der(13:21)(q10:q10),+21 | TpHCOMHA XpOoMOCOMBI 21 10),+21 KeHCKHI, TP HCOMHES

Xp OoMOCOMBI 21

[ . 3artoJHHTE ITYCThIe CTPOKH TaOIIHIIHI.

$DopMyJIa KAPHOT HIIA

OnuHcanue ¢gopMyJibl Kap HOTHIA

48, XXX, +13

KapHOTHI KeHCKHH AHOMAILHLIA, TPHCOMHS XpoMocoM 13 H X

46, XX,t(2;21)(p13; q22)

KapuoTHI1 ¢ 0anaHcHpoBaHHBIH K EHCKHIH, pelHITPOKHasA TP aHCJIoOKal[HA XpomMocoMm 2 H 21.

ToukH pa3pbiBa Ha XpoMmocome 2 B 2p13, Ha Xpomocome 21- 21q22

46, XX, r(13)

KapHoTHIT XeHCcKHIT Hec 0aJlaH CHp 0 BaHHbIH, KoJIbLIeBaA XpomMocoma 13

46,X,dup(X)(q22q13)

KapHoTHIT jKeHcKHH Hec 0aaH CHp 0 BaHHbIH, HHBEPTHP OBaHHAaA Iy TUHKALHA CerMEHTa X -
Xp OMOCOMBI ¢ TOUKaMH paspbiBa Xql3 1 Xq22

46,XY 9qh-,15cenh+,21pss

KapHOTHIT My KCKOI, YMEHBII €HHBIH MeTEPOXPOMATHHOBBIH 0JI0K Ha JIHHHOM I1JI€4e
Xp OMOCOMBI 9, YBe/THYeHHBIH (TIpH)LIEHTPOMEpPHBIH reTep oXpoMaTHH Ha XpomMocome 15 H
IIBOHHBIE CITy THHKH Ha KOpP OTKOM IUIe4Ye XpOMOCOMEI 21

92,XXXX

KapHoTHIT aHOMalIbHBIH, TETPArUIOHIHbIH, YETLIP € X -XpP OMOCOMBI
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OIIEHOYHBIE CPEJCTBA JJISI IPOMEXKXYTOUYHOH ATTECTAIIIH

Ne KB

KOHTpOJILHBII BOIIPOC

IIpoBepsemMbie
HHIHKATOPLI
KOMIETeHIHH

KapuoTun uejoBeka: onpejeieHHe, CTpoeHHe H (PYHKI[HH X POMOCOM.

OTaJIOH OTBETA:

KapHOTHII — COBOKYITHOCTE ITPH3HAKORB (UM CIIO, pa3MepEl, (popma H T. II.) IIOTHOTO
Habopa XpoMOCOM, IIPHCYINAL KIeTKaM JaHHOTO OHOIOTHYECKOTO BH/IA (BHAOBOIT
KApHOTHII), JAHHOTO OpraHn3Ma (HHIHBHIYATBHBLIT KAPHOTHII) HIH JIMHIH (KIOHA)
KIETOK.

XPOMOCOMEI — CTPYKTYPHO-(PYHKITHOHAILHBIE 3JIEMEHTHI AfIpa, cocTodArme 13 JJTHK
H OenKoB. B Alpe Kax M0l cCOMATHUECKOI KIeTKH YelIOBeKa COMePKHTCA 23 Iapkl
XpoMocoM: 22 ITapel ayTOCOM, T. €. XPOMOCOM, OJJHHAKOBEIX Y MY KUIH H K€ HIITHH,
H OJTHA Iapa IIOIOBEIX XPOMOCOM, HIIH T'OHOCOM, IT0 KOTOPEIM MY KUHHEI H
AKEHIIIHEI OTITHYAI0TCA OPYT OT Apyra. Ha Kax Iy XpoMocoMy IIPHXOTHTCS 110
oo Monexyne JIHK.

CTpoeHIEe XPOMOCOM:

DI{eHTpoMepa (TIepBHYHASL IIEPETAAKA) ITO MECTO COETHHEHIA IBYX XPOMATH]T, K
IIEHTPOMeE e IIPHCOe THHAFOTCSA HITH BepeTeHa JelIeHHT.

IIo cTopoHaM OT IEHTPOMEPEI IeKAaT IUIEUH XPOMOCOMEI. B 3aBHCHMOCTH OT MecCTa
PAacCIIoNOKe HIA IEHTPOMEPEI XPOMOCOMEI JEJIAT HA!

aKPOIEHTPHUECKIIE;

cyOMeTareHTpHYE CKHE;

MeTaleHTPHUYECKHE.

2)B TopHuHasd IepeTokKa — SAPHIIIKOBEIT OpraHn3arop, cogepkuT reusl pPHK,
HMEETCHI Y OJTHOI — IBYX XPOMOCOM B TEHOME.

TemoMepsl — KOHIIEBEIE YUACTKH XPOMOCOM, cojepxkarie 10 10 TeIcay map
HYKJIEOTH/IOB C IIOBTOPAFOIIEICA ITOCTIETOBATEIEHOCTEIO.

OYHKIH A XPOMOCOM 3aKTIOUYAETCS B!

- XpaHeHHH Haclle ICTBe HHOH HH()OPMAI[HH.

- TIepe Jaue HaclleICTBEeHHOI HH(OPMAIIH ITyTeM peIUTHKaI[IH MoleKyisl [JHK.

- peam3alii Haclae CTBEeHHON HHpOPMAIHH IIYTeM BOCIIPOH 3BE IeHIA B IIPOIIeCcCe
TpaHcKpHIIFH H-PHK 1 ciHTe3a Genka B Ipoliec ce TPAHCIIATHH.

[IK-6 (TIK-6.3)
OIIK-1 (OIK-1.1, 1.2)
VK-6 (VK-6.1)

Ne KB

KOHTpOJILHBII BONIPOC

IIpoBepsemMbie
KOMIIEeTEeHI[HH

HHTDI‘EHETI—‘IEH - KdK HaVEKa. OHpE,[[E.]]EHHE, npeaqMeT H 3aJa'TH HHTOTCHETHRH,
JHAYECHHEe B McIJHIHHE.

OTAaJIOH OTBETA!

[{HTOT€HETHKA - Pa3/le]l T€HEeTHKH, H3YUAFOIIII ITHTONOT HUe CKIHE OCHOBEI

HAaclIe ICTBEHHOCTH H H3MEHUHBOCTH.

OCHOBHEIM ITPEIMETOM HCCIEJOBAHHA B IIHTOI€HETHKE ABIISAIOTCA XPOMOCOMEI -
HHTEBH/THEIE CTPYKTVPEL, coaepxalme JHK - HacmeyeMEIH re HETHUECKHH KO,
OITpe AT AFOIIHI ITPOIIECCHI POCTA, PA3SBHTHA H KH3Hee ATETFHOCTH HHTHBHIYYMA.
3agay IIHTOre HETHEH:

* HIeHTHQHKAI A H I[ITOTeHeTHUE CKOE KapTHPOBAHHE XPOMOCOM,

* BELIBIIEHIE TEHOMHEIX H XPOMOCOMHELX AaHOMATHIT H HX B3aHMOCBI3H C
(peHOTHIIOM,

* JICCTIEIOBAHHE PO T'€HOMHBIX H XPOMOCOMHBIX IIEPECTPOEK B BHA000Pa30BAHIH.
SHAUEeHHE:

BOoBIII0e UHCIIO HAcTIeCTBEHHEBIX Oole3Hel H ITOPOKOR PA3BHTHA V UeIIOBEKa

Dﬁ}rCJIDBJIEHD H3IMEHEHHEM CTPOCHHA XPOMOCOM. ]_[IITDI‘ CHETHUECKIIE HCCIIEJOBAHITAL

HCIIONB3VIOTCAH I THATHOCTHEH HACIICICTECHHBIX H T[PI[D@I)ETEI—H—EBIK
336DJIEBE1HI]TI,, DﬁYCJIDBJIEI—H—ILI}{ XPOMOCOMHBIMH aH OMAJIFUMIL.

[1K-6 (IIK-6.3)
OINIK-1 (OIIK-1.1, 1.2)
VK-6 (YK-6.1)




Ne KB

KOHTpOJILHBII BONIPOC

IIpoBepsemMbie
KOMIETEeHI[HH

IToHsATHE MOJHMOP(PH3MA XPOMOCOM, 00IAsA XapaKTepHCTHKA.

OTaJIOH OTBETA:

[TommmvopdH3M- HopMalbHASd H3MEHUHBOCTh XPOMOCOM Habopa, KoTopasd
3aKTFOYAETCA B PA3IIUHAX MeK Ty TOMOIOTHYHEIMH XPOMOCOMAMH ITO OTAEIEHEIM
CerMeHTaM, pailoHaM H Jake LelkIM IureyaM. K mornmMopdHEIM BapHaHTaM
OTHOCAT TaKHe H3MEHEHHI XPOMOCOM, KOTOPEIE COXPAaHAIOTCA B IIPOIecce

OHTOT €He3a, CTA0IIFHO HACTeVIOTCA IIPH MHTOTHUECKOM JIEIEHIH KIeTKH H
IePearoTC I KaK IMMPOCTOH MEHEIIEBCKIII IIPH3HAK OT POJUTENEH K JIETAM, He
OKa3bIBasd BIOLTHIA HA (pe HOTHII.

