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BBEJIEHUE

XpomMocoMHBI€ 00JI€3HU, CBSI3aHHBIE C TEHOMHBIMU M XPOMOCOMHBIMHU MYyTallH-
SIMH, COCTABJISIIOT 3HAUUTEIBHYIO JIOJIIO B CTPYKTYpPE BPOXKICHHON Y HACJIEICTBEHHOM
NaTOJIOTUU YeloBeKa. [Jumozenemura yenosexa — 3TO pas3ziel T€HETUKH, 3aHUMAl0-
HIWIACS U3YYCHUEM CTPYKTYPbI U (DYHKITUI XpOMOCOM 4YeJIOBEKa, a TAK)KE aHOMAaJIHSI-
MU UX YHCJIA U CTPYKTYpbl. BypHOE pa3BUTHE LIMTON€HETHKA YEJIOBEKA MOIy4yuIia
B cepeaune 50-x rT. XX B. nocne myomukammu Joe-Hin Tjio u Albert Levan B sxypHaie
“Hereditas” [21], B KOTOpO¥ aBTOPHI OMPEACININ O0IIEe YUCIO XPOMOCOM B COMaTH-
YyecKuX KieTkax yenoBeka. B atom xe rogy Charles Ford u John Hamerton [14] moa-
TBEPAWIN 3TOT PE3ybTAT IIPU aHAIHU3E CIIEPMATOTOHUM U CLIEPMATOIUTOB.

CucreMaru3ali HaKaruIMBarOUIUXCsl CBEJICHUN O KapUOTUIIE YEJIOBEKAa B HOP-
M€ Y TPU MATOJIOTUHM OBLIM MOCBSIIEHBI HECKOJIBKO KOH(MEPEHIIMI U COBEIIaHMA, Ha
KOTOPBIX ObUTH C(POPMYITHPOBAHBI OCHOBHBIE TPUHITUIIBI OMTMCAHUS XPOMOCOM YeJl0-
Beka (ensep, 1960; Jlonnon, 1963; Yukaro, 1966; ITapux, 1971) u cozgan mocro-
SIHHO JICHCTBYIOIIMII KOMUTET O HOMEHKJIAType XpoMocoMm ueioBeka (Mexwuko,
1976). IlepBas oduimanbHas Bepcusi HoMmeHKkIatypsl (International System for Hu-
man Cytogenetic Nomenclature, uinu ISCN), B KOTOpol cUCTEMaTU3UPOBAHbI BCE
MOHATUS U TEPMUHBI, YHUPUIIMPOBAHBI 3aMKMCH PE3yJIbTATOB aHAIM3a KapUOTHIIA,
M3MEHEHUI YKciia U CTPYKTYphl XpoMmocoMm, Obuia mpunsaTa B 1978 r. Cnemyromiue
Bepcuu ISCN (1985, 1995, 2005, 2009, 2013) conepkainu IOMOJHEHUS U YTOYHE-
HUsl, 00YCIIOBJICHHbIE BHEJPEHUEM HOBBIX METOOB aHalin3a XxpoMmocoM. [locnenusis
Bepcust ISCN onyOnukoBana B 2016 r. YuuTbiBasi akTUBHOE HCIIOJIb30BAHUE MOJIE-
KYJISIPHBIX TE€XHUK B M3YYEHUM KapuOTHIA, B 4acTHOCTH, cekBeHupoBanusi IHK,
a Takxe TecHoe coTpyanuuectBo ¢ Human Genome Variation Society, kKoMUTeTOM
OBLJI0O PEKOMEH/IOBAaHO 3aMEHHTh B Ha3BaHMHM HOMEHKJIATYphl clioBo “Cytogenetic”
JUTS U3YYEeHUS aHOMaJINi xpomocoMm Ha “Cytogenomic”.

OnHako, HeCMOTpsi Ha OypHOE pa3BUTHE MOJIEKYJISIPHO-TE€HETUUYECKUX
U MOJICKYJISIPHO-IIUTOTEHETUYECKUX TOAXOJ0B B aHAIW3€ KapUOTHUIA YEJIOBEKa,
HCCJIEIOBAHME XPOMOCOMHOT0 Habopa KJIETKHU € MOMOIbI0 AuddepeHInaIbHbIX
METOJIOB OKpAIlIMBaHUSI TO-MPEKHEMY SIBISIETCSL «30JI0THIM CTAaHAAPTOM» B JIMArHO-
CTHKE XpPOMOCOMHOW marojorur. CoBpeMeHHOE 00O0pyJOBaHUE U MPOrpaMMHOE
oOecrieyeHue MO3BOJISIOT MPOBOJAUTH AaBTOMAaTHYECKOE CKAaHUPOBAHUE U KapHUOTH-
nupoBaHue MeTadasHbIX IIIACTUHOK, YTO CYIIECTBEHHO oOsieryaeT paboTy IUTO-

I'CHCTHKA. O,Z[HaKO CJIICAYCT IIOMHHUTBb, YTO MAIIWMHHBIC MCXAHWU3MblI HC MOTYT
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MOJTHOCTBIO 3aMEHUTH OMBITHOTO ITUTOTCHETHKA M HEU30€KHO OyIyT OIMUOaTHCA.
[TosTOMy nake mpu UX HAIMYKUU B Ja0OpaToOpu HEOOXOAUM TIIATENBHBIN KOHTPOJIb
CO CTOPOHBI KBaJTM(UIIUPOBAHHOTO CIIELIUATIHUCTA.

B nanHOM y4eOHO-METOAMYECKOM MOCOOMH KPAaTKO MPUBEIECHBI OCHOBHBIE
CBEJICHUSA O HOPMAJIbHOM KapUOTHUIIE YEIOBEKa, OXapaKTEPHU30BaHbI MapKEpPHBIC
O3HIbI Ha MeTadasHbIX XpPOMOCOMax YEJOBEKa, OCHOBHbIE IIpaBUJIa 3alHCH
dbopMyJ1 KapuOTHUIIA U 3aKJIOYeHUN 110 HUM. OmnucaHa opraHu3anus NoOMeIeHun
B IUTOT€HETUYECKON J1a0OpaTOpUM U NPUBEAECHBI IPOTOKOJIBI IPUTOTOBIEHUS
U nuddepeHuanbHOro OKpalIuBaHus MpenaparoB MeTadazHbIX XPOMOCOM YEJ0-
Beka. B nmpuiioxkeHuu npeacTaBiaeHbl IpUMeEpPbl (pOopMyIT KapUOTHUIIOB U 3aKJIIOUe-
HUH, MukpodoTtorpadus metada3HON MIACTUHKH U €€ Kapruorpamma.



1. TEOPETUYECKHUE OCHOBBI KAPUOTHUIIA YEJIOBEKA

1.1. MopdoJiorust u pa3mepbl MeTa(asHbBIX XPOMOCOM 4YeJI0BEKA

Xpomocomsr tipeacTaBisitoTr cobort komiuieke JIHK u GenkoB (TMCTOHOBBIX
¥ HETUCTOHOBBIX). DYHKIMSIMU XPOMOCOM SIBJISIFOTCSI XpaHEHUE, BOCIIPOU3BEICHHE
U 1epejiauya TeHeTHYecKor nH(OopMaIK MPU Pa3MHOKEHUH KJIETOK M OPTaHU3MOB.

[Ipn KIacCHYECKOM ITUTOTCHETUYECKOM HWCCIEAOBAaHUN aHAIW3 4YHCIIa WU
CTPYKTYpPbl XpOMOCOM 4eJIOBEKa MPOBOJAT Ha ctaguu MeTtadassl muTo3a. Ha nan-
HOM dTale KJIETOYHOTO IMKJIa Kaxaas meradasHas XpoMocoMa COCTOUT M3 JABYX
CECTPUHCKUX xpomamuo (pe3ynbTar perukanuu Mojekyiasl JIHK B S ¢ase), co-
CAMHEHHBIX JPYT C APYTOM B pallOHE MEPBUYHON MEPETSIKKH — YeHmpomepbl.
[lenTpomepa pazzienser XpoMOCOMY Ha JiBa IJieYa: KOpomkKoe — P, U OJIUHHOEe — (
(puc. 1.1, a—6). OTHOLIEHUE NJMHBI KOPOTKOI'O IJIEYa K JJIMHE BCEH XPOMOCOMBI,
BBIPDAXKEHHOE B TPOIEHTAX, HA3BIBACTCS yYeHmpomepHuiM uHoekcom. KoHiieBbie
YYAaCTKH XPOMOCOM Ha3bIBAKOTCS Mea10MePaAMU.

B 3aBHCHMOCTH OT pacroyioxKeHUsi EHTPOMEPHI Ha XPOMOCOME U BEJTUYHHBI
IIEHTPOMEPHOTO HWHCKCA BBIACISIOT TPU MOPQOJOTHUECKUX THUIA MeTada3zHbIX
xpomocoM yesoBeka (puc. 1.1, a—s).

1. MeTtanieHTpudyeckre XpoMoCcoMbl (p = q): JUIMHA KOPOTKOIO Ijieya paBHA
WIM TIPUMEPHO paBHA JUIMHE JUIMHHOIO IJIeYa, a EHTPOMEPHBINH MHJIEKC COCTaB-
nsiet oT 46 10 50 % (puc. 1.1, a).

2. CyOMeTalieHTpu4YecKue XpoMocombl (p < q): JUIMHA KOPOTKOIo Iuieda
MEHBIIE JJIMHBI JJIMHHOTO TIeYa, a IIEHTPOMEPHBIA MHJEKC COCTaBIseT OT 26 10
45 % (puc. 1.1, 6).

3. AKpOIIEHTPUYECKUE XPOMOCOMBI (p << (): IJTWHA KOPOTKOTO IUIeYa 3HAUM-
TEJIbHO MEHbBIIE AJIWHBI JJIMHHOTO IJIe4a, a LIEHTPOMEPHBIA HMHIEKC COCTaBISET
ot 15 no 30 %. Kpome TOro, y akpoleHTPUUECKUX XPOMOCOM, 332 UCKIIOUCHUEM
Y -XpOMOCOMBI, B KOPOTKOM ITJIeUe UMEIOTCSI CIIyTHUYHAsI HUTh (OT aHrd. “‘stalk”, stk)
u cryTHUK (oT aHri. “satellite”, s) (puc. 1.1, ), mpeacTaBaeHHBIE TOBTOPSIOIIN-
MHUCS TocieioBareabHocTsIMU MoJiekysbl JJHK.

Takxe XpoMOCOMBI pa3IUYAIOTCS MO pa3MepaM, KOTOPhIE MOKHO BBIPAa3UTh
a0COIOTHON (B MUKPOMETpAX) WJIM OTHOCUTEIBHOM (B MPOLIEHTAX) JIMHOW. J[7st
yn00cTBa 0003HAUYECHHS pa3MeEpa XPOMOCOM IIPHU MX OMUCAHWUU TOJIb3YIOTCS TaKH-
MU ONpEAeNeHUsIMH, Kak OONbIIHMe, CpeaHrue W Mayible. Tak, Hampumep, MOXKHO
BBIJICNIUTH OOJIBIINE U MAJIbIe METAIICHTPUUYECKHE XPOMOCOMBI; OOJIbIINE, CPETHUE

Hn MaJIbIC CY6MCTaH€HTpI/I‘IeCKI/IC XPOMOCOMBI U T. A.
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Puc. 1.1. Mopdonorus metada3HbIX XpOMOCOM YEJIOBEKA

Psan xpomocoM xapakTepu3yeTcsi HAJIMYMEM TAaK HA3bIBAEMbBIX GMOPUYHBIX
nepemsadcex. Tak, BTOPUYHBIE IIEPETSKKU MOXKHO PETYJSIPHO JECTEKTHUPOBATH
B MPULICHTPOMEPHBIX paliOHax UIMHHBIX Iuied xpomocoMm 1, 9, 16, a Takxke B nu-
CTaJIbHOM OTJEJI€ NJIMHHOTO Iyieda Y-xpoMocoMbl. OHU 00pa3yroTcs 3a cueT He-
nonHou koHjaeHcauuu [JHK xpoMmocom B 3tux paiioHax. CllyTHUYHBIE HUTH TaKXKe
OTHOCAT K BTOPUYHBIM NEPETIKKAM. BTOpHUYHBIE NEPETSIKKU MOT'YT CYIIECTBEHHO
WU3MEHSTh JUIMHY XPOMOCOM, a B psJie cliydaeB — ux Mopdosoruto (cm. paza. 1.4).

1.2. DyxpoMaTHHOBbIC H I€TEPOXPOMATHHOBbIE PAHOHBI XPOMOCOM

OpraHuzanysi XpoMOCOM B BHJE XpOMaTHHa HEOOXOAMMA JUIsl €ro YIaKOBKU
B s1ipe. BBIAENAIOT qBa TN XpOMATHHA: 9yXpomMamuH U cemepoxpomamun. 11o oTHO-
HICHUIO K MeTada3HbIM XpPOMOCOMaM 3THU TEPMHUHBI MCIOJb3YIOT, MOIpasyMeBasl pas-
JIMYHBIN CTPYKTYPHO-(DYHKIIMOHATIBHBIN CTaTyC T€X WM UHBIX PailOHOB XPOMOCOM.

Tak, syXpoMaTuHOBBIE PAaliOHBI XPOMOCOM IPEACTABIAOT cO00il 0bsacTw,
oOoralieHHble CTPYKTYpHbIMUA reHaMHu. OHU JAEKOHJIEHCUPOBAHbl OOJIBUIYIO YacTh
untepdaspl. [locnenoBarenpHoctu [JHK syxpomarnha, kak mpaBuiio, HAYMHAIOT
peIIMIUpPOBaThCA B paHHEN S ¢aze KIETOYHOrO LHUKJIA, C HUX MPOUCXOIUT TpaH-
CKpHUNIMS. DyXpOMaTHHOBbIE PAallOHbI XPOMOCOM XapaKTEpPU3YIOTCS crenuduye-
CKUMU SMUTCHETHYECKUMH MOJU(PUKALUIMU, TAKUMU KaK, HAPUMEP, TUTIOMETH-
muposaHHas JJHK, runepanernnupoBaHHble TUCTOHBI, BapuaHT ructona H3.3.

I'erepoxpoMaTiH B CBOIO OuYEpelb IOAPA3ACIACTCA HA KOHCMUMYMUGHbIU
(TIOCTOSIHHBIN, CTPYKTYPHBIN) U ¢haxyremamuseHblil (BpeMeHHbIM). KOHCTUTYTUBHBIN
reTepoxXpoMaTuH obpa3oBaH paznnuyHbiMu Kiaccamu [IHK moBTopoB, u oOpasyer no-
CTOSIHHBIE CTPYKTYPHBIE JJIEMEHTHI B TOMOJIOTUYHBIX XpoMocoMax. [IpenmyiecTBeHHO
KOHCTUTYTUBHBIN I€TEPOXPOMATHH JIOKAIN30BAH B IPULICHTPOMEPHBIX U TEJIIOMEPHBIX
paiioHax xpomocoMm. Hanbonee BapuabenbHble 10 pazmMepy OJIOKM KOHCTUTYTUBHOI'O
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reTepoXpoMaTuHa OOHApPYKUBAIOTCA B MPHUIIEHTPOMEPHBIX pailoHax XpomocoM 1, 9,
16, a Takke OUCTAIBHOM OTJENE JUIMHHOTO IUieda Y-XpOMOCOMBI. KOHCTUTYTHBHBIM
reTepoXpOMaTUH B OOJIBLIIIMHCTBE TUIIOB TKaHeW (HO HE BO Bcex!) OCTaeTCsl KOH/ICHCH-
POBaHHBIM IIPAKTUYECKN HA MPOTSHKEHUHM BCErO KIETOYHOIO LMKIIA, PEIUIMLUPYETCs
B IIO3JHEN S (pa3e U CUUTAETCS TPAHCKPUIILIMOHHO MHEPTHBIM. XapaKTEepHbIMU SIUTE-
HETUYECKUMH MOJIU(UKALUIMH KOHCTUTYTUBHOTO T€T€POXpOMaTHHA CUMUTAIOTCA
METHJIMPOBaHHOE cocTosiHue TocnenoBarenbHoctel JIHK, koTtopeie ero ¢popmMupyror,
TUITOALETUIMPOBAHUE TUCTOHOB, aCCOLMALMS C OIPEICICHHBIMA HETMCTOHOBBIMU
6enkamu, Hanpumep, HP-1 (ot anrn. “heterochromatin protein 17).