[1K-6 (ITK-6.3)
OINIK-1 (OIIK-1.1, 1.2)
VK-6 (YK-6.1)

Ne KB

KOHTPpOJIBLHBIH BOIIPOC

IIpoeepsaemMsbie
KOMIIETEeHIHH

CTpoeHHe XPOMOCOM C AJAPBIIIK000pa3yOIHMH paiioHaMH. X apaKkTepHCTHKA
MOJHMOP(}H3MAa XPOMOCOM C AAPBIIIK 000 pa3yOIHMH paiioHAMH.

DTaJIOH OTBETA:

SIOP mpHCYTCTBYIOT HAa aKPOIEHTPHUECKHX XpoMocoMax rpymi D (13-15) u G (21-
22). llerTpoMepHEL 03H T aKpoleHTpHUecKix xpomocoM pl1.1-ql11(.1) oOpazoran
anb(a-carermuTHo JTHK. Baxg pl 1.2 akpolleHTpHUeCKHX XpOMOCOM 00pa3oBaH
KIIACCHYECKHMIH caTelutuTaMu H [-caremmmrHoil JITHK. Baxp pl2
aKpOIeHTpHUeCKIX XpoMocoM oOpa3oraH p/IHK (5,85 PHK, 28S PHK u 18S PHK)
H [3-caremmTHOl JJHK. B3H p13 akpolleHTpHYEeCKIX XPOMOCOM o0pa3oBaH [3-
carerrtnTHON JJHK, caremnunrHon JJHK I K1acca, TeroMe pHEIM IIOBTOPOM.
«HopMamsHEIVD pasMepoM KOPOTKHX IIIIeY aKPOIEHTPHUECKHX XPOMOCOM
CUNTAETCA, €CIIH OHH Pa3MepoM, PaBHEIM 12 IHMHEL 18p HW/HIH UIMHEL 1[eloro 17p.
* BapHaHT «P-» -eCIIH pa3sMep p-IU1ed aKPOIeHTPHUYECKHX XPOMOCOM MEHBIIIE
IIOJTOBHHEI JUTHHEI 18p.

* BapHaHT «p+» -ecIH pazMep p-IUled aKpOLEHTPHYECKHX XPOMOCOM OOIIBIIIE
UTHHEL 17D.

* OlleHKa UOTHBI IDIeY XPOMOCOM IIPOHCXOIUT Ha OHOI H TOil Ke MeTada3Hoil
IDTACTHHKE.

I1K-6 (IIK-6.3)
OIK-1 (OIIK-1.1, 1.2)
VK-6 (VK-6.1)

Ne KB

KOHTpOJBHEIH BONPOC

IIpoBepsaeMbIe
KOMIEeTeHIIHH

MeToqHUYeCKHe acCeKThl IHTOreHeTHYEeCKOro aHaJM3a NpH 00HapyKeH HH
NOJIMMOP(HOTr 0 BAPHAHTA.

DTalOH OTBETA:

1. OGa3aTenbHOE HCIIOIb30BaHHEe He 00X0MHMEBIX MeTOI0B TH((epeHIHATLHOT O H
H30HpaTEIsHOT O OKPAIIHBAHIA XPOMOCOM:

1.1. C-oxpacka (CBG-MeToO)

1.2. Q-okpacka (QFQ-metox, QFH/AcD mMeTo)

1.3. Ag-NOR oxpalleaHie (OKpacka HHTpaToM cepebdpa)

2. KapHOTHITHPOBAHHE POJACTBEHHHKOB

3. CorocTaBlIeHHe ¢ KITHHHYeCKHMI ITPOABRIIE HILIMI

4. IIpiMeHeHHe MOTeKYIAPHO-IITOr eHeTHUYecKIX MeTomoB (FISH, aCGH)

5. Ucrnionp30BaHHe KeCTKHX KPHTePHER OIeHKH BapHAHTOR XPOMOCOM

6. Mcrions30BaHHe CTAHJAPTHEIX CHMBOIIOB H (DOPMEI 3aIlCH BapHAHTOR (B CIIyyae
eCIIH IMOIMMOP(HELT BapHaHT YKa3kIBaeTca B (popMylIe KapHOTHIIA).

[TIK-6 (TIK-6.3)
OIIK-1 (OITK-1.1,
1.2)

VK-6 (YK-6.1)
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Ne KB

KOHTpPOJILHBIHA BONPOC

IIpoBepsaeMEIe
KOMIIETEHITHH

6

TET[]HH.]IDI—‘I,[[HH: OIMMHCAHHE THIIOB, IPDHYHHLI BOSHHKHOBCHHA, ITOCJIEACTBHA [1JIA
Ipe- H NOCTHATAJIBHOI'O pa3BHTHH YEJIOBEK A.

OTalIOH OTBETA:

TeTparwionig - IPHCYTCTBHE B KAPHOTHIIE YeTHIPeX TallIOH THEIX HAaOOpOB
xpoMocoM. TeTpaIUToH I — JeTalbHasd MyTal[Hi Ha OpTraHi3MeHHOM VPOBHE -
TeTPaIUIOHIHbIE SMOPHOHEI A0OPTHPYIOTCA B IIEPBOM TPHMeCTPe. MeXaHH3MEbI
BO3HHKHOBEHHA TeTPAIUTOHIHH . HapyIIIeHIe MUTOTHUECKHX JeleH Il 611ac TOME POB.
DeHOTIIMHYECKH Te TPAILTOH I A YACTO aCCOIHHPOBAHA C ITYCTHIMH IUIO THBIMH
MeIlKaMH (aHAIMOpPHOHHH ). [IpHCYTCTBHE TeTpaIUIOHIIH B Ol1acToMepax 3amMeIaeT
TeMIIEI Apo0ae I, IPHBONUT K HAPVIIIEHHEO HX MITPAIlHH BHYTPh OIacTOI[HCTEHL,
YTO B KOHEUHOM HTOre JiellaeT HeBO3MOKHEIM HOpMalbHOe ()OPMHPOBAHHE H
mHQdepeHIPORKY BHYTPEHHEH KIe TOUHOI MacChl. FI3BeCTHEI peIKHe CIIyYam
POKIeHH AeTell ¢ TeTPAIUIOHHBIM XPOMOCOMHBIM HA0OpOM, B TOM YHCIIE H B
UYHCTOMH (HeMO3aHuHOIl) hopmMe. {114 OONMBIMMHCTBA H3 HHX XapaKTepPHEI
BHYTPHYTPOOHAA 3aJe PAKKaA PA3BHTIA, THIIOTOHHA, JTHIEBbIe aHOMAIIHH, TIOPOKH
cep/a, HapyIleHHA IICHXOMOTOPHOI O Pa3BHTHA. TeTpaIruIOH/ I BO3HHKAET
CIIOpaHYeCKH, II03TOMY PHCK IIOBTOPHOMH Te TPaIUIOH/III OTCYTCTBYET.

[1IK-6 (IIK-6.3)
OIIK-1 (OIIK-1.1,
1.2)

VK-6 (VK-6.1)

Ne KB

KOHTpPOJILHBIHA BONPOC

IIpoBepaeMEIe
KOMIIETeHITHH

Oﬁlllﬂﬂ XapaKTEPHCTHKA I€HOMHBIX M}"Tﬂ].lHﬁ. TpHH.]IDH,[[HI-‘I: OITHCAHHE THIIOE,
IMNPHYHHLBI BOIHHKHOBEHHHA, INOGICEOACTEHA [JIA IIPE- H IOCTHATAJIBHOTO PAa3BHTHA
YEJIOBEKA.

DTalOH OTBETA:

['eHOMHBIE MYTAI[HH — 3TO H3MEHEHHE UICIA OT/IEbHBIX XPOMOCOM (aHeYTIUIOMIHH )
IUIH YBEIIHYEHHEe XPOMOCOMHOTO Habopa (TMOMHITIONINH ). [T OMHILTOH IHH —
TeHOMHBIE MYTAI[HH, CBI3aHHEBIE C YBEIHYEHHEM XPOMOCOMHOTO Habopa, KpaTHOE
TalIONTHOMY. BEIIENAROT [IBa BapHAHTA ITOHIUIOH I, TPIIUIOH A (3n=69) H
TeTparutonaid (4n=92). TpHILIOH A — 3TO TeHOMHAA My TaIid, IIPH KOTOPOIL B
KapHOTHIIE HMEETCSA TPH TAIUIOHIHEIX Habopa XpoMocoM. IIpH 3TOM KapHOTHIT

69, XYY neTaneH, B TO BpeMA KaK TPHIUIOHIIA 69, XXX H 69, X XY BIIOIHE
COBMECTHMA C BHYTPHYTPOOHBIM Pa3BHTHEM H KHBOPOKIeHHeM. T PIIUTIOHIH A
BO3HHKAET IIPH HAPYIIEHIHN OILIOJOTBOPEHHA H/IUTH HAPVIIIEHH PacX0&K JeHIA
XPOMOCOM BO BpeMd JelIEHH T ITONOBEIX KIETOK. TPHIDIONIHI HECOBMECTHMA C

ITOC TAHATBHBIM ITEPHOLOM (CMePTh HOBOPOKAEHHOTO B IIEPBbI€ YACHL HIIH JHH IIOCTE
POKIEHHA, OIMH ClIy4Yalii, KOIZla HOBOPOKIeHHEIH IIpokHiI 312 mHeil). PHCK
IIOBTOPHOI OepeMeHHOCTH C TPHIUIOH/IHEN OIleHEH TOIBKO I CITYUYaeB C

YAC THYHEIM ITY3BIPHEIM 3aHOCOM, OH paBeH IIPHMeEPHO 1%o.

[IK-6 (TIK-6.3)
OIIK-1 (OIIK-1.1,
1.2)

VK-6 (YK-6.1)

Ne KB

KOHTpPOJIBLHBIA BONPOC

IIpoBepsaeMbIe
KOMIOEeTeHIIHH

XapaKTepHCTHKA aHEYILJIOHHIl, NpHMepBL.

OTalIOH OTBeTA:

AHe YIUTOH/IHI - TEHOMHEBIE€ MYTAI[HH, CBA3AHHEIE C H3MEHEHHEe UHCIA OTAEbHEIX
XpPOMOCOM, HEKPATHEIE TalUIOHTHOMY.

1) Tprcomin (2n+1=47) HammMuie JOIIOMHUTEIFHOH TOMOJIOTHYHOM XPOMOCOMEI
(HarpmmMep, CHHApoM JlayHa: TpHCOMII XpoMocoMEI 21; crHapoM Ilaray, TpHCcoMILT
XPOMOCOMEI 13).

2) MoHocoMHH (2n-1=45) OTCYTCTBHE OJHOI H3 TOMOIOTHUYHEIX XPOMOCOM
(MOHOCOMI A X-XpPOMOCOMEI: 45,X).

3) Hymmicomi (2n-2 =44) oTcyTcTBHEe 00€HX TOMOIOT HMUHEBIX XPOMOCOM.

4) I1omcoMMH - YBETHYEHHE YHCIIAa XPOMOcOoM. XapaKTepHa JLI I OHOCOM

[1IK-6 (IIK-6.3)
OIIK-1 (OIIK-1.1,
1.2)

VK-6 (VK-6.1)
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(HarprmMep, TeTpacoMud 48 XXX X: BapHaHT CHHAPOMA TPHILIO X).

5) JIpoiiHBIe H TPOITHEIE TPHCOMHH — HATH4He B KAPHOTHIIE JOIIOTHHTEIbHBIX
KOITHIT IBYX IJIH TPeX IMap TOMOJIOTHUHEIX XPOMOCOM COOTBETCTBEHHO.

6) JIBoitHEIE H TPOITHEIE MOHOCOMHH — OTCYVICTBHE B KapPHOTHIIE OJJHOIO H3
T'OMOJIOI'OB JBYX WIH TPeX Map T'OMOIOTHYHEIX XPOMOCOM COOTBETCTBEHHO.

Ne KB KOHTPOJILHBIA BONPOC lposepsiembre
KOMHOEeTeHIIHH
Obmas xapakTepHCTHKA XPOMOCOMHBIX My TaIlHii.
DTalOH OTBETA:
XPOMOCOMHEIE MYTAI[HH — 3T0 CTPYKTYPHBIE H3MEHEHHS OTJIEIHHEIX XPOMOCOM,
OBIBAIOT ABYX BHJOB. MEXXPOMOCOMHEIE H BHYTPHXPOMOCOMHEIE IIEPECTPOIKH. ITK-6 (IIK-6.3)
9 Cpe I MeEKXPOMOCOMHEIX ITEPECTPOEK BEIAEIAOT: TPAHCIOKAINH H HHCEPIHH, OIIK-1 (OIIK-1.1,
CpeH BHYTPHXPOMOCOMHBIX - AeTeI[HH, HHBEPCHH, TYIUTHKAI[HH, H30XPOMOCOMEL, 1.2)
KOIBI[EBEIE XPOMOCOMEI, MAapPKEPHBIE XPOMOCOMEI. TakKkKe XPOMOCOMHEIE YK-6 (YK-6.1)
IIePeCTPOIKH IMOAPa3aeNa0TCA Ha cOaTaHCHPOBAHHBIE H Hec DalaHCHPOBAHHEIE. B
3aBHCHMOCTH OT THIIA KJIETOK XPOMOCOMHEBIX adeppallHH HAeliT Ha:
KOHCTHTYIIHOHAIbHbIE H ITPHOOPETEHHEIE.
Ne KB KOHTpOJBHEIH BONPOC lposepsiembre
KOMHOEeTeHIIHH
PelniunpokHbie TPAaHCJOKAIHMH: ollpeJeieHHe, YacToTa BCTPeuaeMoCTH, BH/IbI.
Po0epTCOHOBCKHE TPAHCJIOKALMH: onpeaeieHHe, 4acTOTa BCTPeYaeMOCTH.
OTalIOH OTBeTA:
PeIirpoKHEIE TpaHCIOKaI[HH (t) — B3aMHBIT 0OMeH (hparMeHTaMH MeK Ty TBYMA ITK-6 (IIK-6.3)
10 W Goee HerOMOIOIHUHBIMH XpoMocoMaMH. ITpiumepHo 1 yemoBek u3 500-625 OIIK-1 (OIIK-1.1,
ABIIAETCA HOCHTEIEM PEI[HIIPOKHON TPAaHCIOKAI[HH. I[13MeHeHHAA XPOMOCOMaA 1.2)
Ha3bIBaeTCA aepHBaTHOI (der). OHa HIeHTH(HIHPYETCA B COOTBETCTBHI C YK-6 (YK-6.1)
reHTpoMepoil. Korza o6a TC gocTaTOUHO IMPOTSKEHHBIe, TaKHe 0OMeHbI HA3BIBAKOTC
npycerMeHTHRIMH Korga oguH H3 TC oueHs Mal H 3aTparHBaeT IMIPAKTHUECKH TONBKO
KOHUHK TEJIOMEPHOTO paiioHa, TakHe 0OMeHBI Ha3bIBAKTCA OJHOCETMEH THHIMH.
Ne KB KOHTpOJBHEIH BONPOC lposepsiembre
KOMHOEeTeHIIHH
Po0epTCOHOBCKHE TPAHCJOKALNH: onpeaeeHHe, 4acTOTa BCTPeYaeMOCTH.
OTalIOH OTBETA:
PoGepTcOHOBCKHE TpaHCcIOKaHH (der) i (rob)- IeHTpHYeCKOoe BOCCOeTHHEHHE (-
IUIeY JIBYX aKPOIEHTPHUECKHX XPOMOCOM. HHCIO XPOMOCOM B KapHOTHIIE [IK-6 (ITK-6.3)
YMeHEBIIIaeTCA Ha OJHY. YacTora BCcTpeuaeMOCTH cocTarageT 1 Ha 800-1230. '
_ _ OIIK-1 (OIIK-1.1,
11 PT xmacca 1 BkrrouaroT B ce0a GonsimHcTBO der(13;14) m der(14;21), a Takxe 1.2)
penkme BapHaHTH PT ¢ BoBIeUeHHEM ayTOCOMEI 14. B 95% ciIyuaeB BO3HHKAIOT B V-6 (.‘.ﬂ{- 6.1)
OOTeHE3e H HMEIT OJHHAKOBLIE TOUKH Pa3phIBa BKIIIOUAOIIHE II0CIeJOBATETFHOCTH
carlll u cybcemeticteo pTRI-6 (catl) n/torn p/IHK Ha xpomocome 21.
PT xmacca 2 BKIHOYAOT OONBIIIHCTRO PeIKHX BapHaHTOR PT, TOUKH pa3prBa
HeCIIelH(HYHEL, ITPHMEPHO B 70% CcIIy4yaeB BO3HHKAIOT BO BpeMI OOTeHe3a.
Ne KB KOHTPOJILHBIHA BONPOC HpoBepsemble
KOMHOEeTeHIIHH
BHYTpHXPOMOCOMHEIE NePeCcTPOMKH: Je/Iel Ul H JYILIHKAIIHH - ollpeelieHHe, [IK-6 (ITK-6.3)
MeX aHH3M Dﬁp.ﬂiIDBﬂHHH. OIK-1 (OITK-1.1,
12 OTaloH OTBETA: 1.2)

Hemnermd (del) — yrpara 4acTH XpoOMOCOMEI (TepMHIHATLHEIE H HHTePCTHI[HAIIEL HEIE ).
Hytomkanuu (dup - yapoeHHe YacTH XpoMOcOMEL. K femeIaM H TyTLIK AL

YK-6 (YK-6.1)
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IIPHBO/INT HeallIeIbHAd TOMOJIOT HUHAA PEKOMOHHAIHA XPOMOCOM. BOIBIIIHCTBO
JeJIeIII H TYTUIHKAIfI BO3HHKAIOT B MeHo3e. HampuMmep, Jenelsd p-1uieda
XPOMOCOMEI 5 IIPH CHHIPOME KoIllauhero KpHka B 80%0 cayuaeB o0yCIOBIEHA
JeIerHel de novo, BO3HHKAROIIEH ITPEHMYINECTBEHHO B CIIEPMATOT EHE3E .