@DaKyIbTATUBHBIA T'€TEPOXPOMATUH — 3TO BPEMEHHO TPAHCKPHUIILIMOHHO HEaK-
TUBHBIMA THUII XPOMAaTHHA, KOTOPBIM Ha ONPENEICHHBIX 3Talax OHTOreHe3a WIN Iepu-
0J1aX KU3HHU KIIETKH MOXET MEPEXOJUTh B 3YXpPOMAaTUHOBOE COCTOSIHUE U MEPEKIIIO-
YaTbCsl B TPAHCKPUILIMOHHO AKTHBHBIN cTaryc. OH CONEPKUT I'€Hbl, IPUCYTCTBYET
B KOHKPETHOM JIOKYCE OHOM M3 TOMOJIOTHYHBIX XPOMOCOM WJIM 3aTParuBaeT LETyIO
xpomocomy. Permnmmupyercs (akynbTaTUBHBIA T'€TEPOXPOMATHH BO BTOPOM MOJIO-
BUHE S (ha3bl, a XapaKTEPHbIM AUTCHETUYECKUM IPU3HAKOM €ro SIBJISIETCS NPUCYT-
cTBUe MoauGuIpoBaHHOro Oenka rucrona H2A, xoropsiii Ha3piBaeTcs macroH2A.
CambIM HU3BECTHBIM MpUMEPOM (aKyJIbTaTUBHOTO T€TEPOXpPOMATHHA SIBJISETCS MHAK-
TUBUpPOBaHHAasi X-XpoMocoMa (I10JIOBOM XpoMaTuH, wiu Tenble bappa) B comaTtuye-
CKHUX KJIETKaX CaMOK MJIEKOITUTAFOILINX.

1.3. Kapuotumn yenoBeka

[Tocnennsast Bepcus MEXIYHAPOJHON HOMEHKJIATypbl XpPOMOCOM Y€JIOBEKA
[18] mpennaraer cienyoiiee ONpeacIeHue Kapuomuna: HOpMaJbHbIA I aHO-
MaJbHbIN, KOHCTUTYLHMOHAJIbHBIA WU MPUOOPETCHHBIM XPOMOCOMHBIM HAOOP
WHAUBHUAYYMA, TKAHU WJIH KJIETOYHOUN JIMHUMU.

[TonHbIN cOCTaB XpOMOCOM OOBIYHOM COMATHYECKON KIIETKU SIBJISETCS JUILIO-
UaHBIM (0003HAauYaeTcs Kak 2n). B aummonHomM Habope Kaxkaash XpoMOCOMa MMEET
AHAJIOTMYHYIO 110 Pa3MeEPy U CTPYKTYpE (T. €. COAEPIKUT I'eHbl, OTBEUAIOIIINE 32 OJIHU
U T€ e MPU3HAKK) MAapHYI0 XpOMOCOMY. Takue XpoMOCOMBI Ha3bIBAIOT 20MOI02UY-
Holmu. PaszHble IO pa3Mepy U CTPYKTYpPE XPOMOCOMBI Ha3bIBAIOT HECOMONOCUUHBIMU.

Jlurnon b HA0Op KIIETOK YeIOBEKa COCTOMT U3 23 map xpomocoMm: 22 map
aymocom, T. €. XpOMOCOM, OJIMHAKOBBIX Y MY>KUMH U >KCHILWH, U OJHOW Hapkl 1o0-
8bIX XPOMOCOM, AT 20HOCOM, TIO KOTOPBIM MY>KUMHBI U JKEHIIUHBI OTIINYAKOTCS APYT
OT JIpyTa. Y KEHIIMH apa MoJIOBBIX XpOMOCOM IpecTaBieHa XX, y My>»K4uH — XY.

IIpu anamu3se kapuoTuna BCE Mapbl TOMOJIOTUYHBIX ayTOCOM PACIIOJIATAIOT
B MOPSJKE YMEHBIICHUS JUIMHBI U B 3aBUCUMOCTH OT UX MOP(}OJIOTUU MO CeMU
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rpymnmnam, KOTopble 0003HAYarOT 3arjaBHbIMU OyKBaMHU aHTIJIMICKOro ajndaBuTa
(ot A 1o G). AyToCOMBI, BRICTPOCHHBIE B TAKOM TOPSIKE, HYMEPYIOT apaOCKu-
Mu 1uppamu ot 1 10 22. B KOHIlE packiagku TOMEIIAIOT MOJOBbIE XPOMOCOMBI.
Takoe rpadguueckoe mpeacTaBiI€HUE KapuUOTHUIA, KOTOPOE IMOMOraeT Koiauye-
CTBEHHOM M CTPYKTYPHOM XapaKTEPUCTHKE KaXKIOW XPOMOCOMBI, Ha3bIBAETCS
kapuoepammot. [lpumep kapuorpammbl npeacrasiieH Ha puc. 1.2. Huxe nana
KpaTKasi XapaKTepUCTUKA KaKJ0U IPYIIbl XPOMOCOM.

* 'pynna A (1-3): OonblMe METAEHTPUUYECKUE XPOMOCOMBI. XpomMocoma 2
o MopdoJioruu 6oJiee cyOMeTareHTpUIecKas.

* 'pynna B (4-5): Gonbiire cyOMeTaleHTPUYECKUE XPOMOCOMBI.

* I'pynna C (6-12): cpennue cyOMeTalneHTpHUYECKUEe Xpomocombl. Camas
MHOT'OYHCJICHHAs TpyIIIa.

e I'pynina D (13—15): cpenHue akpoUeHTPUUECKUE XPOMOCOMBI.

* I'pynima E (16-18): manbie cyOMmeTanieHTpUdecKre XpoMOCOMBI. XpOoMOcoMa

16 o mopdonoruun 0onee METalleHTPUYECKAS.

iﬁ & 4 a & . 3 8
a5 R B " | ¥4 ‘lf-l..z"
£2 kg K% £ Bt
A B
::: "& - s = e - e 3™
5 8 3 i K . & a4 N3 EES
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6 7 8 9 10 11 32
C
s " -
BE 8% &3 K& g3 hA
13 14 15 16 17 18
D E
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5y As 2% & A b
19 20 21 22 XX
F G

Puc. 1.2. KaprorpaMma HOpMaibHOIO KEHCKOTO KapUOTHIIA YEJIOBEKA

* 'pynna F (19-20): manble MeTalleHTPUIECKUE XPOMOCOMBI.

* I'pynna G (21-22): manble akpOLEHTPHUYECKHE XPOMOCOMBI.

* [TosoBbIE XPOMOCOMBI MOMENIAIOT B KOHIE PACKIaIKUA. X-XpOMOcoMa IO
Moposioruu cpegHuil cyOMeTaleHTpUK; Y-XpOMOCOMa aKpOLEHpHUEecKas, pa3Me-
pBI g-TJIeYa BapbupPYIOT OT XpoMocoM rpytibl G go D.
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1.4. lTonumopdu3M — HOpMATbHAS U3MEHYNBOCTH KAPUOTHUIIA YeJIOBEKA

Ilonumopgusm — HOpMalIbHAs U3MEHUYUBOCTH XPOMOCOM Habopa, KoTopas
3aKJIOYAETCA B Pa3IMYUAX MEXKJIY T'OMOJIOIMYHBIMH XPOMOCOMaMH (rerepo-
MOP(U3M) MO OTAETHHBIM CETMEHTaM, palloHaM U Jjake 11ebIM Tuiedam. [Tockonbky
B pycJieé COBPEMEHHON MOJIEKYJISIPHOW OMOJIOTMH TEPMUH «IOJUMOPPU3M» Oonee
IPUMEHUM IO OTHOILIEHMIO K T'€HY, TO B HUTON€HETUKE €r0 MPUHATO JOMOJHATh
TEPMUHOM «B8apuanmy (XpOMOCOMBI) UIIH «2emepomopdusm» (TOMOJIOTUUHBIX
xpomocom). K BapuaHTam XpOMOCOM OTHOCST TaKW€ H3MEHEHHUS, KOTOpbIE
COXPAaHSIOTCS B MPOLIECCE OHTOT€HE3a, CTA0UIIBHO HACIENYIOTCS TP MUTOTHYE-
CKOM JICJIEHUH KJIETKU U MEPEAIOTCS KaK MPOCTON MEHJIEIEBCKUM MPU3HAK OT
poauTesen K AeTAM, HE OKa3bIBas BIUSHUA HA (DEHOTHII.

K nambonee yacTto BCTpedarOmMMCS MOJIMMOP(GHBIM BapUaHTaM XPOMOCOM
OTHOCSIT pa3Mep U PacIoioKeHHEe OJOKOB MPUIEHTPOMEPHOIO IeTepOXpOMaTHHA
Ha xpoMocomax 1, 3,4,9, 13-15, 16, 19, 21, 22, a Takke pa3mep rerepoxpoMaTu-
HOBOI'0 OJIOKa B JUCTAJIBHOM OTJIEJIE€ JUIMHHOTO IIe4ya Y-XpoMocoMbl. Jlis Bcex
YKa3aHHBIX XPOMOCOM BO3MOYKHA BBICOKasl CTENEHb BapUaOEIbHOCTH: OT IMOJHOIO
OTCYTCTBUSI CEIMEHTA JI0 CPAaBHUTEIBHO OOJIBIIOro ero pazmepa. [lo pacronoxeHuto
reTepOXPOMATUHOBBIM OJIOK MOXET JIOKAJIW30BaThCs Cpa3zy MOJA LIEHTPOMEPOU
JUIMHHOTO I1JIeYa, ETMKOM Ha KOPOTKOM Ijieue (MHBEPCHSL, IPU 3TOM MOXKET MEHSAThCS
MOP(OJIOTHS XPOMOCOMBI), TaK U OJJTHOBPEMEHHO Ha 00OUX Iieyax (JacTU4Has
MHBEPCHSI TETEPOXPOMATHHOBOIO OJIOKA M3 JUIMHHOTO B KOPOTKOE 11J1e40). B mmpokux
npejenax no JINHE U YHCIY BapbUPYIOT TAK)KE CIIyTHUYHBIC HUTU U CIIyTHUKHU
Ha aKpOLIEHTpHUUYECKUX XpoMocomax rpymi D u G.

Cy1ecTByIOT CBO€OOpa3Hble perepHble O3H/bI, HA KOTOPHIE OPUEHTUPYIOTCS
Ipu ompeneseHuu noauMop¢Horo Bapuanta. s pailoHOB KOHCTUTYTHBHOTO
reTepoXpoMaThHa, PaCIOJ0XKEHHBIX B IPULEHTPOMEPHBIX palloHaX XpOMOCOM
1,9, 16 n B tuCTAIBHOM OTAENE JIIMHHOTO IUIeda Y -XPOMOCOMBI, «HOPMAaJIbHBIM»
(He moauMOp(HBIM) pazMepOM TeTePOXPOMATHUHOBOIO OJIOKa CUMTAETCA pas3Mep,
PaBHBII MTOJIOBUHE WX LIEJION JUIMHE KOPOTKOTO Iuieya xpoMocomsl 16 (16p), ana-
JU3UPYEeMON Ha TOH ke camoil MeTadazHoi macTuHke. Eciu ykazaHHble pallOHBI
MEHbIIIE, YeM TOJOBUHA JUIMHBI 16p, TO Takod BapuaHT 0003HAYaAIOT Kak «qh—y».
Ecnu Gounblile, To Takoi BapuaHT 0003Ha4ar0T «qh+».

«HopmanbHbIM» pa3MepoM KOPOTKHUX ILIEY AKPOLICHTPUYECKUX XPOMOCOM CUH-
TAeTCs IJIMHA, paBHAS MOJIOBUHE JITTMHBI KOPOTKOTO Tuieda XpoMocombl 18 (18p) w/mmm
JUIMHE KOPOTKOTO 1yieda Xxpomocombl 17 (17p). BapuaHT «p—», ecinu pazmep KOPOTKUX
IUIEY aKPOLEHTPUYECKUX XPOMOCOM MEHBIIIE ITOJIOBUHBI JUIMHBI 18p. BapuaHt «p+»,
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€clIM pa3Mep KOPOTKUX IUJIed aKpOLEHTPUYECKUX XPOMOCOM Oosblie UHbL 17p.
Boub1ie npumepoB 0003HaYEHUS MOTMMOPQHBIX BAPUAHTOB MPUBEACHBI B 1. 2.
K BapraHnTam XpoMOCOM Take OTHOCST TaK Ha3bIBAEMbIE JIOMKHUE, WIH (hparmiib-

HbIE caliThl Ha XpoMocomax. OHM BBITJISIAT, KaK HEOKPALITUBAIOIIUICS MPOMEKYTOK,
BapbUPYIONINN TI0 MUpPUHE, B (POPMHUPOBAHUE KOTOPOTO BOBJICYCHBI 00€ XPOMATH/IBI.
BHeniHe oHM HaMOMUHAIOT CITyTHUYHBIC HUTH U CITyTHUKH, XapaKTepHBIC IJIsT aKpo-
HEHTPUYECKUX XPOMOCOM, OJHAKO (hparvibHbIE CAWThI HE BBISBISIOTCS C MOMOIIBIO
Ag-NOR okpanmanus (ot anri. “NOR — nucleolus organizer regions” — sipbIIIKO-
oOpazyrollue paiioHbl), KOTOpPOE CHEHU(PUYHO Ui JCTEKIMU CIyTHAYHBIX HUTEH
aKPOIICHTPUKOB, U HE COMEpKaT MaTepuai 09Hma pl2 aKpOIECHTPUIECKUX XPOMOCOM
(B OCHOBHOM — 3TO KJIaCTEPhl pUOOCOMATLHBIX T€HOB). DparmiibHbIe CaliThl KaKk BapH-
aHTBHI XPOMOCOM BO3HHKAIOT BCET/Ia CTPOTO B OJJHOM M TOM e MECTe (JIOKyCe) Ha Xpo-
MOCOME KaK B POJUTENBCKOM, TaK U B JIOYEPHEM KapUOTHUIIAX; HACIIEAYIOTCS KakK IMpo-
CTOM MEHJENCBCKUIN MpU3HAK (110 TUIY JTOMHHHUPOBAHUS WM KO-TOMUHHUPOBAHUS).
[TomimopdHbIe (pparwibHbIe CATHI MOTYT MOSIBIISATHCSI B pe3yJIbTaTe€ COOTBETCTBYIO-
X 00paboOTOK M OBITh CBSI3AHHBIMU C OOPAa30BAHUEM allCHTPUYECKUX (PparMeHToB,
TPEXJTyUYeBbIX (PUTYp U JENETUPOBAHHBIX YYaCTKOB. BaKHO MOMHHUTH, 4TO K (hparmiib-
HbIM CaliTaM KaK BapuWaHTaM XpPOMOCOM, KPOME€ MEPEUUCICHHBIX BBIIIE YCIOBUH,
OyIyT OTHOCUTBCSI TaKH€ CAWThl, KOTOPhIE HUKAK HE MPOSIBIISIIOTCA HAa ()EHOTHUIIE UX
Hocurensi! He cnemyer ux myTarh ¢ IOMKMMH CalTaMH HA XPOMOCOMAaX, CBSI3aHHBIMHU
C HACTIC/ICTBEHHBIMHU 3a00JICBAHUSIMH, TAKUMH, KaK, HAPUMEP, CHHAPOM YMCTBEHHOU
oTcTaIoCTU ¢ JIoMKoM X-xpomocomoir (OMIM: 300624). Tlpu omnpeneeHHBIX
YCJIOBUSIX KYJIbTUBUPOBAHUS JIUMQPOIMTOB KPOBH TaKHUX MAIMEHTOB XapaKTECPHOU
IUTOT€HETUYECKON KapTUHOM OYJET SIBJSTHCS MOSBJICHUE JIOMKOTO CaidTa B JJIMH-
HOM IIe4Ye X-XpoMOCOMBI (JIokyc Xq27.3).