Ne KB KOHTpOJBHBIH BONPOC IIpoBepsiemble
KOMIETEeHIIHH
XapaKTepHCTHKA CerMeHTHBIX TYIJIHKAaIH.
OTalOH OTBETA:
CerMeHTHEIE AYIUIHKAIIHH - 3TO PaioH-CIeIH(IYHEIe, JOBOIBHO KPYITHEIE OIOKH ITK-6 (IIK-6.3)
13 JJHK pazmepom ot 10 mo 300 T.11.H., HMEIOIIHE BEICOKVEO CTEIIEHS (95-97%) OIIK-1 (OIIK-1.1,
HIEHTHYHOCTH HYKIEOTHIHEIX ITOCIIEIOBATENFHOCTEN. OHH MOTYT BKIFOUATE KakK 1.2)
VHIKAaIhHEIE ITOCIIEeJOBATEIFHOCTH T'€HOB, TaK H BEICOKO-KOIMHITHRIE ITOBTOPH JJHK. YK-6 (YK-6.1)
CerMeHTHEIE AYIUTHKAIIHH MMEIOT TEHAEHIMHI0 00Pa30BsIBaTh KIacTEPHL B
IIEPHI[EHTPOMEPHEIX, H, B MEHBIIEH CTEIIeHH, CYOTEeIOMEPHBIX pailOHAX XPOMOCOM.
Ne KB KOHTpOJBHBIH BONPOC lposepsiembre
KOMIOEeTeHIIHH
BHYTpHXpPOMOCOMHEIE MePeCTPOIKH: HHBEPCHH - Ol pe/JieJieH e, YacToTa.
IIpapnia 3anucH (popMyJibl KAPHOTHIIA IPH NAPALEHTPHYECKOH H
nepHIeH TPHYeCKOii HHBEePCHH.
OTalOH OTBETA:
HBepcHd (1nv) — mepeBopoT (pparmeHTa XpoMocoMsl Ha 180 rpaaycor. Yactora
BCTPEUaeMOCTH TePHI[EHTPHUECKIX HHBepcHil cocTaBIgeT 0.12% - 0.7%:;
napaneHTprueckux - 0.1% -0.5%. I[1pH nmepHIieHTpHue CKOH HHBEPCHH BO3HHKAOT [K-6 (ITK-6.3)
ABa PasphIBa B PasHBIX IIEYAX OJ(HOH XPOMOCOMEL H IeHTPAbHEI XPOMOCOMHBLI OTIK-1 (OTIK-1.1,
14 CETrMEHT IlepeBOpaUHBAETCA BOKPYT CBOEH OCH. [IpH mapaneHTpHYecKOH HHBEPCHI 1.2)
TOUKA Pa3phIBa JIOKATH30BAHA B IIpeJenax OJHOIO IUIeYa H IIPH 3TOM He VK-6 (YK-6.1)
3aTparuBaeTCcA MeHTpoMepa. ITpH HHBepCcHAX O3HIBI IIePeUrCIIII0TCA OT pter K qter.
Hamprmep, ¢popMyira KapHOTHIIA C TTapaleH TPHUECKOI HHBEPCHEH XPOMOCOMEI 3:
46, XX, 1nv(3)(q21q26), mIpH 3TOM, ClIeqyd IIPABIIY Ile peurclIeHHa O5H OB, I -
roTeya Ooree IMPOKCHMAIbHBOT O3H] YKA3bIBAETCA ITePBhIM. /{14 p-TUIeya IepBEIM
Oy[eT yKa3pBarhCcA 0oIee TepMHHATLHEIN 03H. Harmprume p, HHBEPCHA XPOMOCOMEI
2: 46, XX, mv(2)(p23pl13). B cryyae nmepHIleHTPHYECKHX HHBEPCIIT 65H]] B KOPOTKOM
Ieye yKaspmaeTcsa mepesM. Hamprmep, 46,XY 1nv(3)(p13q21)
Ne KB KOHTpPOJIBLHBIA BONPOC lpoepsiembre
KOMIOeTeHIIHH
BHYTpHXpPOMOCOMHLIE ITEPECTPOMKH: H30XPOMOCOMEI, KOJIhII€éBble XPOMOCOMBI -
onpenejieHn e, MexaHu3MbI 00Opa3zoBaHusA. OCHOBHbIE (PCHOTHIIHYECKHE
NPOSABJIEHHA HOCUTeNell KOIbIebIX XPOMOCOM.
OTAalIOH OTBETA:
30xpomMocoMa (1) — MeTal[eHTPHYECKAasd XPOMOCOMA C Te€He THUE CKH HIEHTHUHBIMIT
IUTeYaMH (MOHO- HIIM JHIleHTpHYecKas, 1dic). B ocHOBHOM (OPMHPYVIOTCA B MeH03€e:
a) H30XPOMATH/IHEIII pa3phlB B IIPHIIEHTPOMEPHOM paiioHe, B pe3yibTaTe KOTOPOTo [IK-6 (ITK-6.3)
BO3HHKAIOT ABa (parMeHTa, ¢ IIOCIIETYIOIIHM BOCCTAHOBIEHHEM JIBYIUIEUEI] OIK-1 (OHI{;I |
15 XPOMOCOMEI 3 OJTHOT'O IUIeYA H YTPATOH BTOPOTO TIIIEYa. 1.2) o

0) morepeuHoe paszjieleHHe e HTPOMEPHI — YIBOEHHE TUIeda OHOI XPOMOCOMEI
(INIMHHOTO MJIH KOPOTKOIO).

KomnsIieBrle XpOMOCOMEI (T) —IIpe ACTABIAT COOO0H OMUHHOUHEIE (peke — IBOIHEIE)
3aMKHYTBIE KOTBI[A C OJHOIM IIH JIBYMS IfeHTpoMepaMH (MOHO- IIIH
IHI[EHTPHYECKIEe, COOTBETCTBEHHO ). KOIbI[eBEIe XPOMOCOMEI - peIKad XpOMOCOMHAA
AHOMAHI, BCTpevaroIadca ¢ vacToToH 1:50 000 HOBOPOXKIEHHEIX. ECIH
yTpauHBar TCA 00a TEIOMEPHBIX YUACTKa OJHOI XPOMOCOMEI, TO BOCCOEIHHEHIIE
OTKPHITHIX KOHI[OB COIIPOBOKIaeTCA 0Opa3oBaHHeM KOJbIIA.

YK-6 (YK-6.1)
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Oxomo 99% KOTBIEBEIX XPOMOCOM BO3ZHHKAKT CIIOPaJieCKH. CTEIEeHE
KIHHHYECKHX ITPOABIEHII YV HOCHTEIEH KOMbIIEBEIX XPOMOCOM BapsHPYET OT
ITPAKTHYECKH HOPMAaIbHOI O (JEHOTHIIA IO TAKEIION 3aJePKKH IICHXOMOTOPHOT O H
(hH3HUECKOTO PA3BHTHAL.

Ne KB

KOHTpOJBHBIH BONPOC

IIpoBepsaeMbIe
KOMIETEeHIIHH

16

OCHOBHBEIe XapPaKTCPHCTHRHA MapRKEPHEBIX XPOMOCOM.

OTalOH OTBETA:

MapkepHBIMH (Iar) IIPHHATO HA3kIBaTh AaHOMAbHbIE, HEHAEH THPIIHPYEMBIE C
ITOMOIIBE0 METOJOB TH((PEPEHITHATFHOIO OKPAIIHMBAHIA XPOMOCOMEI, KOTOPBIE IO
pasMepaM pPaBHEI IIH HE IIPEBEIIIAIOT Pa3sMepPEI XPOMOCOMEI 20 Ha OJTHOI H TOH Xe
MeTada3Hoil IacTHHKe. MapKepHbIe XPOMOCOMEI - Pe3yIbTaT KaK BHYTPH-, TAK H
MeEKXPOMOCOMHEIX ITepecTpoeK. YacToTa HOCHTeNeil MApKEPHEIX XPOMOCOM
cocTaBiAeT 1:1000 B momyiaum. Mar Bo3HHKarT de novo mpuMepHo B 70%
CIIYUaeB, OCTAILHEIE - HACIEAYIOTCA OT POJHTENI-HOCHTENA. IIpmvepHO 70%
CIIy4aeB MapKe pHOI XpoMocoMEI de novo 0e3 (JeHOTHITHUECKOTO ITPosABIeHHI. bolee
yeM B 98% HaciaeayeMOH MapKepPHOH XPOMOCOMBI TaKKe He IMTPOHCXOANUT BIHAHH A HA
(peHOTHIT HOCHTEA.

[IK-6 (TIK-6.3)
OIIK-1 (OTIK-1.1,
1.2)

VK-6 (YK-6.1)

Ne KB

KOHTpPOJIBLHBIA BONPOC

IIpoBepsaeMEIe
KOMIIETEHITHH

17

MozannusM XpoMocoM: onpeaelleHne, BHAbL. THIBLI H HCX0/JbI OTPAHHYEHHOTO
ILJIAl€HTOH MO3aHI[H 3MA.

OTalOH OTBETA:

C TOUKH 3PEHHA I[HTOT €HETHKH IIOJT MO3aHIH3MOM ITOHHMAIOT COUETAaHHE B TKAHIX
YyelIOBeKa KIIeTOUHBIX JIHHIGI C Pa3IHYHLIM XPOMOCOMHBIM HabopoM. Mo3aHi3M
OBIBaeT: HCTHHHBIN (TeHepaM30BaHHBII) - KIIOHEI KIETOK C HOPMATBHEIM H
AaHOMAIIBHBIM KapHOTHIIOM ITPE ICTABIEHEI BO BCEX TKAHAX, OrPAHHUYEHHBLT -KIIOHEI
KIETOK C AHOMAIBHBIM KapHOTHIIOM ITPEACTAaBIEHbl TOIBKO B HEKOT OPBIX TKAHAX.
Takxe BBRIAEISIOT: HI3KOYPOBHE BRI MO3aHI[H3M, KOTJa MHHOPHELT KIIOH COCTABIAET
MeHee 10% OT BceX IMpOaHATH3HPOBAHHBIX KIETOK, H CKPBITHI MO3AHI[H3M - MEHE €
5%. Orpa”HHUYeHHEIH TKAHBI MO3AHIH3M XPOMOCOM YAallle BOZHHKAET B
ITPOBH30PHBIX OpraHax — XOpHoHe M IntaneHTe (OIIM), Ilie MOTYT IIPHCYTCTBOBATh
AHEYIUIOMIHBIE KIETKH, TOI'Ja KaK YV CaMOro 3apoJIBIIia KapHOTHII HOPMAJIsHBLT (1 -
2%). I Tom OIIM (IIpH HaIDMUHH aHEeVIDIOHIHH TOIBKO B IIHTOTpodo0IacTe) B
HaHMeHBIIeH CTeleHH CBA3aH C HapyIIeHHAMI pa3BHTHA SMOPHOHA H TaKHe
OepeMeHHOCTH, KaK IIPAaBIIIO, 3aBepINarTcA yeielHo. 11 Tior OIIM (aHeyIUIOH I A B
Me3eHXIHMATBHOI CTPOME BOPCHH) OKa3bIBaeT 0oIee 3HAUNTEIRHOE BIOLIHIE HA XO]I
3MOpHOTeHe3a H YaCTO XapaKTePH3yeTCA BHYTPHYTPOOHOIT 3aiepAKKOH pa3BUTHA
roroga. Jya I11 Trora OIIM (TIpHCYTCTBHE aHOMAIIH B OOOHX THITAX
SKCTPasMOPHOHATEL HEIX TKaHeil) HanOolee XapakTepHa 3aJepAkKa pa3BHTHA H
BEICOKAs CMEPTHOCTE ILITOOB.

[IK-6 (IIK-6.3)
OINIK-1 (OIIK-1.1,
1.2)

VK-6 (VK-6.1)

Ne KB

KOHTpPOJIBLHBIA BONPOC

IIpoBepsaeMbIe
KOMHOeTeHIIHH
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KiuHHYecKHe MOKa3aHus UIA IHTOr eHeTHYeCKOol NMpeHaTalIbHOil JHATHOCTHKH.
THIbI 00pa31moB 4151 MPOBedeH sl IHTOreHeTHYeCKOoll MpeHaTAIbHOM
QHATHOCTHKIL.

OTalOH OTBeTA:

B xauecTBe 00pa31oB I ITPOBEIEHH A IIMTOTeHETHUECKOI IpeHaTalIbHOIl
JIHArHOCTHKH MOTYT OBITH HCIIONB30BAHbI: 00Pa3Ibl AMHHOTHYECKOI KHIKOCTH,
BOPCHHUYATOT O XOPHOHA, TUIAIIEHTHI, IIYIIOBHHHON KPOBH ILTOA.

[lokazaHId aHOMAlbHENT KAPHOTHII V POIHTEN e, BEICOKHIT PHCK XPOMOCOMHEIX
3a0omeBaHIil y OyAyInero pedeHKa Imo pe3yiabTaraM KOMOHHHPOBAHHOT O

[IK-6 (IIK-6.3)
OIIK-1 (OIIK-1.1,
1.2)

VK-6 (VK-6.1)
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IPEHATAIFHOIO CKpHHHHTA | TpHMecTpa OepeMeHHOCTH (KOMIUIEKCHBII pacyeT Ha
OCHOBaHHH 0a30BOr0 PHCKA C YUETOM BO3pacTa, Cpoka OepeMeHHOCTH H aHaMHe3a
O6epeMeHHOM, TaHHBIX Y 3H 110712 H YPOBHA CHIBOPOTOUHEIX MAaTEPHHCKHX
MAPKEPORB ), BEICOKHIT PHCK XPOMOCOMHEBIX 3a00JI€BaHIIT 110 JAHHBIM

VI TPA3BYKOBOI' O HCCIIE JOBAHHA IIII0IA BO 11 TpHMecTpe OepeMe HHOCTH, HAIHYHE
XPOMOCOMHOI aHOMATHH Y IIPeABIAYIIET O peOeHKa B CEMbE; MEPTBOP O JIe HHBIIT
peGeHOK ¢ XPOMOCOMHOI aHOMAIHEI, ITOJ03peHHe Ha MO3aHI[I3M Y IDIO/IA 110
pe3yIbTaraM IMEPBOTo IIPEHATAIHHOT' O HCCIIeJOBaHH .

IIpoBepsaeMEIe

Ne KB KOHTpPOJILHBIHA BONPOC
KOMHOEeTeHIIHH

Kniuanyeckne moxkaszaHus A HCCJIeJOBAHHA KOHCTHTYTHBHOIO KapHOTHIIA
ISl MAHEeHTOR H CYNpY:KeCKHX nap. THIbI 00pa31oB J1A NPOBeaeHHs
KapHOTHI HPOBAHMHSL.

DTalOH OTBETA:

KmiHimyeckie MOKa3aHid AIA ITalHeHTa:

* MHOJK€E CTBEHHEIE BPOKJIEHHBIE IIOPOKH Pa3BHTHL

* MHOJK€E CTBEHHBIE MHKPOAHOMAIIHH Pa3BHTHSL,

* AHOMAThHOE CTPOEHHE TIOJIOBEIX OPTaHOB, HEOIIPe IeIIe HHEI 10T,

* YMCTBEHHAA OTCTAIOCTh, OTCTaBaHIE B IICHXOMOTOPHOM Pa3BHTHH,

* BEIPAKEHHBIE OTKIIOHEHHA B POCTe (HH3KIOI POCT, BEICOKIIL POCT) H pazMepax
TONOBHI ( MHKpOIe(anid, MAKPOIeQaIH),

* OTCTABAHHE B (PH3HUECKOM H IIOIIOBOM Pa3BHTHH;

* IepBHUHAL UM BTOPHUYHAAL aMeHOpes HIIH PaHHAI MeHOIIay 34,

* aHOMalIbHaA CIIEPMOI paMMa — a300CIIe PMILI HIIH OJTHI OCIIE PMILT, [IK-6 (IIK-6.3)
19 * KIIHMHIYE CKHe ITPOABTEHHS CHHIPOMA MHKPOCTPYKTYPHOH aHOMAIIHH. OIIK-1 (OIIK-1.1,
T oOpa3ta - e prdepye ckad Kpors, GHOPOOIACTEL. 1.2)
KImHJecKHe IMoKa3aHua QI CYIIPYAECKIX I1ap: YK-6 (YK-6.1)

* DecIUIO/ e HeACHOH 3THOIOTHIL,

* PEIIPOXYKTHBHEIE ITOTEPH, BIIP IImoma IiH MepTBOPOXKAeHH I HEBEIACHE HHOM
STHOIOT HIH,

* HaTHuHe y pedeHKa/TU101a XPOMOCOMHON aHOMATHI HIH HEOOBIUHOTO
XPOMOCOMHOI'O BapHAHTA,

* HATHYHEe XPOMOCOMHOI aHOMAIHH B CEMBE;

* YO y poICTBEHHHKA, ITPH HEBO3MOKHOCTH 00cIeI0BaHNA OOIBHOIO;

* XPOMOCOMHBIE€ AHOMAINH, BEIABIEHHEIE ITPH HCCIIeJOBAaHHH OHOMAaTepHaIa
CITOHTAHHBIX BRIKHABOIIEH, TKAHEH MEePTBOPOKJEHHOIO HIIH TIJIOA C IIOPOKAMH
Pa3BHTHA HEH3BECTHOM 3THOIOTHH, a Takke OHOMATepHaia, IIOTYUeHHOTO B
pe3yIlbTaTe IMpepelBaHia OepeMeHHOCTH B CBA3H ¢ HammuneM BIIP y mmmoa mwin
MaTepHaia IIPH Hepa3BHBArOLIelica Oepe MEHHOCTH.

Tt oGpasia - mepudeprue ckasd KpoBb, GHOPOOIACTEI.

IIpoBepsaeMEIe

Ne KB KOHTpOJBHEIH BONPOC
KOMIIeTeHIIHH

KapuorunupoBaHue: onpejejeHne, OCHOBHbIE 3TalbI.

OTalOH OTBETA:

KapHOTHIIMPOBAHHE - OIPeeTIeHIe UHCIIA H aHAH3 CTPYKTYPbl MHTOTHYE CKIHX
XPOMOCOM C HCITONIB30BaHHEM [ epe HIHATBHOI OKPACKH, II03BOJIAROIIE T
HIIeHTH(HIHPOBATh BCe XPOMOCOMEI Ha0opa. DTallbl IIHTOTeH eTHYECKOI ITK-6 (IIK-6.3)
IHATHOCTHEKH (KAPHOTHITHPOBAHU A): OIIK-1 (OIIK-1.1,
1. ITomyueHI e MaTe pHAIa HCCIIETOBAHH A 1.2)

2. IIpHroToRIeHHE IIperapaToB MeTada3sHbIX XPOMOCOM H HHTeP(a3HEIX A1Iep YK-6 (YK-6.1)
3. IuddepeHninanbsHoe OKpaIBaHHe H aHAIIH?3 IIOTYUEHHBIX ITPEIaparos -
KapHOTHIIMPOBaHHe (B cIy4yae He 0O0XOHMOCTH YTOUHAROINAA THAT HOCTHKA)
4. 3ammuch pe3yIbTaToB KAPHOTHIIMPOBAHHA (OTBET)

5. XpaHeHHe IIPelnapaToB, ITOTyUeHHBIX CHHMKOB MeTadas, CYCIIEH3HI.

20
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Ne KB

KOHTpOJIBHEIH BONPOC

IIpoBepsaeMEIe
KOMIIeTCHIIHH
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H[]EIEI-‘I.]IH NOJIYIMCHHA MaTepHaJia /I KapDHOTHITHPOB AHHA.