Crnenyer OTMETUTD, YTO JIJISl JETEKIUUA W/WIIA TIOTBEPKACHUS TTOTMMOP(PHBIX
BapUAHTOB Ha XPOMOCOMaX HEOOXOAMMO MPUMEHSATh HECKOJIbKO METO/10B Audde-
PEHIMAIIBHOTO (M30MpaTeILHOI0) OKpaIlIiBaHUS.

BrigenstoT Takke 3yXpOMaTHHOBBIE BapuUaHThl M HecOaJlaHCUPOBAHHBIE
XPOMOCOMHBIE TIEPeCcTpPOku 0e3 (HeHOTUNMMYeCcKOro mposiBieHus. OHU MOTYT
MPUCYTCTBOBATh OOJiee YEM y OJIHOIO0 MHAMBHUIyyMa B OJHOM cembe WU OoJiee
YeM B HECKOJIbKUX IMOKOJIECHUSX OJHOW CeMbH 0€3 KIMHUYECKUX M (PEHOTUITUYECKUX
niposiBiieHHA. OTCYTCTBHE KIIMHUYECKOTO ¥ (DEHOTHUITMIECKOTO MTPOSBIICHUSI CBA3BIBAIOT
C MPUPOJION TaKUX PAiOHOB: Kak MpaBuio, 310 AT-0orareie 06JacTH Ha XpOMOCOMAX,
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COJIEpXKAIIME IICEBAOTEHbl WM TE€Hbl C HEIMOJHOW IEHETPAHTHOCTHIO WU
YMEHBIIIEHHON 3KCIPECCUBHOCTHIO. Takue BapuaHThl XPOMOCOM MOTYT OBITh
MIPEACTABIICHBI YACTUYHOW JEJICHIMEN WU TYIUIMKALMER XPOMOCOMHOTO MaTepuania,
MIPOU3BOIHBIMHU (JIEPUBATHBIMH ) XPOMOCOMaMHU, HHCEPLIUSIMHU.

1.5. KapuortunupoBanmue

Kapuomunupoeanue — onpeAeeHUe YUCIa U aHAIA3 CTPYKTYpbl MUTOTHYE-
CKUX XpPOMOCOM C HCII0JIb30BAHUEM AU(PPepeHIInaIbHbIX METOA0B OKPAIlIMBaHU,
MO3BOJISIOIIMX UICHTUPUIMPOBATH BCE XPOMOCOMBI Habopa.

1.5.1. Memoowvl oxkpawiueanusa npenapamoe MemapasHvix Xpomocom

JIyis aHanm3a KapuoTHNa MpernapaThl MeTadaszHbIX XpOMOCOM HEO0OXOJIMMO
MOKPACUTh. METOAbI pymunHO20 (CNIOWHO20) OKPAITUBAHUS XPOMOCOM HCTOpHYE-
CKH TICPBBIC, OHHM TIO3BOJISIFOT MPOKPACUTh BCE XPOMOCOMBI HabOpa paBHOMEPHO
Y TIETTUKOM BJIOJTh XpoMaTHl. C MOMOIIBI0 PYyTHHHOTO OKPAITUBAHKS MOYKHO OIICHHUTH
MOPQOIOTHIO B pa3Mep, MOJICYUTATh YUCIIO, & TAKXKE C OOJBIIEH MM MEHBIICH TOY-
HOCTBIO ONPEICIINTE TPYITIOBYIO MPHHAIICKHOCTD JIJIsI TOMOJIOTHYHBIX TTAp XPOMOCOM
B Cllydae OTCYTCTBHUS M3MEHEHHI B UX CTpyKType. OHAKO PYTHHHOE OKpaIlliBaHHE
XpOMOCOM HE TIO3BOJISIET OIICHWUTh BHYTPEHHIOID CTPYKTYPY KaKIOW XPOMOCOMBI
(WM M3MEHEHHsI ATOH CTPYKTYphl). B HacTosiimee BpeMsi pyTHHHOE OKpAIllMBaHHE
MperapaToB XpoOMOCOM HE MPHUMEHATCS I MccienoBaHus kapuortumna. Ero skenma-
TEJILHO MCTIOJIb30BaTh TOJIBKO VISl O3HAKOMJICHHUSI ¢ MOP(OJIOTHEN U pa3MepoM MeTa-
(ha3HBIX XPOMOCOM YEJIOBEKA HAa CaMbIX MEPBBIX ATArax 00y4ICHUSI.

Juggepenyuanvruvie METONBI OKpAIIMBAHUS XPOMOCOM TIO3BOJISIFOT BBISIBUTH
HEOJHOPOJIHOCTh pacIpeie/ieHuss TeHETHUEeCKOr0 MaTepuaia BIOJIb TIEd XPOMO-
COM — 9yXpOMAaTHHOBBIE M TE€TEPOXPOMATHHOBBIC palioHbl. X CyTh COCTOUT B TOM,
9TO XPOMOCOMBI, IMPEABAPUTEIHPHO O00paOOTaHHBIE PA3JIMYHBIMHU BEIICCTBAMM,
HAYMHAIOT CBS3BIBATH KpacuTenu JudGepeHnpoBaHHO MO JUTMHE U BBITJISIAT KaK
OBI MOJIOCAaTHIMU. PUCYHOK pacioyiokKeHUs TOJI0C (MX HA3bIBAIOT CeeMeHmamu Wi
Osn0amu, ot aHriI. “band”), mUpUHA ¥ UHTEHCUBHOCTh UX OKPACKU OKA3BIBAFOTCS
cnenuPpUUecKUMH TSl KaXI0H mapbl XxpomocoM. biiaromapst 3ToMy MOXHO OTJIH-
YUTH OJTHY TIapy TOMOJOTHYHBIX XpOMOCOM OT Apyroi. [1o xapakrepy nmoimydaemon
KapTUHBI UCUEPUECHHOCTU (O9HOUHea) XPOMOCOM M TIO HA3BaHUIO KPACHUTEIs, HC-
MOJIb30BAHHOTO ISl TIOy4YeHUs1 OdHIWHTA, METOIbl mud(epeHnnaaTbHOTO OKpa-
IIMBAHMSI IPUHATO Pa3ACIATh Ha HECKOJIBKO TPYIIIL.

1. G-69nauHr (kpacurensb ['um3a, ot anr. “Giemsa”, 0TCIO/Ia U Ha3BaHUE): MOCIIe

npeaoopaboTKK MpernapaToB MPOTEOIUTUICCKUME (depMeHTaMu (TJIaBHBIM 00pa3oM
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TPUTICHHOM) TIpeTapaThl OKpaImBaroT kpacutenem [ mm3a. [lomyyaercs HaGop TEMHBIX
(G-nonoxuTensHbIX) U CBETIBIX (G-0TpUIIATEIbHBIX) O3HIOB BIOJb IJIEY XPOMOCOM.

2. I[Ipn Q-63uauHre (akpuxuH, oT aHri. “Quinacrine”) okpacka Inpemnapa-
TOB XpPOMOCOM MPOUCXOAUT C TIOMOIIBIO (IIYOPECIEHTHBIX KpacuTeiaen
(mampumep, akpuxun, Hoechst 33258, DAPI). Xpomocombl OKpamimBaroTCs
B sipkue (Q-monokuTenbHbIe) U TyCcKibie (Q-0TpHUIlaTeIbHbIE) CETMEHTHI.

[To KonMuecTBy, BEIMYMHE U PACIIOIOKEHUIO O3HIOB BJIOJIb XPOMAaTHU] PUCY-
HOK (G-OKpacKy B LIEJIOM aHAJIOTHYEH PUCYHKY (Q-OKpacKu: TEMHO-OKPAITHBAIOIIHECS
G-1ooXXKUTENbHbIE O3HJBI COOTBETCTBYIOT SAPKO-(hIyopecuupyronmmM Q-mooxu-
TenpHBIM O9HAaM. M HaoGopoT, cBeTiibie G-OoTpHUIaTeNIbHbIE O3HIBI COOTBETCTBYIOT
TyckbIM Q-oTpunarensHbiM 03H1aM. CoBnaieHne G- 1 Q-03HA0B 0COOEHHO XOPOILIO
3aMETHO IMpH MHBEPTUPOBAHMM IIBETOB Ha M300pakeHUHM MeTada3HON IUIACTHHKH,
OKpAIIEHHOM N0 OJHOMY M3 3TUX MeTo/0B. Tak, Hanpumep, nHBepTUPYs Q-O3HIUHT
C SIPKUMHU U TYCKJIBIMHU CETMEHTAMU Ha XPOMOCOMax, MOJIy4YaeM YepHO-0enoe n300-
paskeHue, CooTBeTcTBYIoIIee G-09HIMHTY, U HA000POT.

3. IIpu R-6snaunre (ot anri. “Reverse’) Habop MOI0C MOTydaeTcsi OOpaTHBIM
G- u Q-6suaunry (puc. 1.3). i monydenust R-6oH1uHra MOTYT OBITH HUCIIOIB30-
BaHbl KaK (IyopecleHTHbIE (HApUMEpP, aKPUIANHOBBIA OpPaH)XEBBIN), TaK U HE-
dbayopecuenTtHsie (I'nM3a) Kpacutenu.

4. N36uparenbHble METO/bl OKpPALIMBAHUS TO3BOJISIOT JIU(PepeHInaIbHO
OKpAacHUTh OTIpeAeNICHHbIC PalOHbI HA BCEX XPOMOCOMAax Habopa, Ha OMpeAeTIEHHBIX
XpOMOCOMax WJIHM Ha Tpernaparax XpoMOCOM U3 HEKOTOPBIX THUIOB TKaHed. OHu
IPUMEHSIOTCSI B KaueCTBE JOIMOJHUTENBHBIX METOJIOB OKpALIMBaHUS MPHU JETEK-
[IUH TOTUMOP(HBIX BAPUAHTOB XPOMOCOM MJIM YTOUYHEHHS KapHOTHUIIA.

G 7 R
Puc. 1.3. CpaBuenue 03u10B 1ipu G-, Q- u R-okpacke Ha mpruMepe XpOMOCOMBI 7
CornacHO MEXIyHapOJHOW HOMEHKIAType XPOMOCOM, [JIsi O00O3HAYCHHS
METOJI0OB OKpalllMBaHUs MpUMEHseTCs TpexOykBeHHas cuctema. [lepBas OykBa
B Ha3BaHWM METOJa O3HA4YaeT OCHOBHOM meton Osuauura (G, Q miu R); BTOpas

OykBa — BapuaHT MpeABAPUTEIbHON 00pabOTKM Mpemnapata XpOMOCOM HIIH
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BU3YyaJIM3aIllK; TPEThs — Ha3BaHUE KpacuTens. Tak, Hanbosee 9acTo B IUTOTCHE-
TUYECKUX J1abopaTopusix Bcero mupa ucnonszyercss GTG meron nuddepeHipaibHoro
okpammBaHus MeTada3Hbix xpomocom. [Ipu sTom mMetone momydaercst G-O3HIUHT
(mepBas 6ykBa GTG) mocne nmpenoOpadboTku npemnapatoB TpurncuHoMm (GTG)
u okpacku kpacurenem I'mmzoit (GTG).

JletanibHO MeToauku AuddepeHIInaIbHOTO U N30MPATEIbHOTO OKpAITUBAHUS
npernaparoB MetagazHbIX XpOMOCOM OIMCaHbl B COOTBETCTBYIOIIMX JIMTEPATYPHBIX
ucroynukax [1], [4], [10], [12]. B pamkax naHHOTO pakTUKyma OyAeT JAaH MPOTO-
kojl G-0pHauHra (r71. 3), UCMOIB3yEeMbId Ha JTa0OPATOPHBIX 3aHATHUIX Ha Kadeape
JlaGoparopHoit Mmenuuunbl U renetuku HMUILL um. B. A. Anma3zosa.

1.5.2. Ilpunyun nymepayuu 631008 60016 njiey XpoOMocom

BaH[IBI, KOTOpPBIE MOMYYatoTCs PH TUPPEPSHIINATBHBIX METOAAX OKPAITMBAHH,
CTpOTO CHerUUIHBI IS KaKI0W Mapbl TOMOJIOTHYHBIX XpoMocoM. KommdecTBo
02H0B (pa3pelieHre aHajau3a) 3aBUCUT OT CTEMEHU KOHJEHCAIIMU XPOMOCOMBI.
st mo00i XpOMOCOMBI MOKHO COCTaBUTh UOUOSPAMMY — CXEMAaTHYECKOe U300-
pakeHHE BCeX OPHIOB, BUIUMBIX Ha XpoMocome. Tak, Ha puc. 1.4 mpeacTaBicHbI
UIUOTPAMMBI C Pa3TUIHBIM YPOBHEM Pa3peIICHUs ISl XPOMOCOMBI 18.

Puc. 1.4. Unnorpamma xpomocomsl 18 ¢ ypoBHeMm paspemenus 300, 400,
550, 700 u 850 65H70B Ha rammouIHbIH reHoM (mnmoctpanus: ISCN, 2016)

bonapl Ha uaporpaMMax 0003HAYAOTCS apaOCKUMK T(paMu M0 BO3PACTAHHIO
OT LIEHTPOMEPHI K TEIOMEpPE, OTACIBHO I Kaxkaoro 1ieya (puc. 1.4). Llenrpomep-
HBIA yyacTok obOo3Havaercs kak pl0 wmm ql0 (Ha uaguorpaMmax HE OTMEYAETCs).
Camble 3aMETHBIC M YETKHE CBETJIbIC WJIM TEMHBIE CETMEHTHI SIBJISIFOTCS MapKEPHBIMU
Oonoamu. K MapkepHbIM O3HaM TaK)Ke OTHOCSATCS IIEHTPOMEPA U TeJIOMEPHI. Y 4aCcTOK
nJe4ya XpoMOCOMBI MEXK]ly IBYMS OJMKaWIIMMU MapKEepHbBIMU 03HAaMU Ha3bIBa-

eTcs pauvonom. Pailonsl HymepyroTcst aHajgorudyHo Osujaam (puc. 1.4). Ilpunuun
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0003HauYeHUs 02HJIOB Ha XPOMOCOME CIIEAYIOLIUI: CHaYana yKa3bIBaeTCsl XpOMOCO-
Ma, 3aTeM IUIEY0 XPOMOCOMBI, pailoH u 03u1. Hanpumep, 3anucey 18q21 o3Hauaer
JUTMHHOE I1JIEY0 XpOMOCOMBI 18, pailon 1Ba, nepBbiil 0317 (puc. 1.4).

[Ipu ananuse XpOMOCOM C BBHICOKHUM pa3pelieHueM 4acTh O9HIOB pa3OnBaeT-
cs1 Ha cy003HABI (cyOocermenThl). Cy003HABI HyMEPYIOTCS IO 00I1IeMy JjIsi O9HI0B
Y pallOHOB MPUHLIUITY: OT LIEHTPOMEPHI K TeIOMEPE, OTAEIbHO JJIsl KaXKI0T0 Iieya.
Homep cybcermenTa 3anmchiBaeTcs mocie toukd. Hampumep: 18q21.1; 18q21.2;
18g21.3. [Ipu manbHeiem aeneHun cyOO0IHIOB JOMOTHUTEIBLHBIX 3HAKOB MyHK-
Tyalldd HE BBOJST, pa3JelieHUE MPOUCXOAUT HE Ooyiee 4YeM 10 TPeX 3HAKOB,
Hanpumep: 18q21.33 (puc. 1.4).

Kak nmpaBuio, kapuoTUnMpoBaHUE NPOBOJAT NpH paspemieHun He Huxe 400
02H]I0B Ha rarIOUHBIN T€HOM — IIPH TOJIO3PEHUHN HA YUCJICHHbIE aHOMaINH U 550
03HJ10B — IIpH 00CIIEJOBAaHUY MMALIMEHTOB C YMCTBEHHOW OTCTaJIOCThIO, MUKPOAHO-
MaJiMsMHU Pa3BUTHUSI U TTOBTOPHBIMU PENPOAYKTUBHBIMHU MOTEPSMU. B HEKOTOPBIX
ciydasx TpeOyeTcsi 0ojiee BBICOKOE pa3pelieHue (HarmpuMmep, s JeTeKIUU MUK-
POAYIUIMKAMKA WM MHUKPOJEIELH), KOTOPOE AOCTUraeTcsl ¢ MOMOIIBIO HCIOJIb-
30BaHMSI CTICIIMAIBHBIX BapUAHTOB JU(D(PepeHIInanbHOTO OKpaIllUBaHUsI WK Bapb-
WMPOBAHUSI YCIOBUN KYJIbTUBUPOBAHUSI KIIETOK.