OTaloH OTBETA:

KpoBr Ha aHamH3 JAOM&HA OBITH B34TA B JIeHh IIOCTAHOBKH KYILTYPEL B BAKYTEHHED C
TeIapHHOM,

MaTtepHaa XOpHOHA 0K eH OBITh JOCTABIEH B TA00PATOPHEIO B (PH3HOIOTHUECKOM
PAcTBOPE B TEUEHHH HECKOIBKHX YaCOB IIOCTIE ITOTYUEHH T,

HeoOxomMa TOUHAA MAapKHPOBKA KaxI0ro o0pasIla;

BeeHie KypHala ydyeTa IMocTyImHBInero Matepuaia (PHO, gara, maHHEIE O
MaTepHaie, 1ad. HHIEKC H TX),

XpaHeHHe ITOCTYIHBIIET O MaTepHANIa H €r0 YIIIH3AIHA B COOTBETCTBHH C
YCTAHOBIIEHHBIMH ITPAaBHIaMH PabOoTEI ¢ OHOIOT HYeC KHM MaTepPHAaIOM.

[1IK-6 (IIK-6.3)
OIIK-1 (OIIK-1.1,
1.2)

VK-6 (YK-6.1)

Ne KB

KOHTpOJBHBIH BOMPOC

IIpoBepsaeMEIe
KOMIIeTeHIIHH
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MeToabl IIPHTOTOBJICHHA IIPEIIapaToB METﬂ(pﬂEHI:II XPOMOCOM YC/IOBEKA.

AJITOPHTM aHAIN3a IPH PYTHHHOM OKpalllHBAHHH NpenapaToB MeTa(a3HbIX
XpPOMOCOM YeJI0OBeKa

OTalOH OTBETA:

[TpsAMEIe I HeIIpAMbIe MeTO/IbI IIPHT OTORIIEHH A ITperapaToR MeTa()a3HbIX XPOMOCOM:
* B0o31eiicTBHE KOIXHIFTHOM

* | MITOTOHH A

* QHKcaIHI KJIETOUHOH CYCIIEH3HH

* [IpHrOTORIEHHE IIPEIapaToB MeTada3HEIX XPOMOCOM (HaHeceHHe MaTepHala Ha
CTEeKIIO)

* Bce KYIBTYPHL JOTEKHEI CTABHTCA B ITAPaJIETH.

AJTOPHTM aHAIH3a IIPH PYTHHHOM OKPAaIIlHBaHHH:

* IOCUHTATh OOIIEe YICIO XPOMOCOM,

* IPOAHATH3HPOBATh MOP(OIOTHE) XPOMOCOM,;

* YEeTKO OIPEJIETTIOTCI XPOMOCOMEI IpyInmel A, B, 9, 16, Y, nHOorga 17 1 18,

* IOTHMOP(QHEIE BAPHAHTEL,

* ACCOIHAI[HA P-IUI€Y AKPOLEHTPHUECKIX XPOMOCOM

[IK-6 (TIK-6.3)
OIIK-1 (OIIK-1.1,
1.2)

VK-6 (VK-6.1)

Ne KB

KOHTpOJBHEIH BONPOC

IIpoBepsaeMbIe
KOMIEeTeHIIHH
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MeToab! Ju(depeHIIHAIBLHOT0 OKPAlll HBAHUSA NpenapaToB MeTada3HbIX
XpPOMOCOM 4YesioBeKa. IIpuHIHIIbI 0003HAUYeHHA MeTOAUK AH((epeHIHATIbHOT O
H H30HpaTeJIbHOIr0 OKpallHBaHHA MeTaga3HbIX XPOMOCOM.

OTalIOH OTBeTA:

JnddepeHInaasHEle METOABI OKpallMBaHHA: Q- okpacka (Quinacrine), G — okpacka
(Gimsa), R-oxpacka (Reverse). J{i1 o603HaUeHH I METOA0B OKPACKH IIPHMeHAe TCA
TpexXOVKBEeHHAA CHCTeMa: 1) OCHOBHOI MeTO[I, O3HIHHTA 2) BapHAHT

IIpe ABAPHTEIIBFHON 00paboTKH IIperapaTa XpOoMOCOM HIH BH3YaIH3aLHH 3 ) Ha3BaHHe
KpacHTeI .

C- O3HmHHT - T depeHIMATEHENT H30HPaTe b HbIil O5H/IIHT | OKPaIlIBAeTC I
IEHTPOMEPHEII TeTePOXPOMATHH, TeTe POXPOMATHH BTOPHYHBIX TIe PETAAKEK
(KOHCTHTYTHBHBII) Ha XpoMocoMax 1, 9, 16 m B Yqh; B cmydae mmommmophHBIX
BAPHAHTOB (YBEIIHUYEHHEIX OJIOKOB IIPHI[e HTPOME PHOIO IeTEPOXPOMATHHA) - HA
XpoMocoMax 3, 4 u 19.

Cd (centromeric dots)-O3HIHHT: BEIIBIAET ABE HeOOIBIIIE CTPYKTYPEL B
IEHTPOMEPHEBIX paifoHax xpoMocoM, Cd G3H/IBI pa3HEIX MeTa(a3HbIX XPOMOCOM
OJTHHAKOBEHI II0 Pa3MepaM,; ITPeIION0KHTEIFHO 3TO KHHEeTOXOPHL, Cd O3H/IHHT
OKpallMBAaeT TOIBKO PailOHbI AKTHBHEIX IIEHTPOMEDP.

[IK-6 (IIK-6.3)
OIIK-1 (OTIK-1.1,
1.2)

VK-6 (VK-6.1)




Ag-NOR oxpairmeanie (XpoMocOMEI TpyIar D H G): ITO3BOIAET HAEHTH(HIIPOBATE
AOP. IIpu Ag-okpacke KpacAIiMca CyOCTpaToM SBIAFOTC A KHCIIbIE OelKH,
BXOJIAINHE B CTPYKTYPY AAPHIIKA H cB3aHHEIE ¢ pPHK.

(G-11 okpacka: reTepoxXpoMariH Ha 9qh okpalmBaeTca B I'YCTOI PO30BO-IIVPITYPHBIIA
I[BET. J{eTeKI[HA HHBe PCHIT 3TOT0 paiioHa (IIpH OTCYTCTBHH MeToma FISH).

Ne KB

KOHTpOJBHBIH BOMPOC

IIpoBepsaeMEIe
KOMIIeTeHIIHH
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OCHOBHbIe TPeDOBAHHA K OTOOpPY MeTa(a3HbIX IJIACTHHOK IS AHAIH3A.
TpeOoBaHHs K ONHCAHHIO pe3yJibTaTa XPOMOCOMHOT 0 HCC/IeTOBAHHA MeTOJ0M
KApHOTHIIHPOBAHMS.

OTalOH OTBETA:

OCHOBHBIE TPeOOBAHHU:

* [[eIIbHOCTh MeTad)a3HOI TIIacTHHKH

* OTCYTCTBHE HIH HeOOIbINOe YHCIO B3aHMHEBIX HATOKEHHIT XPOMOCOM,

* CpeqHAA CTEeIIEHh KOHAEHCAI[HH XPOMOCOM,

* 000CcOo0IeHHOCTE MeTad)a3HEIX ITTACTHHOK IPYT OT IPYra.

3aKIFOYeHHE - HCUEPITBIBAIOIIEE OITHCAHHE Pe3yIbTaTa XPOMOCOMHOIO HCCIIEIOBAHH A
H OOHApYKEHHBIX AHOMAIIHIT, IIOHATHOE He CIIEI[HAHCTY, JOIKHO COJIePKATh

HH() OPMAIIHIO:

* HopMaThHEIH HITH aHOMAITBHEN KapHOTHII

* ICHOE YKa3aHIHe, UTO BHIABIIEHA XPOMOCOMHASA aHOMAIHNA C 3aKIFOUEHHEM O
cOaTaHCHPOBAHHOCTH IIH HecOATaHCHPOBAHHOCTH KapHOTHIIA,

« HazpaHne cHHpomMa, Gone3HH (eCIH eCTh), CBA3aHHOI0 ¢ 00HapyKeHH Ol
MyTaI[HeH

* PexOMeHTAIHH 14 00CIe0BaHHA BO3MOKHBIX HOCHTEIEH aHOMAIIH, HAUHHAA C
OnHAAMIIMX POJICTBEHHHKOR, H HEOOXOHMOCTH MeIHKO-TE HETHUECKOI'O

KOHCYIIb THPOBAHIA

[IK-6 (TIK-6.3)
OIIK-1 (OIIK-1.1,
1.2)

VK-6 (YK-6.1)

Ne KB

KOHTpOJBHEIH BONPOC

IIpoBepsaeMEIe
KOMIIeTeHIIHH
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OCHOBHBIE MeTO/bI MDﬂEE}'ﬂHpHDﬁ NMHTOI€HETHRH.

OTalOH OTBETA:

1) Ba30BEIM MeTOI0M MOTEKYIAPHOI IIUTOT eHe THKH ABIAeTCA (PIIFoOpeceHTHAT 111
situ ruOprmi3ad (FISH) - MeToI, ¢ IIOMOIIBEH KOTOPOT 0 MOKHO BHIABIIATH
HYKIIEOTHIHVEIO ITOCIIeJOBATeIbHOCTE Ha XPOMOCOMHEIX IIpelraparax.

2) CpapHHuTeIbHAA reHoMHAA THOpHaH3anid (CGH) ¢ BRICOKIM pa3pellleHHeM
MOJK€eT BBEIABILATh MIKPOXPOMOCOMHEIE H3MEHEHIL.

3) Unmorsle TeXHOIOTHH, HMEFOIIHE BEICOKYIO Pa3pellarollyi0 CIIOCOOHOCTE,
II03BOJLAFOT BEIABIIATE CKPHITHIIT XPOMOCOMHBIN ucOananc (1MDb).