OneHka kayecTBa Ill/l(l)(l)epeHIII/IaJII)HOFO OKpalllMBaHUi MpenapaToB XpoMoCcoM

YpoBeHb pa3penieHus Pedepentanie 6oHABI

Oxono 400 03H10B Omnpenensitorcst Tpu 03HIAa B CepeIMHE JJIMHHOTO IIeYa XPOMOCOMBI
5:5ql4, 5921 u 5qg23.

Buansl 1Ba yeTkux 03H11a B KOPOTKHUX IJIedax XxpoMocoMm 8 u 9: 8pl12
u 8p22; 9p21 u 9p23

Oxkomo 550 6sH10B Xoporto onpexnensitores 7q33 u 7q35.

Omnpenensitorcst Tpu 63HIa B KOPOTKOM Iutede xpomocomsl 11: 11pl2,
l1pl4u 11pl5.4.

Bunnel uetsipe yeTkux 03HAa Ha xpomocome 18: 18ql12.1, 18q12.3,
18921.2 u 18q22.

MoskeT okpacuthes 22q13.2

[Ipu 5TOM, 4YTOOBI BU3YaJIbHO OILIEHUTH KAUYE€CTBO OKpAIIMBAHUS, JOCTATOUHO
ONpENICIUTh TaK Ha3bIBaeMbIe peghepenmuvie 03HObI. XapaKTEPUCTHKA TAKUX
O9HJIOB M COOTBETCTBYIOIIMI UM YPOBEHb pa3pellieHus mpuBe/ieH B Tabauie. B ynpo-
IICHHOM OIIEHKE MCIOJIB3YIOT MojicueT yucia G-moJIoKUTEIbHBIX 03HI0B Ha XPO-
MocoMax | 1 2 ¢ MocleayyM UX YMHOKEHHEM Ha 6.

Bonpocel u 3a1anus
1. Onucatb Mopdosioruio MetadasHbIX XpPOMOCOM YEJIOBEKA.
2. Yem pa3nuyarTCs dYXPOMATHHOBBIC W TETEPOXPOMATHHOBBIC paliOHBI

XxpoMocom?
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3. JlaTb XapakTepuCTUKY KApUOTHIIA YEJIOBEKA.

4. Pacckasarb 0 moiuMophu3Me XpoOMOCOM YeJIOBEKa.

5. HanumnTe, UCHONb3ysl MPUHIUIBI 0003HAUYEHUSI OFHAOB MO IJIeYaM XpPO-
MOCOM: KOPOTKOE IIeU0 XPOMOCOMEI 5, paiion 1, 03 4.

6. Kakoli ypoBeHb pa3pelieHusi UCIOJIb3YIOT B HUTOTC€HETUYECKOM JUArHO-
CTUKE MPH MOJJO3PEHUH Ha YUCIICHHbIE U3MEHEHUS B KApUOTUIIE?

7. Kakol ypoBEHb pa3pelIeHUs] UCIIOIB3YOT IPU LIUTOT€HETUYECKOW JUATHO-
CTUKE MallMEHTOB C YMCTBEHHOM OTCTAJIOCThIO, MUKPOAHOMAJIUSMU PA3BUTUA U

MOBTOPHBIMU PENPOIYKTUBHBIMU MOTEPSMHU?

2. UI3YYEHUE KAPUOTHUIIA YEJIOBEKA

2.1. IIpaBuaa 3anucu GopmMyJ1 KAPUOTUIIA U 3AKTIOYEHUS
NPU KAPHOTUIIMPOBAHNH

B aT0i1 rmaBe OynyT paccMOTpeHBI OCHOBHBIE MpaBHiia MEXKIYHApOJIHOU
HOMEHKJIaTypbl XpoMmocoM [18], KOTOopble HCHONB3YIOTCS HpH 3amucu (GopMmyl
KOHCTUTYIIMOHAJILHOTO KapUOTHUIIA B KPATKOM (hopMe U KOTOPBIEC MMOHAT00ATCS TpU
npoBeeHUH J1a0opaTopHbIX 3aHsATHH. C pa3BepHYTOHl cuUCTeMO 3amucu GopMyil
KapuOTHUIIa MOKHO O3HAKOMUTHCA B Cliel[MaibHOM utepatype [7], [18].

B nenom dopmyna moboro kapuoTHma JOJKHA OTPa)KaTh: 3alUCh OOIIETO
4Hclia XpOMOCOM, 3alKCh HAaOOpa IMOJOBBIX XPOMOCOM, CBEACHHUS 00 aHOMAaJUU
YKCJIa WU CTPYKTYPBI XPOMOCOM.

2.1.1. Ilpaeuno 3anucu ¢popmyn HOPpMAIbHO20 KAPUOMUNA

[Ipu 3amucu QopMyssl HOPMAJIBHOTO KapUOTHIA CHAYala yKa3bIBACTCS
oOlee Yynuciao XpoMocoM, 3aTEM Yepe3 3allsITyI0 — COCTaB IOJIOBBIX XPOMOCOM.
Hukakux npobenoB He craButca. Hampumep, gopmyia HOPMAIBHOTO >KEHCKOTO
KapuoTuna OyJIeT 3anuchiBaTbes clieayromuM oOpasoMm: 46,XX; ¢dopmyna
HOPMAaJIbHOTO MYCKOro kapuorurmna: 46,XY

2.1.2. Ilpasuna 3anucu ¢popmyn HOPpMAIbHO20 ROIAUMOPPUIMA

[Tpu 3ammcu hopMybl KaprOTUTIA ¢ TTOTUMOP(OHBIMU BapUaHTaAMH TOJTB3YIOT-
sl OOIIMM TIPUHITUIIOM: CHaYajla YKa3bIBalOT OOIEe YHCIO XPOMOCOM, 3aTeM depe3
3aMATyI0 — COCTaB IMOJIOBBIX XPOMOCOM M 4epe3 3aIsiTyI0 — BapUAHT XPOMOCOMBL.
[Tpu 3ToM [Isi 0003HAYEHUS MOJMMOP(GHBIX BAPUAHTOB HCIIOJIB3YIOT CIIEAYIOIIHNE
CHMBOJIBL: h — CeTMEHT (KOHCTUTYTHUBHOT'0) T€TEpOXpOMaTHHa; Stk — CITyTHUYHAsT HUTh
(OpHI p12 aKPOLEHTPUUECKUX XPOMOCOM); S — CITyTHUK (03H]T p13 aKpOlEeHTPUUECKUX
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XpOMOCOM); Cen — IEHTPOMEPHBIN palioH; «+» WK «—» YBEJIMYECHUE WU YMEHbBIIICHUE,
Hampumep, UIMHbI h umn pasmepa s; fra*— ¢parunbabiii caiit; phgh — yactuunas
MHBEPCHSI PULIEHTPOMEPHOTO T€TEPOXPOMATUHOBOIO OJIOKA.

Hampumep, Gopmyity K€HCKOT0 KapuOTHIIA C YBETMYCHHBIM I€TEPOXPOMATHHO-
BbIM OJIOKOM B JJTHHHOM IUI€YEe XPOMOCOMBI 9 ciieyeT 3anucath Tak: 46,XX,9gh+

Ecnu B xapuoTune npuCyTCTBYIOT MOJIMMOP(HBIE BApUAHTHI Pa3HBIX ayTO-
COM, OHM YKa3bIBAIOTCS YEpe3 3aIATYIO B MOPSAAKE YBEJIUUYEHUSI HOMEpA ayTOCOMBbI
(mosoBast xpomocoMa Y umeer npuopurer). Hampumep, popmyna mMykckoro ka-
pPUOTHIIA C YBEIIMYEHHBIM T€TEPOXPOMATUHOBEIM OJIOKOM Ha JUIMHHOM IUIEYE XPO-
MOcoM Y U 9 U ¢ yBETMUEHHBIMU CIIyTHUKAMH Ha KOPOTKOM IIe4e XpOMOCOMBI 14
Oynet 3anuceiBaThes Tak: 46,X,Y gh+,9gh+,14ps+

[TonumopdHbIe BapuaHThl OAHOW XPOMOCOMBI MEPEUHUCIIAIOTCS 0€3 3arsITOM.
Hampumep, ¢opmyna KEHCKOro KapuOTHIIa C  YBEJIMYEHHBIM  OJIOKOM
(IpH)LIEHTPOMEPHOTO TETEPOXPOMATHHA, JIMHHBIMU CIYTHUYHBIMU HUTAMH U
YBEJIMYCHHBIMU CITyTHUKAMHU Ha KOPOTKOM IIJIe4€ XPOMOCOMBI 15 Oyjaer 3amuchl-
BathCs Tak: 46,XX,15cenh+pstk+ps+

2.1.3. Ilopaook 3anucu popmynvl Kapuomuna: 2eHOMHbLIE MYMAYUU

[Monumionauu (TETPAIIONANU U TPUILUIOUANN) U aHEYIUIOUIUU (MOHOCOMUU,
TPUCOMUU, HYJUIMCOMHH, TOJIMCOMHH) 3alUCHIBAIOTCSA MO OOIEMy MpaBWIy s
HOPMAJIBHOIO KapHOTHUIIA: CHayaja yKa3bIBaeTcsl OOIIee YMCIO XPOMOCOM, 3aTeM
yepes 3aMsITyl0 — COCTaB MOJIOBBIX XpoMOcoM. B citydae aneymnoninii 100aBOUHYIO
ayTocoMy 00O3HAYar0T 3HAKOM «1» M COOTBETCTBYIOIIUM HOMEPOM. YTpaTy LEion
ayTOCOMBI 0003HAYAIOT 3HAKOM «—» U COOTBETCTBYIOIIUM HOMEPOM ayTOCOMBI.

Ecnu aneynnounaus 3aTparvBaeT MOJOBBIE XPOMOCOMBI, TO IIPU 3aIllUCH
bopMyJl KOHCTUTYLIMOHAJILHOTO KapHOTHUIIA COCTAB IMOJOBBIX XPOMOCOM IMPOCTO
NEePEUYUCIISIETCS OCIIE 3aMsATOM, OTACNSIOMEN CBeIeHUsI 00 001eM YUCIe XPOMO-
coMm. Hampumep, xapuotun ¢ ogunoit X-xpomocomoit (cunapom IlepereBckoro—
Tepnepa): 45,X; kapuoTui ¢ JByMsi X-XpOMOCOMaMH U OJHOM Y-XpOMOCOMOM
(cunnpom Knaitnpensrepa): 47, XXY

[IpuMepsl NONUMIOUAHBIX U AHEYIUIOUIHBIX KapUOTHUIIOB MPEICTABIECHBI

B IIpUIIL. 2.

*Crnemyer OTMETHTD, YTO 0003HAYEHHE (PPATMIBHBIX CAWTOB, CBA3AHHBIX C PA3BUTUEM HACIIE.-
CTBEHHBIX 3a00JIEBaHNH, aHAIIOTUYHO 0003HAYCHUIO X TOTMMOP(HBIX BapuaHTOB — fra.
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OmHOPOIUTENBCKHE TUCOMUH, TIPH KOTOPHIX B KAPHOTHIIE OHA W3 TIap TOMOJIO-
TMYHBIX XPOMOCOM IPEJICTABIICHa XPOMOCOMAaMH OJTHOTO U3 pOJIUTENeH, 0003HaYaeTCs
cumBosioM upd*. B dhopmyne kapuotumna B CKOOKax yKa3bIBaeTCS HOMEP XPOMOCOMBI,
a 3aTeM poauTenbckoe mpoucxoxaenue: 46,XY ,upd(15)mat

2.1.4. Ilopaook 3anucu ¢popmynsl Kapuomuna: XpomocomHvle Mymayuu

1. PeuunpokHasi TPaHCJAOKAIMSL TIPEJACTaBIsIET COOOM B3aWMHBIA OOMEH
(dbparmMeHTaMu MEeXy IByMsI U 00jiee HEroMOJIOTMYHBIMUA XPOMOCOMaMHU M 0003Hava-
eTcsd CUMBOJIOM t. AyTOCOMBI, BOBJICUEHHBIE B TPAHCIIOKALIMIO, YKA3bIBAIOTCS IO BO3-
pacTaHuio B CKOOKax IOCJIE CUMBOJIA (ITOJIOBBIE XPOMOCOMBI UMEIOT IPUOPUTET).

Mexay XpoMOCOMaMM CTaBUTCS Pa3JeMUTENbHBINA 3HAK — TOYKA C 3aIsITOM,
Jlajiee BO BTOPBIX CKOOKAX YKa3bIBAlOT IUIEYM M TOYKHM pa3pblBa Ha XPOMOCOMaX,
BOBJICUCHHBIX B TpaHCcIOKaluoo. OrnpeesieHne TOYEK pa3pbiBa MPOUCXOUT IyTEM
CPaBHEHUSI WIMOTPAMM COOTBETCTBYIOLIMX XPOMOCOM M Pa3pelleHUss XPOMOCOM
(uncna 63H710B) Ha MeTadaszHbIX mIactuHkax. Hanpumep, 46,XY,t(2;15)(q31;926),
PELMIIPOKHAS TPaHCIOKAlUs MEXAy XpoMocomaMu 2 u 15; Touka paspeiBa Ha
xpomocome 2 HaxomuTces B 31, yuactok xpomocomsl 2q31—2qter Tpanciaonupo-
BaH Ha Xxpomocomy 15 Ha O3HJ npokcumanbsHee 15926. Touka pa3pbiBa Ha XpOMO-
come 15 Haxoautes B 426, ydyacTok XpoMocoMbl 15q26—qter TpaHCIOLMPOBAH Ha
xpoMocoMmy 2 Ha 03HJ npokcumaiibHee 2q31.

2. PobOepTcoHOBCKHME TPAHCIOKANMHU IIPEJCTABISIOT COOOM IIEHTPUYECKHE
CIIUSIHUSI IBYX TOMOJIOTUYHBIX WJIM HETOMOJIOTUYHBIX AKPOLUEHTPUUYECKUX XPOMOCOM
¥ 0003Ha4Yal0TCAd CUMBOJIOM rob win der. OTH CUMBOJIBI PaBHO3HAYHBI. AKPOILIEH-
TPUYECKHE XPOMOCOMBI, BOBJIEUCHHBIE B 00pa3oBaHne PoOepTCOHOBCKOI TpaHCIOKa-
[IUM, YKA3bIBAIOTCS MO0 BO3PACTAHUIO B CKOOKAX IMOCIE CUMBOJIA U OTAEISIOTCS JPyT
OT Jpyra TOYKOH cC 3arsAToi. Jlanee BO BTOPhIX CKOOKAxX yKa3bIBalOT TOUKH pa3pbiBa
Ha XpoMocoMmax, /i PoOepTcoHOBCKUX TpaHcnokanuii — 310 ql0 (ueHTpomMepHbIi
paiion). Hampumep, 45,XY,der(14;21)(q10;q10) mmu 45,XY,rob(14;21)(q10;q10)

He cnenyer 3a0biBath, uTo npu PoOGEepTCOHOBCKHUX TpaHCIOKAIUsAX oOlee
YHCII0O XPOMOCOM B KapUOTHUIIE YMEHBIIAETCS HA OJIHY, TOCKOJIBKY U3 JABYX aKpOLEH-
TPUUECKUX XPOMOCOM 00pazyeTcs oaHa. MckiroueHueM sBISIOTCS CIydau TPUCOMUIA
110 XpOMOCOME, BOBIICUEHHON B 0Opa3zoBanue PobepTcoHoBCKOi TpaHcinokamu. [1pu
TOM 00Ilee YHUCIO XPOMOCOM OyAeT paBHBIM 46, a TOMOJHUTEIbHBIM HOPMAaJlb-
HBIII TOMOJIOI aKpOLIEHTPHKA, y4acTBYIOIIEro B oOpa3zoBaHuu PobGepTcoHOBCKOM

*31ech U Janee CUMBOJIBI BBIJICJICHBI JKUPHBIM IIPU(TOM A7 y100CTBa BOCIIPUATHSL MaTepuaia,
npu 3anucH HopMyJT KapUOTHTIA CHMBOJT TTHUIIETCS OOBIYHBIM IIPH(TOM.
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TPaHCJIOKAIMK, OYAET YKa3bIBaThCs CO 3HAKOM «+». Hampumep, B kKapuoTHiie UMeeTcst
PobGepTcoHoBCKass TpaHCIOKaIus MexXay xpoMocomamu 14 m 21; omHa HOp-
MayibHas (IO CTPOEHUIO) Xpomocoma 14 u 51Be HOpMaibHbIE XPOMOCOMBbI 21:
46,XX,der(14;21),+21. Onnako, cileayeT 3aMeTHTb, UYTO, €CIM B KapHOTHUIIE
uMmeercs PoOepTcOHOBCKas TpaHCIIOKalMs Mexay xpomocomamu 14 u 21, onHa
HOpMajbHas xpomocoma 21 u ABe HOpMallbHbIE XpoMocoMbl 14, To dhopmyrna
kapuoTuna, cornmacHo ISCN, Oyaer 3anuceiBathes Tak: 46,XX,+14,der(14;21)

3. HepenunpokHbie TPAHCJIOKALIMH MIPEICTABISAIOT 00011 HecOaTaHCUPOBaH-
Hble OOMEHBI XpOMOCOM U 0003HayaroTcsi cuMBosiamu der u t. Ilocie ykazanust 00-
IIEro YKciaa XpOMOCOM M COCTaBa MOJIOBBIX XPOMOCOM YEpE3 3aISTYI0 YKa3bIBACTCS
cumBoil der M B CKOOKax — JepuBaTHas Xpomocoma. Jlaimee ctaBuTCS CHUMBOM t
U pacirpoBbIBAETCS TPAHCIIOKALIMS, B pe3yJIbTaTe KOTOPOW MPOU30IILII0 00pa3oBa-
Hue aepuBaTHOM xpomocombl. Hampumep, 46,XX,der(10)t(10;13)(p15.3;g21.33)mat.
To ecTb B KapUOTHIIE UMEETCS IBE€ HOPMAJIbHBIE XPOMOCOMBI 13 1 0JJHa HOpMaJIbHAas
xpomocoma 10; BTopast xpomocoma 10 — nepuBaTHas, UMEET JUIMHHOE ILJIEYO0, KOPOT-
Koe 1mieyo ot ueHrpomepsl (pl0) mo Gouma 10p15.3 U TpaHCIOUMPOBaHHYIO YacThb
xpomocombl 13 ot O3uma 13q21.33 10 Tenomeps! AMHHOTO MUieya. B kapuotune ya-
cThyHasi Tpucomus 1o xpomocome 13 (mo yuactky 13g21.33—13qtel) u yactuunas
MOHOCOMHUS 110 yYacTKy KOpOTKoro rieda xpomocombl 10 (10p15.3—10ptel). depu-
BaTHasi XpOMOCOMa YHAacje0BaHa OT MarepH — HOCUTEIbHHUIBI COATAHCUPOBAHHOU
TpaHciaoKauuu Mexkay xpomocoMamu 10 u 13: 46, XX,t(10;13)(p15.3;g21.33)

4. Uncepuuu — nepeMeltieHre (parMeHTa OJTHOM XPOMOCOMBI BHYTpPb ApPYIOH,
0003HayYar0TCd CUMBOJIOM ins. XpoMOCOMa-pELIMITUEHT, IPUHUMAIOLIAs CETMEHT, yKa-
3BIBAETCSI MEPBOM, XPOMOCOMA-JIOHODP, TEPSIOIIAasl marepuas, — Bropo. Harmpumep,
46,XY,ins(5;2)(p14;922q32) — cerMeHT XpOMOCOMBI 2 Mex 1y 2922 u 2q32 MHCEPTUPO-
BaH, T. €. BCTAaBJICH B XpOMOCOMY 5, TOUKa pa3pbiBa Ha XpoMocoMe S5 — 0rH11 Spl4.

5. llenenuu TpENCTaBISAIOT co00i yTpaty 4actu XxpomocoMbl. CumBoin del
UCIIOJIb3YETCA Il 0003HAYEHUS] KaK MHTEPCTULUHAIBHBIX (BHYTPEHHUX), TaK
U TepMUHAIBHBIX (KOHIIEBBIX) Aenenuii. Hanpumep, B kKapuoTuie UMeeTcs: TepMHU-
HaJbHas JeNelusl ¢ TOUKou pa3psiBa B 03H1€ ql3: 46,XX,del(5)(q13). Xpomocoma
C JeNenuend COCTOMT U3 LEJI0Tr0 KOPOTKOro Iieda (5p) U 4acTu JJIMHHOIO IUieua,
JeXKAIero My LIeHTpoMepoid u 63Ha0M 5q13.

6. lymiukanuss — yJBOCHHE YacTU XPOMOCOMBI, 0003HAYaETCsI CUMBOJIOM
dup. OpuenTanus Iyrukanui (MHBEPTUPOBAHHAS WIM MpsMasi) o0O03HaYaeTCs
nopsakom 0sHnoB. Hampumep, 46,XX,dup(1)(q21925) — npsamas gyniaukamus
cerMeHnTa Mexay osuaamu 1q22 u 1925; 46,XY,dup(1)(q25922) — uaBepTHUpOBaHHAS

TyTUTMKAIMS CerMeHTa Mex 1y 03uaamu 122 u 1qg25.
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7. NuBepcus — nepeBopoT (parmenta xpomocomsl Ha 180 rpamgycos, o603Hava-
ercsd CUMBOJIOM inv. MHBepcHs MOXET MPOUCXOAUTh B IPEAEIaX OJHOTO IUIeya
XpOMOCOMBI (TIapalieHTpUYecKas) WK 3aTparuBaTh CErMEHThl 000X Iuied (NepUlleH-
Tpuueckas). [lapaneHnTpudeckas Wiv NEPULICHTPUYECKAs: HHBEPCUS CIIEAYET U3 3aIIUCH
dbopmynbl kKapuotuna. Hampumep, GpopMmyra kapuoTHna ¢ napaneHTpHIecKOil HHBEP-
cueir xpomocoMnl 3: 46,XX,inv(3)(q21926.2), npu 3ToM OoJiee MPOKCUMATIBHBINA 03H]T
yKkaspiBaercsa IepBbiM. (DopMmyna KapuoTMna € IEPULIEHTPUYECKOW WHBEPCUEH:
46,XY,inv(3)(p13g21), npruem 63H] B KOPOTKOM IUI€UE YKA3BIBAECTCS IEPBBIM.

8. U30XxpoMoCcoMa — METALICHTPUYECKAsT XPOMOCOMA C T'€HETHYECKH HJICH-
TUYHBIMU TUIe4aMu, 0003HAYaeTcsi CUMBOJOM i. TOUKkM pa3pbhiBa 0003HAYAKOTCS
kak pl0 wimm q10 B 3aBUcuMoOcTH OT Mopdoioruu HU30xXpoMocombl. Hampumep,
M30XpOMOCOMa O JJIMHHOMY Iuiedy xpomocombl 18: 46,XX,i(18)(ql0). N3oxpo-
MOCOMa I0 JUIMHHOMY Tuieuy X-xpomocombl: 46,X,1(X)(q10)

9. KoJsiblieBbIe XpOMOCOMBI TIPE/ICTABIISIOT COOOM OMHOYHBIE (peXke JBOUHBIC)
3aMKHYTbIE KOJIbIIa C OJJHOM WJIM JBYMS LIEHTPOMEPAMH, 0003HAYAIOTCSI CUMBOJIOM I.
Touku pa3pbiBa U BOCCOEAMHEHUS (€CIM OHU TOYHO HE OIPEIETICHbI) YKa3bIBAIOT IO
TeNIoMepHbIM 0dHIaM. Hampumep, ¢popMyiia kKapuoTuna ¢ KOJIbIEBOW XPOMOCOMOM §:
46,XX,r(8)(p22q24.2). Ecnu kojblieBas XpoMocomMa 00pazoBaHa aKpOIICHTPUUYECKOM
XpPOMOCOMOM, TO TOYKU pa3pbiBa U BoccoeanHenus, corinacHo ISCN, He 060-
3HayaoT. Hanpumep, konbuenas xpomocoma 13 B kapuortune: 46,XX,r(13).
Ecnn B kapuoTHUIE NPUCYTCTBYET aHEYIJIOUNSI COBMECTHO C KOJIBLIEBOM XpO-
MOCOMOM, TO KOJIbIIEBasi XpOMOCOMAa YKa3bIBAa€TCS B COOTBETCTBUU C HOMEPOM
XpPOMOCOMBI, OT KoTOopoi oHa mpouszonuia: 48,XX,+1,r(7),+19. Ecau npowuc-
XOXKJEHUE KOJBLEBOH XPOMOCOMBI HEM3BECTHO, TO OHA YKa3bIBAECTCS MOCIIEIHEH,
HO nepes MapkepHbIMH XxpoMocomamu: 48, XX, +r,+mar

10. MapkepHBIMHM XpPOMOCOMAMHM INPUHATO Ha3bIBaTh AaHOMAJIbHBIE,
HEUJICHTU(PHUIMPYEMBIE C MOMOIIBI0 METOJIOB JU(PGHEPEHITHATEHOTO OKpAIIMBAHUS
XpPOMOCOMBI, KOTOpble (B 00IIEM) MO pa3MepaM paBHbl WJIM HE MPEBHIIIAIOT
pa3Mepsl xpoMocombl 20 Ha OJHOM W TOM ke MeTada3zHoi miactuHke. O003Ha-
yarTcs cuMBoJioMm mar. Hanpumep, 47,XX,+mar

Crnenyer eme pa3 oOpaTUTh BHUMaHHUE Ha TO, YTO €CJIM XPOMOCOMHAsI MyTa-
1M TPOU30IIA BHYTPU OJIHOM XPOMOCOMBI (MHBEpCHS, NYIUIMKAILMS, JIEIeHus,
KOJIbLIEBAs XpOMOCOMA), TO MPHU paclin(poBKEe TOUEK pa3phiBa MO MJIe4aM XPOMO-
COM pa3JIeJTUTENbHbIE 3HAKU HE CTaBATCA.

bonbmie npumepoB 3anuceit Gopmysl KapUOTUIIOB ¢ XPOMOCOMHBIMH TEpe-

CTpOMKaMM MPECTaBIEHBI B MPUII. 2.
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2.1.5. Ilopaook 3anucu ¢popmynst Kapuomuna:
CAYUAU MO3AUUUIMA U XUMEPUIMA

1. [IpucyrcrBue Oosiee 4eM OAHOW KJIETOYHOM JIMHUK — MO3aMIM3M — 000-
3Ha4aeTcsl 3HaKoM / (Kocasi yepTa) Wik CUMBOJIOM mos. [Ipudem kiioH ¢ myTanuein
yKa3bIBaeTcs MepBbIM. B KBaJipaTHBIX CKOOKAX 3aMHUCBHIBAETCSA YUCIIO MPOaHAIU3H-
poBaHHBIX MeTada3HbIX miacTuHOK. Hampumep, 45,X[12]/46,XX[10] — Mmo3zanunas
dbopma MOHOCOMUU X-XPOMOCOMBI.

Ecnu B kapuoTHIe mpucyTCTBYET HECKOJIBKO a00EpPaHTHBIX KJIOHOB, TO TIEPBHIM
yKa3bIBaeTCs MPeoOIIaIatoNNi KJIOH, U Iajiee 10 YMEHBIIICHHUIO, MOCTICTHIM 3aITiChI-
BaeTCsl KJIOH C HOpMaJIbHBIM KapuoTurioM. Hanpumep, 45,X[12]/47, XX X[6]/46,XX[3]

2. Xumepu3m (ob6o3Hauvaercsi cumBosioM chi) xapakrepusyercs Hanmuuuem
B OopraHusmMe JByX (pexe 0ojee) TUHUN KIETOK, HECYIIUX T€HOMbI Pa3HbIX 3UTOT,
npeo0iaalonivii KJIOH KJIETOK B (opMylie ykKas3biBaeTcs nepBbiM. Hampumep,
chi 46,XX[16]/46,XY[6]. ITpu xumepusme nociie TpaHCIIAHTAIMA KOCTHOTO MO3Ta
KJIETKA PEHMUIHEHTA yKa3bIBAIOTCA NMEPBBHIMM BHE 3aBUCHMOCTH OT MX 4YHUCIA,
KJIOHBI KJIETOK JIOHOpa M PEIUIIMEeHTA OTIESISIOTCS 3HAaKOM // (JIB€ KOChIE YEPThI).
Hanpuwmep, 46,XX[3]//46,XY[20]

[Tpu ucnonb3zoBanuu cuMBOJIa MOs wiau chi nepen 4rciIoM XpoMOCOM U CUM-
BOJIOM cTaBsT npodesn. Hampumep, mos 45,X[10]/46,XX[12]

2.2. 3akiir04eHne IPU KAPHOTHUIIMPOBAHUM

Uto kacaeTcs 3amucy 3aKIOYeHUs], T. €. CJIOBECHOTO OMHCAHUS MPOaHaJIH-
3UPOBAHHOI'0 KapHOTHUIIA, TO B POCCUU OTCYTCTBYIOT €/IMHBbIE TPEOOBAHUS K €r0
comepkanuio. Bce wWMerommecs: WCTOYHWUKH, TIOCBSAIICHHBIE JTOW TMpoljeme
(mampumep, [9]), ocHoBbIBatOTCSI Ha EBpomneiickux ctangapTax KOHTPOJISI KauecTBa
s nuToreHetmdeckux wuccnenoBanuii  (General guidelines and quality
assurance for cytogenetics, 2012).

DOopMyITHPOBKH 3aKIIFOUYEHU MOTYT BapbHPOBATh B KAXKIOW KOHKPETHOM 1a00-
paropun. CornacHO peKOMEHIAINAM, 3aKIIF0UEHHE TI0 MPOAHAIM3UPOBAHHOMY KapH-
OTHITY JOJIKHO OBITh HAIMUCAHO B JIOCTYITHOM W MOHSITHOW HECHEHAIHUCTY (opme
Y BKJIIOYATh JIAHHBIE O TOM, HOPMaJIbHbIA WM aHOMAaJbHBIA KapHOTHUII, COATAHCHUPO-
BaHHBIN WK HecOanancupoBaHHbIi. [Ipu oOHapykeHun nucOanaHca Cieayer ero omu-
carb (MOHOCOMHUSI, TPUCOMHUS, JIEELMs U T.J.) U HalKMCaTh Ha3BaHWE CUHIPOMA WU
Oosie3HM (€ClTi HMMEETCs), CBSI3aHHOTO C OOHApY)KeHHOM MyTarued (Kak MpaBuiio,
Ha3BaHWE MUIIETCA B CKoOKax). [Ipm HE0OXOIMMOCTH TOCHE 3aK/IIOUEHHsI 1aTh PEKO-

MCHAAINHU IJIA TCHCTHUYCCKOT'O KOHCYJIbTUPOBAHUS NN KAPUOTHITMPOBAHMAA pOHHTGHGﬁ.
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He pexomenayercsi yka3biBaTh B 3aKJIHOYEHUH MOJIMMOPQHbBIE BAPUAHTHI, TAKHUE,
KaK YBEJIMYECHHBI WM YMEHBIIECHHBIN pasMep MPULEHTPOMEPHOIO IeTEPOXPOMAaTHHA
Ha xpomocomax 1, 9, 16 mnu rerepoXpoMaTruHOBOrO OJOKa B JIUCTAIbHOM OT/ENE
JUIMHHOTO Iledya Y-XpOMOCOMBI, pa3Mep CIIyTHUKOB WJIM CIYTHHUYHBIX HUTEU
AKpPOLIEHTPUYECKUX XPOMOCOM, IEPULEHTPUUYECKHE UHBEPCUU I'€TEPOXPOMATH-
HOBOTO Oyioka Ha xpomocomax 1, 9, 16, 4ToObl HEe BBOIWUTH B 3a0yXKICHHE
HeclelnuanucToB. Mx cienyer oTMeuyaTh TOJBKO B JIaOOPAaTOPHBIX JKypHajax.
HcknoueHnneM, Moxxaiayd, SBJISIOTCS CIy4ad KapUOTHUIIMPOBAHUSA JOHOPOB
IIOJIOBBIX KJIETOK U KJIETOK KOCTHOI'O MO3ra.