4) KoHKypeHTHAd THOPH Ir3aIfid 1n situ 1pyX reHoMHBIX JITHK-O0HOIHOTEK
(aHaIM3HPYeMOIi H pede peHCHOIT ), B3ATHIX B SKBHMOILAPHBIX KOIHUECTBAX H
MEUEHHEBIX Pa3HbIMH (PIIyOpOXpoMaMH, Ha HOPMAIBHEIX MeTada3HbIX IUTaCTHHKAX
3nopororo mHaHBHAA (CGH) mwnn Ha JTHK -mukpounnax (a-CGH).

5) MonekyIAapHOe KapHOTHIIHPOBAaHHEe OYeHb BEICOKOI'O pa3pelleHHI ¢ TIOMOIIBIO
e IHHITUHEIX IToIrMopd3MoB (SNP) (1K0) mo3BoideT onpeaeniars KOIDUHOCTE
VYACTKOB T€HOMA H aJlIelhHbIOT ITPOQIULE.

[IK-6 (TIK-6.3)
OIIK-1 (OTIK-1.1,
1.2)

VK-6 (YK-6.1)

Ne KB

KOHTpOJILHBII BOIIPOC

IIpoBepsaemMsie
KOMIETeHITHH
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IloHaTHE XpoOMaTHHA. Buasl XpoMaTHHA.

2TAJIOH OTBEeTA;

XPpOMATHH — 3TO BeIleCTBO XPOMOCOM, IIpeACTaBIsgroIee coOoiil Kommekc JHK,
OenxoB H PHK.

[IK-6 (TIK-6.3)
OINK-1 (OIIK-1.1, 1.2)
VK-6 (VK-6.1)

40




OYXPOMATHH - YUACTKH XpOMAaTHHA, I KOTOPEIX XapaKTepPeH I[HKII KOH e HCAI[I -
pexoHaeHcanuH B K1, XapaxkTepH3yeTcI BEIC OKOH TUIOTHOCTHIO TE€HOB,
TPAHCKPHITIHOHHOI aKTHBHOCTEIO.

I'eTepoxXpoMAaTHH - YUACTKH XPOMATHHA, HAXOJIIINECI B KOHIEHCHPOBAHHOM
(KOMITAKTHOM) COCTOSHHH Ha ITpoTssKeHHH Bcero KI1[. FrIBaeT: KOHCTHTYTHBHEII
(MCTHHHBII, ITIOCTOAHHEIIN )- ITIOBTOPSFOINHE CA ITocleorarensHOCTH JITHK (HIkas
TPAHCKPHIIIHOHHAA aKTHBHOCTH, PEIUTHKAI[HA B ITO3MHeH S (haze) H

(haK yIIb TATHBHEII TeTEPOXPOMATHH — 3TO BPEMEHHO MOIJaIini "X, KOTOPBII
CII0cO0eH aKTHBHPOBATEC A B OIIpe e IEHHEIE IIEPHOBI KH3HH KIeTKH HIH Ha
OITpeIeTIEHHEIX 3TallaxX OHTOTeHe3a.

Ne KB

KOHTpOJILHBII BOIIPOC

IIpoBepsaemMsie
KOMIETeHITHH
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MexxnyHapoJHasg HOMEHKJIATYpa B IHTOreHeTnueck oii JuarHoctuke (ISCN).
P opmy.ia kapuoruna. lcxoas u3 GopmMy.Jibl KAPHOTHIIA, HANHIINTE, KAKasd
XpoMoOcoMa ABJIAETCA XPOMOCOMOI-TOHOPOM, a KaKafg XpPOoMOCOMOI -
pennnuednToM: 46,X,ins(5;X)(pl4;q22q27)

DTaJIOH OTBETA:

[SCN - International System for Human Cytogenetic Nomenclature - ripaBmina
CTAaHAAPTH3HPOBAHHOTO OITHCAHIA XPOMOCOMHBIX aHOMATHIL. YHH(HIHPOBAHHAA
Me:K TyHAPOIHAA CHCTEMA PErHCTPaIHH XPOMOCOMHEBIX abeppalpii. iMmeeTcA
HyMepalua HIeHTH (PHKAI[HOHHEIX ITOJIOC HA KaXI0H XPOMOCOME, YTO II03BONIAET C
BBLICOKOM TOUHOCTRIO JTATH OITHMCAaHHe HAHAeHHOH XPOMOCOMHOH ITEPeC TPOIKH.
dopMmyia KapHOTHIIA BKIHOUAET B ce04 CIeayrollee:

a) 3aIliCh OOILETO YICIa XPOMOCOM,

0) 3aIlHCh COYETAHHA ITOIOBEIX XPOMOCOM (HOPMAIIBHEIX 110 CTPOEHHEO ),

B) CBeJIeHHA 00 aHOMAIIH U ClIa HIH CTPYKTYPhI XPOMOCOM

46,XX KapHOTHIT HOPMATBHEBII KEeHCKHI

46,XY KapHOTHII HOPMATBHEIH MYKCKOH.

46,X.1ms(5:X)(pl4.q22q27) - xpomocoMa-goHOP X, XPOMOCOMA-PEI[HIHEHT 5.

[1K-6 (IIK-6.3)
OIIK-1 (OIIK-1.1, 1.2)
VK-6 (YK-6.1)

Ne KB

KOHTPOJBHBIH BOIIPOC

IIpoBepsemMbie
KOMIIEeTeHIIHH
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dayopecuenTHad in siturndopugmzanua(FISH). IIpuHnun MeToaa 1 ero
NpHMeHeHHe.

OTaJIOH OTBETA:

Knaccrueckint meton FISH -aHann3a ocHOBaH Ha THOPH I 3aIIH H3BECTHOI 110
HYKIeOTHIHOMY cocTary JJHK-1ipoOkI ¢ yUacTKOM TeCTHPYeMOIH XPOMOCOMEI H C
ITOCIIE IYEOII[HM BEIARIIEHHEM Pe3yibTara THOPH/II3AI[IH 110 MeTKe -
(pIIyOpecIieHTHOMY CHTHATY B OKHIaeMoM MecTe. O0macTi mpuMeHeHH I FISH: 1)
ITpeNMIUIAaHTAIlHOHHAS] JIAarHOCTHKA Ha OimacToMepax; 2) BELABIEHHE TPAH CIIOKALIIT
ITPH OHKOT€éMAaTOJIOTrHYeCKIX 3a001eBaHIIX; 3) HeTEKIH I MHKPOIeIe IIOHHBIX
CHHIPOMOB

[1K-6 (IIK-6.3)
OINIK-1 (OIIK-1.1, 1.2)
VK-6 (YK-6.1)

Ne KB

KOHTPOJILHBIH BOIIPOC

IIpoBepsemMbie
KOMIEeTeHIIHH
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CpaBHHTe/lbHAsA reHoMHasA ruopuauszanusa- CGH. IIpyHuun Mmeroja u ero
npuMeHeHne. IIpeumymecrea u orpannuenusa Meroga CGH.

OTalIOH OTBeTA:

S eKTHRHEIM MeTOOM BEIABIIEHIA HAPYILeHHI OalaHca XPOMOCOMHBIX PailOHOB
ABNAETCA CPABHHUTEIbHAA reHoMHad THOpHmamd. Omay JIHK-mpody momxydaro T
H3 aHATH3HPYEMBIX TKAaHEH ImalfHeHTa, JPYI'VI0- H3 TKAHH 3J0POBOT0 AoHOpa. HX
CpaBHEHHE IIPOBOJIITCA OTHOBPEeMEHHOI IHOPH M 3AIHEH CO CTaH AP THBIMIT
XPOMOCOMAMH 4YelloBeKa. Pa3/oiumid B pe3yibTarax THOPHIH3AIMI 110
HHTEHCHBHOCTH (DITYOPECIEHIMHH II03BOISIOT BEIIBHTE YBEIHUEHHE HITH

ITIK-6 (TIK-6.3)
OIIK-1 (OIK-1.1, 1.2)
VK-6 (YK-6.1)
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YMEHBIIIEHHE UHCIIA KOIHIT XPOMOCOMHEIX PaiOHOB B HCCIIEYEMOM OOpa3Ile.
[Ipenmytectea CGH:

- bricTpora

- Pa3zpernieHrie MeToMa BROIE, UeM CTAHJAPTHOE KAPHOTHIHPOBAHIIE

- H,[[EHTII(I]III{HIH[H }BEMIHEHIW}MEI—[BIHEHIIE Y CIIA KOTIHI PA3IHYHBIX CETMEHTOE B

reHOMe
- BaXHEIH MeTOO B JHATHOCTHKE HEeOIUIA3HIL.

Orpamrruerng CGH:

- He BELIRIAe T cOATaHCHPOBAHHEIE XPOMOCOMHEIE II€PeC TPOITKI
- He BRIABIAE T HH3KHI YPOBEHL MO3aHIH3MA.

Ne KB

KOoHTpOJIBHEII BOIPOC

IIpoBepsaeMEIe
KOMIIETeH ITHH
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Kimaccuuranmusa XpoMocoM. X apaKTepPHCTHKA BCeX XPOMOCOM YeJIOBEeKA.

DTaloH OTBETA:

B OCHOBY KIaCCH(PHKAIIHH ITOTOAKEHB PA3IUNA B [JIHHE XPOMOCOM H
PACIIOIOXKEHHH IIEHTPOMEPEL.

* | pymora A BKIIOUAET XPOMOCOMEI 1, 2, 3, XpOoMOCOMEI 1 M 3 - MeTalleHTPHKH,
XpoMocoma 2 - cyOMe TalleHTPHK .

* I'pymmia B coCTOHT H3 ABYX XpOMOCOM - 4 I 5. 5T0 GOIbIIme
CyOMeTareHTPHYECKHE XPOMOCOMEI.