IIpumepsl 3aKI0YEHUN K KapuOTHUIIaM, HAIIMCAHHBIE C y4eTOM EBponenckux
crangaptoB u ISCN, npencraBneHs! B mpui. 2.

2.3. Onucanne pedpepeHTHBIX 0IHI0B HA XPOMOCOMAX YeJI10BeKa

[Ipu ananuze auddepeHnnarbHO OKPAIIEHHBIX XPOMOCOM YJIOOHO IOJIh30-
BaThCs CIELMATIbHBIMU ariacamMu. Tak, MHOTO JECATHJIETUN HACTOJIbHON KHUTOU
BCEX HAUYMHAIONIMX (M HE TOJBKO!) IUTOTEHETUKOB SIBISETCS aTyiac «XPOMOCOMBI
yesoBekay noj peaakuuen A. @. 3axapona (1982). «ATiiac XpoMOCOM MOCTOSHHBIX
KJIETOYHBIX JIMHUN YesioBeka u xkuBOTHBIX» C. E. MamaeBolt OyaeT untrepeceH ajis
uccienoBaresiei, paboTaomux B 00J1aCTH MUTOTEHETUKA U OHKOIIUTOT€HETHUKH,
a TakKe JUIsl CHElUaIMCTOB, Ybsl pa0OTa CBs3aHa C UCIOJIb30BAHUEM KJICTOUYHBIX
auHAE MutekonmTaromux. “Human chromosome atlas: introduction to diagnostics
of structural aberrations” C. Behrend ¢ coaBTropamu (2017) uiurocTpupyeT 4acTHbIC
CJly4au KapUOTHUIIOB C Pa3IMYHBIMU XPOMOCOMHBIMU NIEPECTPONKAMH.

B stoM paznerne OyayT onrcaHbl OCHOBHBIE CETMEHTBI Ha XpPOMOCOMaX, MOJy-
YyeHHbIe ¢ nomoibio G-03HAMHTa npu ypoBHEe paspemienus 400-550 OsHI0B Ha
raruIONuHBIA TEHOM, KOTOpPhIE U3Y4alrOT BCE HAYMHAIOIINE IUTOTCHETHKU. B omu-
CaHWU MPUBOJIUTCS HEDOPMaNbHBIA CIEHT, KOTOPBIM MOMOTaeT MpHU 3ayYWBaHUU
05H10B Ha XpoMocoMax. [IpuMepbl TaKUX CXeMaTUYHO U300PAKEHHBIX XPOMOCOM
MIPE/ICTABIICHBl BMECTE C MX CIIOBECHBIM ONHcaHueM U Mukpodotorpaduei. Cie-
JyeT BCEr/a MOMHHUTb, YTO aHAIU3 000U Memapa3Hol nIACMUHKY HAYUHAIOM C
noocuema obweeo uucia xpomocom (!) — 3TO MOMOTAET COPUEHTUPOBATHCS B
HaJIMYUU UM OTCYTCTBUU MU3MEHEHHI B YMCIICHHOM HA00Ope XPOMOCOM.

2.3.1. Xpomocomwt cpynnvt A — 6onvuiue memayeHmpuyecKue Xxpomocomol

Xpomocoma 1 (puc. 2.1): KOPOTKOE IJIEYO UMEET CBETJIbIN KOHIIEBON palioH
(KaKk CBETJIBIE «YIIKHY»), Pa3IMYaloT, KAk MHHUMYM, JIBa TEMHBIX OJHJIa BBIIIC
nieHTpoMepbl. Cpasy MoJ] IICHTPOMEPOH Ha JJTMHHOM IUIe4Ye — TEMHBIN TOTUMOPQHBIHA
Mo pasMepy U (pexe) MOJIOKEHUIO OJIOK MPHUIICHTPOMEPHOTO TeTEepPOXpOMaTHHA
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(ITLI'X), cpa3y ol HUM — CBETJIbINA O3HA U TPU (XOPOLIO 3aMETHBIX) WM YEThIPE
TEMHBIX 03H]1a (ITOCIEeIHUIA — caMblil TUCTaIbHBIM Ha (), IBa CPEITHUX U3 KOTOPBIX
Oosee nHTEHCUBHBIE, 09H] 1q31 — camMblii HHTEHCUBHO OKpPAILIMBAIOLIUICS.

CBeTible «yLIKN»
Ha KOHYMKE p-Tjieya

JIBa TeMHBIX
09HJa Ha p-TUIeYe

[THI'X cpa3y oz
LEHTPOMEPOH Ha q-ILIeye

1 i [TomumopdHbIN TeMHBIH 610K

Yersipe 1q31 Hanbonee HUHTEHCUBHO
TEMHBIX OKpAaIlICHHBIN
OoHza
Ha g-fuiede JlucTanbHBINA TEMHBIA O3H]T

Ha g-TUIeYe

Puc. 2.1. CxemaTtnuHoe nzo0OpaxeHue (cieBa)
u MuKpodoTorpadus (crpaBa) XpoMocomsl 1

Xpomocoma 2 (puc. 2.2): mOYTH Takas K€ IO pa3MepaMm, Kak xpomocoma 1.
bonee cyOmeranentpuunas. Ha kopoTkom miede yeTbipe TEMHBIX 03HIA, OHU
MOTYT «CIIMBaThCA» U ONPENENATHCSA Kak JBa KpynHbIX. Ha nnuHHOM muede —
OT YeThIpeX 1 00jIee TEMHBIX 03H/I0B (B 3aBUCUMOCTHU OT pa3pelieHus).

UYeTtsipe TeMHBIX 03HIa Ha 4D

> Ha g-mmede ot yetwipex u Oosee
TEMHBIX OPHIOB

J

Puc. 2.2. CxematnuHoe n300paxxeHue (ciena)
1 MEKpodoTorpadus (crpaBa) XpOMOCOMBI 2
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| |
<+—C(CBeTJIble MAJIEHBKHUE «YILLIKH»
. <«“—TemHblil 03H Ha p-IIeue

JIBa TemHBIX O3H1a:

IPOKCUMAJILHBIE Ha 3p \prrIHBIe CBETJIbIEe O3H/IBI TOCEPEINHE
" JUCTAJILHBIC HA 3q P- 1 q-1IJICY — «IPOCTPCIIbD) B «T'OJIOBE»
U «HOTax» XpOMOCOMBI
.n
TemubIit 69H] cpasy
1o/, LICHTpOMepoit Ha 3q

’ ' — CBeTJible MaJICHBKHE

«TaIlO4YKu»

Puc. 2.3. Cxematnunoe nzobpaxxeHue (Crpana)
1 MukpodoTorpadus (ciaeBa) XpoOMOCOMBI 3

Xpomocoma 3 (puc. 2.3): B cepeAHE WIH NPAKTUUECKU B CEPEIMHE KOPOTKOTO
U JUIMHHOTO IUI€Y — KPYIHbIE CBETIbIe 03HbI. CBETIbIE TEIOMEpPHBIE OIHJIBI —
Ha oOoux mevax. TemHbIl 69HI — cpa3y MOJ IEHTPOMEPOU Ha JJIMHHOM ILIeUe
(MOeT OBITh pa3nuyuM Kak JABOMHOM). TemHble 00JacTH, COCTOSIIIME U3 JBYX
OJIM3KO PACIHOJIOKEHHBIX TEMHBIX O3HIOB (CIMBAIOTCS U BUJHBI KaK OJIUH KPYII-
HBII), — MPOKCUMAaJIbHBIE HA KOPOTKOM IJIeYe U JUCTAIbHbIC HA JJIMHHOM IUIeYe.

2.3.2. Xpomocomwt epynnvt B —
Oonvuiue cyomemayenmpuieckue Xpomocomol

Xpomocoma 4 (puc. 2.4): KOPOTKOE TUIEYO C TOHKUM TEMHBIM O3HIOM, KOTOPHIiA
WHOTIa MOYKET OBITh pa3IMYeH KaK JBOWHOW. [ITMHHOE TUIEYO C YETKO Pa3InIuMbIMU
YeThIPbMs TeMHBIMH OdH1aMu. [TepBbIii TEMHBIN 03H]T — Cpa3y MO/ IIEHTPOMEPOH.

<«—— Tonkuit ABoIHOI TeMHbII 09HA Ha 4p

\

> Yetbipe TeMHBIX 09HAa Ha 4q. [IepBbIil TEMHBIH
0%H]T — cpasy Mo [IEHTPOMEPO

Puc. 2.4. CxematnuHoe n300paxxeHHE (CIeBa)
1 MukpodoTorpadus (crpaBa) XpoMOCOMBI 4
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<— B cepenune Sp — TeMHBIN 09H]

™
B cepenune 5q — TpoitHOM TeMHBIN OJIOK
V3kuii TEMHBIH OdH B JUCTAILHOM .

otaelne 5q
Puc. 2.5. CxematnuHoe n3o0paxxeHue (ciena)
u MuKpodoTorpadus (crpaBa) XpOMOCOMBI 5
Xpomocoma 5 (puc. 2.5): KOPOTKOE IUIEUO C OAMHOYHBIM TEMHBIM OPHIOM
nocepenuue. [locepennHe NIMHHOTO IJie4a — TPU TEMHBIX, OJM3KO PACIOJIOKEH-
HBIX O9HJIa CIIMBAIOTCS B OJWH, 00pa3ys OOJBIION TEMHBIM OJIOK. Y3KHH TEMHBIN
O3HJ — B JUCTAIFHOM OTJEeJIe JJIMHHOTO IIjIeya.

2.3.3. Xpomocomuwt cpynnot C —
cpeonue cyomemayenmpuieckue Xpomocomol

Xpomocoma 6 (puc. 2.6): KOPOTKOE IJICUO C YETKO OMPEIeNIeMbIM OOJIBIIINM
CBETJIbIM 09H0M TnocepeanHe. O0pazyercst CBETIbIN KBajpaT. B paiione 1ieHTpomepsl
KOPOTKOI'O Tjieya — MaJeHbKUN TEMHBIN O3HJ, oOpa3yeTcs Kak Obl «yJIbIOOUYKay.
Ha nnmvHHOM 11€9e — HECKOJIBKO TEMHBIX O9HI0B (KaK MpaBuUIIo, onpeaensercs 4),
NePBbIA TEMHBINM 09H] — Cpa3y MO IEHTPOMEPOH.

] .<_CB6TJ'IBII71 0311 nocepeuHe 6p — «IIPOCTPEI»
B «T'OJIOBC» XpOMOCOMBI

<«——Haj nentpomepoii B 6p — MajeHbKHI TEMHBIN
N 02H] — «yIBIOOYKa»

Ha 6p — uetbipe Temubix 05HAa. [1epBbIit
TEeMHBII 09HJT — Cpa3y Mo LHEHTPOMEPOi

JIIe

/

Puc. 2.6. CxematnuHoe n3o0paxxeHue (ciena)
1 MuKpodoTorpadus (crpaBa) XpOMOCOMBI 6
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Xpomocoma 7 (puc. 2.7): Ha KOPOTKOM IIJIe4Ye — YETKUW TEMHBIN 02H/1 HA KOH-
yuke («TeMHble Tna3ku»). Ha niuuHHOM Iuiede — JIBa YETKUX TEMHBIX O3HJA,
oOpa3zyeTcst KBaapar u3 O9HIIOB, HA KOHIIE TJIeYa — MEHEE WHTCHCUBHBIA TEMHBIN
0211 (ipu pazperieHnn 550 63HA0B OyACT pa3anyaThes Kak JBa OJIM3KO JISKAIIUX
TOHKUX TEMHBIX 02H/1a). XpoMocoMa Kak OyATO 0/ieTa B TEIbHSIIKY.

, Uetkuit TeMHBIN 09H/ Ha TEIOMEPE
7p («TEMHBIE TTIA3KN»)
Ha g-mutede — Ba 4e€TKUX TEMHBIX
OdHIa
b
| v
&
-
B tenomepe 7q — MEHEE HHTEHCUBHO bl
- 4_ 1
T OKPAIIMBAIOIIUICS TEMHBIN 03H]T -

Puc. 2.7. CxematnuHoe n300paxkeHHE (CIeBa)
1 MukpodoTorpadus (crpaBa) XpoOMOCOMBI 7

Xpomocoma 8 (puc. 2.8): Ha KOPOTKOM IIjieue — JBa TEMHBIX O3H7A: OJuH OoJiee
MPOKCHUMAIIBHBIA, JApyrou Ooisiee auctanbHbi. Ha mimHHOM mjiede — 1Ba

TeMHBIX O3HJA, IPUYEM JUCTAJbHBII TEMHBIM O3HJ XapakTepuszyercs Oosee
WHTEHCHBHBIM OKPAIIMBAHUEM.

JIBa TeMHBIX TOHKUX O9H7a Ha 8p:
OJIMH 0OJiee MPOKCUMATBHBIH,
Jpyroii 6oJee MUCTaNbHbBIN
Ha 8q — nBa TemHuBIX O3HAA
JlucTalbHBIN TEMHBIH O9H/T
<— XapakTepusyeTcs Oosee
WHTEHCUBHBIM OKpaIllUBaHUEM oy

Puc. 2.8. CxematnuHoe n300pakeHHE (CIeBa)
1 MukpodoTorpadus (crpaBa) XpoOMOCOMBI §
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Xpomocoma 9 (puc. 2.9): Ha KOPOTKOM IIeUe — MIUPOKUNA TEMHBINH O03H] (1Ba
OnM3Ko Jexanux Apyr K Apyry). Cpasy moj HeHTpoMepod Ha JUIMHHOM TIede —
CBETJIast 00JIaCTh, KOTOpAsk MOXKET BaphHPOBATH IO JUTHHE (JOCTUTAS JJTUHBI KOPOTKOTO
ieya) W MojoXeHuo. Ha nIuHHOM Tjiede — IBa OJAMHAKOBBIX IO WHTEHCHUBHOCTH
OKpAaIlIMBaHUsI TEMHBIX O3HJIIA CO CBETJIBIM OPHIOM MEXIY HHUMHU. DTH TpU Od3HIA
(1Ba TEMHBIX ¥ OJIH CBETJIBIA MEXTy HUMH ) IPUMEPHO PABHBI 110 pa3Mepy.

<«—— Iupoxuii TemHbIi 03H] (1Ba 01M3KO
JeXaIMX APYT K ApYyTy) Ha 9p

[Momumopdusrii 6ok ITHI'X —
II0JT HEHTPOMEPOI1 Ha g-Iljiede

HBa OJWHAKOBBIX 110 MFHTCHCHUBHOCTH
OKpallruBaHUA TEMHBIX 63HZ[3. 4
CO CBCTJIBIM 63HI[OM MCKIY HUMHU

v ’
Puc. 2.9. CxematnuHoe n300pakeHHE (CICBa)
1 MuKpodoTorpadus (crpaBa) XpoOMOCOMBI 9

Xpomocoma 10 (puc. 2.10): B cepeiuHe KOPOTKOIO mjieda — TEMHBIN O3H]I.

Ha mmvHHOM miiede — TpH TEMHBIX, XOPOIIO Pa3MYuMbIX OdHfa. IlepBbiii TeMHBIN
09H/1 HanOoJIee MHTEHCUBHO OKPAILIMBAETCS M PACHIOIAraeTCs Cpasy Mo LIEHTPOMEPOU.

B cepenune p-meya —
TEMHBIN 03HT

«—

N
Ha g-mmede — Tpu TeMHBIX 09HA.
[TepBriit TemHBIN 6911 (Hanbosee
WHTEHCUBHO OKPAIIINBACTCS) -
pacrosnaraeTcst cpasy -
MO/, LICHTPOMEPOi .
L
-
J

Puc. 2.10. Cxematnunoe nzo0paxxeHue (ciaena)
u MUKpodoTorpadus (crpasa) xpomocomsl 10

Xpomocoma 11 (puc. 2.11): Temomepa KOpoTKoro mieda cpetias. Ha kopot-
KOM IIJIeYe — OJIMH (pe’Ke OMPEeNeNAI0TCs KaK JIBa) MHTEHCUBHO OKpPAIlICHHBIN TeM-
HbIl OdHA. Ha jqnmuHHOM IUieue, cpasy IOj LIEHTPOMEpPOH — OOJBIION CBETJIBIN
02H]1, 32 KOTOPBIM CIIETyET TEMHBINH 03HJ, KOTOPHIA MHOT/IA pa3inyaeTcs Kak JBa

TCMHBIX 63HI[a, AJUCTaJIbHas 0011aCTh JINHHOI'O IIJIC4Ya — CBCTJIAsid.
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KpynHblii HHTEHCUBHO OKpaII€HHbBIN
TeMHbIH 03H1 Ha 11p

Cpa3zy nox uentpomepoii Ha 11q —
<——— KPYINHBINA CBETIBIN 03H (O0NBIION
CBETJIBIM «TIOSICOK)

Bonpmoii TeMHBINA 09H, COCTOSIIAMN
<«—— W3 IBYX OJIM3KO PacloJIOKEHHBIX
O2HJIOB — «HOXKKH, OJICTHIC B KaIIpH»

-
<— JlucranbHas obnacth 11q — cBernas I

Puc. 2.11. CxematnyHoe u300paxeHue (ciena)
u MUKpodoTorpadus (crpaBa) xpoMmocomsl 11

Xpomocoma 12* (puc. 2.12): B cepeauHe KOPOTKOro Ijleya — OAWH TEMHbIN
03H1. Ho B oTiume ot xpoMocomsl 11 He Tak MHTEHCUBHO OKpaiieHHbI. L{eHTpo-
MepHasi 00JacTh TeMHas. Ha AiMHHOM Tuieye moJi LIEHTPOMEpOU — CBETJBIA O3HI,
OJTHAKO B oTiiMure oT 11q OH TOHBIIE. 3a CBETIIBIM O3HIOM CieyeT OOJbIas TeMHAs
obnacth (0oJee BBITSIHYTas IO pa3MepaM Mo cpaBHEHHIO ¢ 11q), KOTopas cocTouT u3
TpeX, OJIM3KO PacHoJIOKEHHBIX O3HAOB. MOTyT OmpeaensThCs Kak OJuH OoJiee

prHHbIﬁ N OJJH MECHBIIIHH. I[I/ICTaHBHaH 00J1acTh JJIIMHHOTI'O IIJICYa CBCTJIasd.

<4— Ha 12p — oxuH TeMHBI 09H]T

Ha 12q nox uenTpoMepoi — TOHKUI
<——— CBETIbIH 0%H]1 (TOHKUH CBETIIBIN

«TIOSICOK»)
Tpu 651M3K0 PacTONOKEHHBIX a
‘—
TEMHBIX O3HIA b
»

<— JlucranbHas o6nacth 12q cBetTias

Puc. 2.12. CxemaTuuHoe n3o0paxeHue (ciiena)
u MuKpodoTorpadus (crpasa) XpoMOCOMBbI 12

*Xpomocomel 11 1 12 70BOTBHO TOXO0XKH APYT HA JIPyTa MO PACTIOIIOKEHHUIO OHIOB BIOJb MX TUIEY.
HNx B myTKy Ha3bpIBalOT «OapwlHEe» (Xpomocoma 12, Tak kKak oHa Oojee BBITSHYyTasd,
«CTaTHas») U «KPECThIHKOI» (XpomMocoma 11 Oosee cxaras, «IIpU3eMHUCTAsD»).
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2.3.4. Xpomocomwt epynnet D —

cpeduue aKkpouenmpuiecKkue xpomocombl

Xpomocoma 13 (puc. 2.13): Ha KOPOTKOM IJIEYE MMEIOTCSI CITyTHUYHbBIE HUTHU
U CIYTHUKHU (MOTYT OBITh HEpPa3JMYUMBl Ha IMTOTEHETUUYECKHUX IMpernaparax).
Ha mymmaHOM T1UT€YE, cpa3y 1O IIEHTPOMEpPO, — TOHKHMM TeMHbIN 03H7 13913 (Moxer
ObITH HE3aMETEH, B 3aBUCUMOCTH OT KOHJICHCAIIMM XPOMOCOMBI). birke K qucTaib-
HOMY KOHITYy — TPOWHOM TEMHBIA O3HJ (TEMHBIE «TOJBb(PHUKI» HA «HOXKKAX» XPOMO-

combl). Pazmep mimmHHOTO mieya xpoMocomsl 13 anmHHEee, yeM y xpomocoMm 14 u 15.

Tonkuii TeMubIit 6911 — 1313

bnmxe k qucTanbHOMY KOHILY — TPOMHOU
TEeMHBIN 09H/T (TEMHBIE «TOJIBPUKI :
Ha «HOXKaX» XpOMOCOMBI)

Puc. 2.13. CxematnuHoe n3o0pakeHue (ciaena)
u MuKpodoTorpadus (crpasa) XpoMocomsl 13

Xpomocoma 14 (puc. 2.14): Ha KOPOTKOM IIEYE€ UMEIOTCS CITyTHUYHBIE HUTHU
U CIYTHUKHU (MOTYT OBITh HEpa3JMYUMBl Ha IIMTOTEHETUYECKHUX IMpernaparax).
Ha nnuHHOM mjeue, moja LEHTPOMEPOM, — TEMHBIA O3HI W Ha JHUCTAaJIbHOM
KOHIIE — TeMHbIH 03HA. OOpasyercs kBampar u3 03HA0B. Camasi aAucTaidbHas

HaCTh JJIMHHOTIO IIJI€4Ya CBCTJIAsd.

A
~N
JIBa TeMHbIX O5HIa Ha 14q: oauH Oosee
> MIPOKCHUMAJIbHBIN, IpyTOi OoJiee ﬁ
TACTAIbHBIN
-
%

Puc. 2.14. CxematnuHoe u300paxeHue (ciena)
u MUKpodoTorpadus (crpasa) Xxpomocomsl 14
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q-HHC‘-IO C TECMHBIM 63HI[OM paCHOHO)KeHHBIM
MOCepeINHE L

w

Puc. 2.15. CxematnyHoe uzobpaxeHue (ciena)
U MukpodoTorpagus (crpana) XpoMocomsl 15

Xpomocoma 15 (puc. 2.15): Ha KOPOTKOM IJI€UE€ UMEIOTCS CITyTHUYHBIE HUTH
U CIYTHUKHU (MOTYT OBITh HEpPa3JWUYUMBI Ha IUTOTCHETUUYECKUX Mpernaparax).

B cepenune NIMHHOTO TUI€Ya — TEMHBIA O3H]I.

2.3.5. Xpomocomwt cpynnot E —
cpeonue cyomemayenmpuieckue Xxpomocomol
Xpomocoma 16 (puc. 2.16): meranieHTpuueckas xpomocoma (pexe cyomera-
IEHTPUYECKasi, B 3aBUCUMOCTH OT JJuHBI moiaumopdroro 61oka [III'X). B ko-
POTKOM IIJIe4€ €CcTh JBa TOHKUX TEMHBbIX 03HJa (He Bcerja okpammBarorcs). Ko-
POTKOE IJIeY0, KaK MPaBUIIO, OKPAIIMBAETCS CBETJIbIM. Ha nnuHHOM miieue, cpasy
O]l LIEHTPOMEPOH, — XOPOIIO OKPAIIMBAIOMIMICS TOIUMOPQHBI TEeMHBINH OJIOK
[THI'X. Jlasiee Ha JTUHHOM IIIede — MeHee (M0 MHTEHCUBHOCTH) OKpAaIIUBAIOIIIHE-

Csl IBa TEMHBIX OdH/IA, MOCJIEIHUN — TUCTabHBIN Ha (.

JIBa TOHKHX TEMHBIX O3HIA:
OJIMH 00Jiee MPOKCUMAIIbHBIH,

Cpasy o IpyTOii Golee IUCTANBHEII

LEHTPOMEPOU —
)
OKpaLINBAIOIIUNCS
MOJTUMOPQHBII
TEMHBIH OJI0K
IMrx

Ha g-tuteue — menee
(TI0 UHTEHCUBHOCTH)
OKpAIITUBAIOIIUXCSI
IIBa TEMHBIX O3H1IA

0

Puc. 2.16. CxematnaHoe n300paxeHue (ciena)
u MUKpodoTorpadus (crpaBa) XpoMocoMsl 16
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Ha cepenune 17p — tonkuit
TEMHBIN 03H
HenTpomepa TemHas, <V © 03Hn

KPYIHBIN, CBETIIBIN O3H]T
binke K TepMUHAIBHOMY
‘ KOHILy 17q — KpyIHbIiA 1

~

oJ LieHTpomMepoit Ha 17q
TEMHBII 03H/I

Puc. 2.17. CxemaTuuHoe n3o0paxxeHue (ciieBa)
u MuKpodoTorpadus (crpaBa) XpoMocoMbI 17

Xpomocoma 17 (puc. 2.17): Ha KOPOTKOM IUIeY€ — TOHKHI TEMHBIM 03H]T (HE BCe-
rna omnpenensercs), 17p menblie no pazmepam, yeM 16p. Llentpomepa TeMHasi, cpazy
3a HEH CleMyeT KPYIHBIA, XOPOIIO Pa3IMYMMbIi CBETJIBbIN O9HJI, KOTOPHIM 3aHUMAeT
OO0JIBIIYIO YAaCTh AJIMHHOTO Iieya. bike K TepMUHAIBHOMY KOHILY 17q — OMH Kpyn-
HBIN TEMHBIN O3H]I, COCTOSIIMN U3 IBYX OJIM3KO PACIIOIOKEHHBIX TEMHBIX O3HJIOB.

18p okpammBaeTcsi paBHOMEPHO
U BBITJIIIUT CBETJIBIM

Ha g-nnede — aBa yeTkuX TeMHBIX 03HAa: 0JIuH OoJiee -
MIPOKCUMAIILHBIN, APyToi 0osiee TUCTalbHBIHN

-

Puc. 2.18. CxematnuHoe nzo0paxeHue (ciena)
u MukpogoTorpadus (crpaBa) XpoMocoMbI 18

Xpomocoma 18 (puc. 2.18): KOPOTKOE IJIEHO YACTO OKPAILMBAETCS PABHOMEPHO
Y BBINJISIINT cBeTIbIM. Ha JUIMHHOM IuTede — JBa YeTKHUX TEMHBIX 03HIIa: 0JIMH OoJee
MIPOKCUMAJILHBIH, IpyTroi 0oJiee AUCTAIbHBIN (ITpH pazpernieHuu 550 O3HI0B KaXK bl
OyzeT onpeAemnsThes Kak ABa ONM3KO PACHONIOKEHHBIX IPYT K ApYyTry). Mexty sTuMu
JIBYMSI TEMHBIMHU O3HJJaMU — YETKO OIIPEeNsieMblil CBETIIbINA O3H/I.

2.3.6. Xpomocomut epynnwt F — manvie memayenmpuueckue Xxpomocomol

Xpomocoma 19 (puc. 2.19): nentpomepHas U IPUIEHTPOMEpPHBIE 00JIaCTH
KOPOTKOT'O Y JJIMHHOTO IJIe4 TEMHbIE, CaMH TUIEYH CBETJIbie. PasMepsl v MojoxeHne
TeMHOOKpatmBaromierocs noimumopduoro [MII'X Bapeupytor.

- ¥ J-IUIEYd PAaBHOMEPHO
Temuas p-1q P p
MPOKPALLIUBAIOTCS U BBITJISIAT
LIEHTpOMEpa
CBETJILIMHA -

Puc. 2.19. CxematnyHoe uzobpaxeHue (ciena)
u MUKpodoTorpadus (crpaBa) XpoMocoMsl 19
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<— Ha p-ruieue — TeMHBIM 03H]T («TIIa3KM»)
LlenTpomepa meHee

BbIPAXXCHA YCM —
Ha Xxpomocome 19

r

q-IUIeYO C IByMsl Y3KMMU TEMHBIMU
09HIaMHU, HE BCET/1a MPOKPAIINBAIOTCS, ™
q-TUIEYO CBETIIOE, PABHOMEPHO

OKpAIlIEHHOE

Puc. 2.20. CxemaTnuHoe n3o0paxeHue (cieBa)
u MukpodoTorpadus (crpasa) xpomocomsl 20

Xpomocoma 20 (puc. 2.20): B KOPOTKOM ILJIe4Y€ €CTh TEMHbIN 09H]T (KaK «TJIa3Km»
npy oKpammBaHuM). LleHTpoMepa MeHee BbIpaXeHa, 4eM y XpoMocoMbl 19. JlnrHHOe
IUIEYO, KaK IIPABUJIO, CBETIIOE, PABHOMEPHO OKPAILIEHHOE, PEXKE MOKHO JIETEKTUPOBATh
JIBa OYEHb Y3KUX, MEHEE MHTEHCHBHO OKPAIIMBAIOLINXCS TEMHBIX O3H/1A.

2.3.7. Xpomocomut cpynnvt G — manvle aKkpoyenmpuuecKue Xpomocomol

Xpomocoma 21 (puc. 2.21): Ha KOPOTKOM IIJIeUe MUMEIOTCSI CIyTHUYHBIC HUTH
Y CITyTHUKH (MOTYT OBITh HEPA3JIMUMMbI Ha IIMTOr€HETUYECKUX Tipernaparax). Ha mmn-
HOM IIJIeYe — UHTEHCUBHO OKPAIITMBAOIINICS TEMHBIN 09H/I, 3aHUMAaeT 001aCTh MPOK-
CUMAJIbHYIO K [IEHTPOMEpPE, OCTEMEHHO 3aTyxasl (110 OKpPacKe) K TUCTAIbHOMY KOHILY.
H ¢
Ha g-reye MHTEHCHBHO OKpaILMBAIOIINIICS TEMHBIN

<—— OdHJI, 3aHUMAET 00JIaCTh MPOKCUMAITLHYIO K IIEHTPOMEpE,
IMOCTCIICHHO 3aTyXas K AUCTAJIbHOMY KOHITY

Puc. 2.21. CxematnuHoe n3o0paxeHue (ciaena)
u MuKpodoTorpadus (crpana) XpoMocomsl 21

Xpomocoma 22 (puc. 2.22): Ha KOPOTKOM IJI€UE€ UMEIOTCS CITyTHUYHBIE HUTHU
U CIYTHUKHU (MOTYT OBITh HEpa3JMYUMBl Ha IMTOTEHETUUYECKHUX IMpernaparax).
[lenTpomepa TemHas. B cepenuHe IIMHHOTO IJie4a — Y3KUW, MEHEe MHTEHCHUBHO
(deMm 1ieHTpoMepa) OKpalIuBaroIuics TeMHbIH 0oH — 22q12. B 1nenoM niuHHOE

IJICYO OKpamrBaACTCsA CBCTJIBIM.

® [
° H
Lenrpomepa TemMHast B cepenune g-mieya MoxeT OBbITh
BUJIEH y3KUH, MEHEE MHTEHCUBHO -
q-TUIEYO CBETIIOE (uem 1ieHTpoMepa) OKpaIIMBAOIIUIICS

TEMHBII 03H/I

Puc. 2.22. CxemaTuuHoe n3o0paxeHue (ciena)
u MuKpodoTorpadus (crpaBa) XpoMOCOMBI 22
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2.3.8. Ilonoevie xpomocomol

X-xpomocoma (puc. 2.23) mo mMophosioruu — cpemHsisi cyOMeTaneHTpruIecKas
xpoMocoMa. Pazmepsl X-XpOMOCOMBI IOYTH TaKUE JKE, KAK Yy XPOMOCOMEI 6,
HO KOpPOTKO€ IUIeYO JUIMHHEE, a JJIMHHOE — Kopoue. LlenTpomepHast o0nacth 1 npu-
LEHTPOMEPHBIE pallOHBI 000X IJIeY CBETIbIe. B cepearne KOpoTKOro rieya XopoIo
OTpeiesiieMblil YeTKO OKpaIlIUBarOLIUiics TeMHBIN 0917, Ha amuHoM ruieue — npok-
CHUMAJIbHBIN TEMHBIN 03H/I, paCcTIOIOKEHHBINH Ha TAKOM K€ PACCTOSTHUM OT LIEHTPOMEPBI,
KaK U TeMHbIHA O’HJI Ha KOPOTKOM Iuieue. Jlanee Ha JUIMHHOM IUIe4e — MEHEE UHTEH-
CHBHO OKpAIlIEHHbIE TEMHbIE O3H/IbI, PACIIONIOKEHHbIE OIMKE K IUCTAIbHOMY KOHILY
rieya. YeTko OKpalImBaroTCsl, Kak MPaBUIIO, 1Ba O3HIA, pexe Tpu 03H[a.