* 'pyrora C BKIIFOYAET CEMB ayTOCOM (€ 6 1T0 12) H IToIoBYI0 X-XpOoMOCOMY. 3TO
MeTalleHTPHUeCcKHe H cyOMeTalleHTPHYe CKHe XPOMOCOMEBI CPeTHETO pa3Mepa

* [ 'pymmia D BKIrOUAET TPH aKPOIEeHTPHUYECKHE XPOMOCOMEI CpeTHET O pazMepa: 13,
14 1 15. ] XpoMOCOM 3TOH I'PYIOIEI XapaKTepHa 3HAUHTEIFH AL

MEAHHIHBHIYAIBHAA BﬂpIIﬂﬁEJ]I:HDCTI: H HATHYHE CITYTHHEOE HAa KOPOTEHX ILIICHAX.

* ' pymmra E Takke BKIIFOUYaeT TPH XPOMOCOMEL — C 16 1Mo 18. 3TO OTHOCHTEILHO
KOPOTKHE MeTALEHTPHKH H CyOMeTalleHTPHKH.

* 'pymma F cocTOHT H3 ABYX HeOOMIBIMX MeTal[eHTPHYeCKHX XpoMocoM (19 u 20)
* 'pymmra C cocTOHT H3 IBYX ayTocoM (21 1 22) H Y -XpOMOCOMEI. OTH XPOMOC OMEI
HMERT HeGOIBIIO pasMep H OTHOCATCA K aKPOIeHTPHYECKHM. {711 ayTOCOM 3TOI
TPYIOIEI XapaKTePHO HATHUHe CIIYTHHKOR HAa KOPOTKHX IUIEUAX.

[IK-6 (IIK-6.3)
OIIK-1 (OIIK-1.1, 1.2)
VK-6 (YK-6.1)

AJIrTopHTMBI YMEHH I

1. Hcxomsus QJGPI\I}’TILI KapPHOTHIIA, HAIIHIIIHTE, KdKdAd XPOMOCOMA ABJIACTCA XPGMDGGMDI?'I-,I[DHGPGM:

a Kakasl XxpomocoMoi-peigmineHToM: 46,X,ins(5;X)(p14:;q22q27)

2 . Mcxoms us d)GpI\IYJIBI KapHOTHIIA, HAITHITITE, KdaKdsd XPOMOCOMaA ABJISICTCA XpﬂMGCGMGﬁ-,I[GHGpGM:

a Kakasl XpoMocoMoi-permueHToM: 46,X,ins(X:;5)(q22;p12p14)

3. HpGGMﬂTpHTE: BHHMATCIIBHO (prI\fI}fJIBI KapHOTHIIOB H OITHCAHHA K HHM, €CJIH BBl 3dMCTHTC

GH.[H@I{}": HCIIPABBTE €€ B COOTBETCTBYIOIIICM cTonOI1le TaOIHIIBL.

PopMyJIa KAp HOTHIA Onuncanne opmMy.JIbI CToJ101bI 1)1 BHeCeHHS NP aBOK (B cJIy4yae
He 00X 0OIHMOCT H)

DopMYyJIa KAP HOTHIA

Onuncanune popMy.Jibl

46,XX KapHoTHIT HOpMaJIbHBIH MY CKOH
KapuoTHI cdanaHcHpoBaHHBIH
46, XX, 1(5:12)(pl4:q22 K EHCKHH, pELHITPOKHasA

TP aHCJIOKALIHA XpoMocoM S H 12.
Touxa paspbiBa HaxogAaTca B Spl4
H12qg22

45, XX, der(13:21)(q10:q10),+21 | TpHCOMHA XpoMOCOMBI 21

KapHoTHIT aHOMaNbHBIH, KEHCKHH,

[ . 3aIlOJIHUTE ITYCThIe CTPOKH TaOIIHIIHI.




$PopMyJIa KAPHOTHIA

Onucanue (popMyJIbI KAPHOTHIA

48, XXX, +13

KapuoTHI1 c0anaHcHpoBaHHBIHA K EHCKHI, peIHITPOKHAasA TP aHCJIoKal[HA XpomMocoMm 2 H 21.
'TouKH pa3pbiBa Ha xpomMocoMe 2 B 2p13, Ha xpomocome 21- 21q22

KapHoTHIT eHcKHI Hec 0amaHCHp 0BaHHBIH, KoJbLIEBasA XpoMocoma 13

KapHoTHIT JkeHcKHI Hec 0a1aH CHp 0 BaHHbIH, HHBEPTHP OBaHHasA JyTUHKALIA cerMeHTa X -
XpPOMOCOMBI ¢ TOUKaMH paspbiBa Xql3 1 Xq22

KapHoTHIT My KCKOFH, YMEHBII €HHbIH r'eTep 0Xp OMaTHHOBBIH OJIOK Ha JJIHHHOM IUIeYe
Xp OMOCOMBI 9, YBeJIHUEeHHbIH (MPH)LIEHTP OMEPHLIH reTep oXpoMaTHH Ha XpoMocoMe 15 H
IBOHHBIE CITy THHKH Ha KOpP O0TKOM ITUI€4Y€ XPOMOCOMEI 21

KapHOTHIT aHOMAalIbHBIH, TETPAIUIOHIHbIH, YETLIP € X -XpP OMOCOMBI

ITAJIOHbI NMMPaAaBHRJIbHDbIX OTBETOB IIPH ACMOHCTPAIOHH IIPAKTHYMCCKHX HABbBIKO0B.

1 . Mcxoms u3 ¢ opMyIIbl KapHOTHITA, HAITHIIHTE , KaKas XpOMOCOMa SBIIIETCS XPOMOCOMOH-
JJOHOPOM, a KakKasl XpoMocoMoM-penmtneHToM: 46, X,ins(5.X)(p14:q922q27)
OTBET: XpOMOCOMA-IOHOP: X
XPOMOCOMAa-PEIHITHEHT:

[~

. Ucxomsa u3 (f[JGpI\I}"]]I:I KAPpHOTHIIA, HAITHIOIHTE, KdKdd XPOMOCOMA ABIACTCA KPOMDGDMGﬁ-

JJOHOPOM, a KakKasl XpoMocoMoM-penmneHToM: 46,X,ins(X;5)(q22;pl12pl4)
OTBET: XpOMOCOMA-IOHOP: 3
XPOMOCOMA-PEL[UITHEHT: X

3. HPGGMDTPHTE BHHMATCIIBHO (bOpI\I}"HBI KAaPHOTHIIOB H OIITHCAHIA K HHM, CCIIH BBl 3dMCTHTC
GH.III@I{}’; HCIIPABLTC €€ B COOTECTCTBVYIOILIIEM cTOonO1e TaOIHIBI.

PDopMy.JIa KAPHOTHIIA Onucanue popMyJibI CToJI0I[bI 4711 BHE CEHHSA NMPABOK (B cJIyuae
He 00X0JHMOCTH)
PDopMyJIa Kap HOTHIA Onucanue (popMy.JibI
46, XX KapHOTHIT HOp MaJIbHBIH MYACKOH 46, XY Kapuor Hn HopMAJILHBLIH
MY3KCKOH
KapuoTHr1 ¢ 0anaHcHp 0BaHHBIH Bce BepHO Bce BepHO
46, XX, 1(5:12)(pl4:q22 JKEHCKHI, pELHITPOKHAasA
TP aHCJIOKALIHA XpoMocoM 5 H 12,
‘Touka pa3pbiBa Haxo[ATcA B Spl4 H
12g22
KapHoTHIT aHOManbHbIH, KEHCKHH, 46, XX, der(13;21)(q10;q | KapHoTHI AHOMAJ/ILHBIN,
45, XX, der(13:21)(q10:q10),+21 | TpHcoMHA Xpomoc oMbl 21 10),+21 JKeHCKHH, TP HCOMHES
Xp oMOoCOMBI 21

[ . 3aItoJHHTE ITYCThIe CTPOKH TaOIIHIIEI.

PopMyJIa KAPHOT HIIA

OnHcanHe GopMyJIbl KAP HOTHIA

48, XXX, +13

KapHoTHNI KeHCKHH AHOMAJILHBLIA, TPHCOMHES XpoMocoM 13 u X

46,XX,t(2;21)(p13; q22)

KapuoTHII ¢ 0anaHcHpoBaHHBIHA K eHCKHE, pel[HITpOoKHas TP aHCIOKaL[HA XpoMocoM 2 H 21.
'TourH pa3pbiBa Ha xpomMocoMe 2 B 2pl3, Ha xpomocome 21- 21q22

46,XX,r (13)

KapHoTHIT eHcKHI Hec 0aslaH cHp 0 BaHHbIH, KoJibLIeBasd XpoMocoMma 13

46, X, dup(X)(q22q13)

KapHoTHI kKeHcKHIH Hec 0aJlaH CHP 0 BaHHbIH, HHBEPTHP OBaHHAA JyTUHKAL[HA CErMeHTa X -
XpPOMOCOMBI ¢ TOUKaMH paspbiBa Xql3 1 Xqg22

46, XY 9qh-,15cenh+,21pss

KapHOTHIT My KCKOIH, YMEHBII €HHbIH reTep 0Xp OMAaTHHORBbIH 010K Ha JJIHHHOM ILUIEYE
Xp OMOCOMBI 9, YBeTHYeHHbIH (TIpH)LIEHTPOMEpPHBIH reTep 0XpoMaTHH Ha XpomMocome 15 H
IBOHHBIE CITy THHKH Ha KOpP O0TKOM ITUI€4Y€ XPOMOCOMEI 21

92, XXXX

KapHoTHIT aHOMaIbHbIH

PIbY «HMHH nm. B. A, Aamazosa» Muniapasa Pocenn
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