B cepenune p-mieua
YETKO OINpEeETIeMbIil

TEeMHBIN 09H/ IHentpomepuas
> Y TIPHUIIEHTPOMEpHas 00J1acTi
Ha Xq — HpOKCI/IMaJII)HI)If/'I B 000UX IUIe4Yax CBETJIbIE
TEMHBIA O3HI,
PacmoI0KEHHBIN e
Ha TAKOM K€ PacCTOSIHUU
OT LIEHTPOMEPBHI, KaK

N Ha g-nneue menee
U TeMHBbIN 0317 Ha Xp

WHTCHCHBHO OKpAIlICHHBIC
TEMHBIE O3HIEI,
pacIoIoKeHHbIE OJIFKe

K JTUCTAJIbHOMY KOHITY IJieua

e

Puc. 2.23. CxematnuHoe u3o0paxeHue (ciena)
u MukpodoTorpadus (crpana) X-XpoOMOCOMBI

Y-xpomocoma (puc. 2.24) mo Mopdosoruu — akporeHTpUIecKasi XpoMocoma.
CoyTHHKA ¥ CHOYTHUYHBIE HUTU OTCYTCTBYIOT, KOPOTKOE ILUIEUO HEOOJBIIOE IO
pasMmepaM. B nucranbHOM OTAene JUIMHHOTO Ijieda — 00JIbIIoi TeMHbIN 00K (Ba-
puabeIbHbIN MO JJIMHE KOHCTUTYTUBHBIN reTepoXxpoMatH). MoXeT OKpaliuBaTh-
csi TeMHbIid 09HA Y(ql1.22, pacmnonokeHHbIN cpa3y MOJ HMEHTPOMEPOH JITMHHOTO
rieda. XpoMaTubpl JUIMHHOTO IJIe4a PacloiOKEHbl, KaK MPaBUio, HapajjieIbHO
JpYyT Opyry (Kak pykaBa MUJKayKa Ha BEHIAIKeE).

XpoMmaruasl Ha Yq

PAacCIIOIOKEHBI MAPAILIETHLHO Ha Yq — nonumopdHbIi TeMHBIH
APYT APYrY («IIHIKaYoK <— OJIOK reTepoXpoMaTHHa,

Ha BEILAJIKE)) 3aHUMAIOIINHN TUCTATHHYIO YaCTh

o

Puc. 2.24. CxematnuHoe uzobpaxeHue (ciena)
1 MukpogoTorpadus (crpasa) Y-XpoMOCOMBI
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3aganus

1. CxeMaTuyHO 3apuCcOBaTh OCHOBHBIE 03H/IbI HA XpoMocoMax. [ToMHUTH, UTO
XPOMOCOMBI Pa3InYaroTcs Kak mo Mopgonoruu (MeTaineHTpudeckue, cyoMeTareH-
TPUYECKHUE, aKPOLICHTPUYECKHUE), TaK U TI0 pa3zMepam (0oJiblue, cpeHue, Maibie)!

2. OTMeTUTh KapaHIAIlOM TOMOJIOTHUYHBIE XPOMOCOMBI Ha MeTadazHou
wiactTuHke (mpwi. 1), Hanucath GopMmylly KapuoTuna v 3akiatodeHue. CpaBHUTH
MOJIyYEHHBIE PE3YJIbTATHI C OTBETOM (IIpHIL. 3, 4).

3. IPAKTUYECKOE 3AHATHUE 110 AHAJIN3Y KAPUOTHUIIA

3.1. Opranusanusi HUTOreHETUYECKOH J1adopaTopuu

JIst opranu3anuy NPakKTUYECKOro 3aHSATUS MO0 U3YUYCHHUIO KapUOTHUIIA YellOBe-
Ka HEOOXOAMMO HAJIMYHUE CIEYIOUIUX JTa00PATOPHBIX TOMEIIECHUH:

a) KyIbmypaibHulli 60KC, KOTOPBIA MPENCTaBISIET CO00M HEOOJbIIOE ToMe-
IEHKE, TUIOMAAbI0 npuMepHo 10 M2 u Gojee, HaIMYME OKOH HE 00S3aTENLHO.
B xynbTypanbHOM OOKCE pa3MemaoT JaMUHAPHBINA KA Ui paboThl ¢ KyJIbTypOon
KpPOBU; HEOOJIBIIION XOJOAUILHUK C MOPO3UIILHON KaMepOU IS XpaHEHUSI PEaKTH-
BOB, KOTOpBIE MOHATO0SATCS JIJIs1 IOCTAHOBKU KYJBTYPbI KJIETOK; KA 17151 XpaHEeHHUs
7a00paTOPHOTO TUIACTHKA, CYXOBO3AYILIHBIM TepMOCTaT WKW WHKYyOaTop, yJbTpa-
(bUOoIETOBYIO TaMITy W/ WA 00€33apaKuBaTellb BO3yXa;

0) 1abopanmckas KomHama TPEACTABISET COOOM MOMENIEHHWE C MPUTOYHO-
BBITSDKHOM BEHTHISIMEH, JKEIATeIbHO Hanuuue OkoH. [liomans momMemeHnus mo-
KET BapbUpOBaTh OT 15 M2 u Gosee. B n1aGOpaHTCKYI0 KOMHATY HOMEINAIOT BbI-
TSOKHOM 1IKad, pakoBUHY, pabOYuil CTOJ, XOJIOJUIBHUK C MOPO3WIBHONW KaMepoil,
mkad A xpaHeHus: 1a00paTOPHOro IJIACTUKA M MOCY/IbI, Kad ¢ MOJKaMH s
XpaHeHHUs IUIAHIIETOB C MpenapaTaMu XpoOMOCOM, HEHTPUPYTY C OXJIAKICHUEM;

B) MUKPOCKONHAS KOMHama TPEACTaBIsIeT cO00N HEOOJIbIIOE MOMEIICHUE,
BO3MOXHO 3aT€MHEHHE Ha OKHAaX, 0COOCHHO, €ClIM TIJIaHUpyeTCs paboTaTh ¢ Quy-
OpPECLIECHTHBIMHU KPacUTEISIMH WJIM METKaMu, HarpuMmep, ¢ Q-03HaunromMm. B stoi
KOMHATE JIOJDKEH CTOSITh CIICIMAIBHBIN CTOJ ¢ aHTHBUOPAIIMOHHBIMU JIEMEHTAMU
WU TIATGOPMOI, C YCTAHOBJICHHBIMU HAa HEM MHKPOCKOIIOM, KaMepoul U KOM-
MBIOTEPOM C MIPOTPAMMHBIM OOecreueHrueM, mkad ajis XpaHeHus J1a00paToOpHBIX
KypHaioB. B uaeane B MUKPOCKOMHOM KOMHAaTe Ha KaXXJIOro 00ydaromerocs
OpraHu3yeTcsi OJJHO pabouee MECTO.

XKenarenpHoe uncno 00y4arOIIUXCS MPHU MPOBEICHUHN JTA0OPATOPHBIX 3aHITHIMA

B ITIOMCHICHUAX, HOI[O6HI)IX OIIMCAHHBIM, HC OOJIZKHO IIPCBLINIATD 4-5 yeoBeK.
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3.2. [IpuroroBjieHne NpenapaToB XpoOMOCOM
U3 JMM(pOLUTOB NnepudepuIecKoii KpoBH

/env nepeutii

Pacxoonvie mamepuaner: no3zaropsl Ha 5 mi, 1 mi, g0 200 Mk, o 10 Mk,
HAKOHEYHUKH JUISI J03aTOPOB; MITATUB JIJIS1 103aTOPOB; MPOOUPKH HEHTPU(YKHBIC
Ha 15 mu1; nepMaHEeHTHBIA MapKep; HOKHUIbI, MTUHIET, BAKYTEHHEPHI C TeIIapUHOM,
nepyaTku MEAUIMHCKUE.

Peaxmuswi: cpena RPMI-1640 ¢ L-rimyraMuHOM; CBIBOPOTKA SMOPHOHAIIbHAS
TEJSYbsl, aHTUOMOTHUK TEHTAMHIIMH B KOHIEHTparuu 40 mMr/mi (Wiv NEHUITMIUIAH
100 en/mn + karamurua 100 Mxr/mon); duroremarmoruand (PI'A) B koHIIEHTpA-
1un 1 mr/mit; 70-TTpOTIEHTHBIN ATUJIOBBIN CITUPT.

Memoouxa:

1. Bce manunysinuy nmpoBoauTh B niepyaTkax. [[oAroToBUTE KyJIbTypaabHbIN
OOKC: MOBEPXHOCTh JaMUHApHOro mKada nporeperb 70-MPOLEHTHBIM 3THIIOBBIM
crupToM JUOO Apyrou obe3zapaxkuBaroimieil cMmecbio. [lomecTuTh pacxomHbIi
Matepuasl (KpoMe BaKyyMHBIX NPOOUPOK C TelapyuHOM) B JIAMUHApHBIM IIKad.
Bxntounts Y @-ceT B 1aMuHapHoM mikady. Bxiatounts Y @-jtaMiy B HOMEILIEHUH.
O6pabotky Y@ npoBoauth B TedeHue 20—30 MuH.

2. B pouienypHoM KaOuHETE, B CTEPUIIbHBIX YCIOBUSAX B BaKyTEHHEp C Terna-
pUHOM 3a0paTh 3—5 MJI KPOBH U3 EPUPEPUUECKOM BEHBI.

3. Beixmtounts Y@ B jJaMuHapHOM IKady W momenieHuu. B jramMmuHapHOM
mKkady BKIIOUYHUTH MMOTOK BO3/1yXa, PACIIOJIOKHUTH PEaKTUBBI.

4. Ha xaxxp1ii 00paserr KpoBU MPUTOTOBUTS T10 JIBE MEHTPUQYKHBIE TPOOUPKU
Ha 15 mn. Kaxnyroo npoOupKy 3aMapKUpoBaTh CIEAYIOMHUM 00pa3oM: HOMEpP
npoOupKH, nata, paMuiIns U UHUIIMAIBI 00pasia, JJ1abopaTopHbId UHAEKC o0pa3ia
(ecnu umeercs).

5. B kaxnaywo neHTpudyxHyr mpooupky mob6aButTh: cpeabl RPMI-1640
¢ L-rnyramuuom 4,5 MIJ1; CBIBOPOTKU dMOpUOHANBbHOU Tensubei 0,5 MII; aHTHU-
ouotuk 3—5 mkir; ®I'A 60-100 mki. B nocnegnioro ouepeanr 1o6asuth 0,3—0,5 mi
renapuHU3UPOBAHHON KPOBH.

6. [IpoOupKy MIOTHO 3aKPHITh KPBIMIKOH, HECKOJBKO pa3 OCTOPOKHO
nepeMeniaTh COAEPKUMOE NPOOUPKH JJISI JIYUILIET0 CMEIINBAHUS KOMIIOHEHTOB
KyJIbTypPaJIbHON CPElbl.

7. [IlpoOupku B IMITaTUBE MOCTAaBUTh KYJHTUBUPOBATH B TEPMOCTAT MPHU

+37 °C ua 72 yaca.
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Ipumeuanus: 1. B cBsizu ¢ 0COOEHHOCTSIMU METOJIMKU (HEOOXOIUMOCTh KYJIbTHU-
BHUPOBaHUS B TEUECHUE 72 4acOB) MEPBbIMA MPAKTUUECKUN JI€Hb (TaK K€ KaK U JIMarHo-
CTUYECKUM) JIy4lle MPOBOAUTH B IMEPBOM MOJIOBUMHE MOHENEIbHUKA, BTOPHUKA WA
nsaTHULBL. HeoOxommMo 0co00 Mo JYepKHYTh, YTO KPOBb JI0JDKHA OBITH cOOpaHa moabKo
6 eaxymelinepol ¢ cenapurom (!). JIpyrue aHTUKOAryjsHTHI (Takve Kak, Harpumep,
uutpat Hatpus, IJITA) He TOAXOAAT AJisl MPUTOTOBJICHUS IPETIAPATOB XPOMOCOM.

2. [Ipu mocTaHOBKE KYJBTYPbl KPOBU B IMAarHOCTUYECKUX LIENISIX MaTepual
B J1a00OpaTOpHUIO MOCTYIAET C HANpPaBICHUEM OT Bpaya, B KOTOPOM KpPOME JAaHHBIX
o nauuente (PHO, Bo3pacT) yka3bIBaeTCsl IPUUMHA €r0 HAMNPABJIEHUS HA KapHO-
TUNHPOBAHUE U KOHTAKTHBIE JaHHBIE Bpaya.

3. HenTpudyxasiec MpOOUPKA MOMKHO 3aMEHHUTh CTCPHJIHLHBIMH KYJbTY-
pajbHBIMU (pIaKOHAMH ¢ HEOOPaOOTAHHOM MOBEPXHOCTHIO JJISI CYCIIEH3MOHHBIX
KynbTyp. [Ipu 3TOM ciienyeT NOMHHUTB, YTO NOCJE UCTEUYEHHUS BPEMEHU KYJIb-
TUBUPOBAHMS CYCIIEH3HUIO KJIETOK HEOOXOAUMO MEPEMECTUTh B LIEHTPUDYKHbBIE
NpOOUPKH JJIs AajbHEHIIel padoTHI.

4. Eciim cpena RPMI-1640 ne comepxut L-rimyramuH, €ro MOXHO 3aMEHUTH
CyXUM, CTEPUIbHBIM L-riayTaMuHOM, 100aBisisi HA KOHYUKE CTEPUIIbHOM UTJIbI
B KQXIyI0 IPOOUPKY WK BO (PJIAKOH C MOPIMEH Cpefbl, B 00beMe, IPUTOTOBICHHOM
JUTSI TIOJTHOTO M3PAcXOAOBAHUS B IEHb IOCTAHOBKHU KyJIbTYpbl. ClenyeT NOMHHUTh, YTO
IIPU UCTIOJI30BAHUM CPEIbl B TEUEHUE HECKOJIBKUX MECSIEB L-IIyTaMUH IMOCTENEHHO
HAYMHAET pa3iaraThCs, MOATOMY JKeJaTeJIbHO ero 00aBJIeHNe B YKa3aHHOM KOJIHYe-
CTBE B KaX/IyI0 IPOOUPKY, aXe €CIIM OH U3HAYAJIbHO COAEPKAJICS B CpeJie.

5. Bmecro RPMI-1640 moxxHo ucnonb3oBath cpexy RPMI-1640(t), B koTopyto
J00ABJICHBI ATAHWJI-TITyTAMUH U TUMUIUH. JTa cpela, KPOME BCETO MPOUYETro, MOMKET
MIO3BOJIUTH MOYYHUTH OOJIee «pacTIHyThIe» MO pa3MepaM XpOMOCOMBI Ha Mpenaparax.

6. Konnenrpanus ®I'A monbupaetcsi, UCXOd U3 pPeKOMEHIanuil (Gpupmbi-
npou3BoAUTENA. B MeTonuke yka3aHa KOHLEHTpAUUs CTOKOBOTO pacTBOpa
u oovem pobamisiemoro ®I'A ¢upmer [TAHDOKO, ucnonb3yemsiii Ha nabopa-
TOPHBIX 3aHATUAX Ha Kadenpe JlabopaTtopHoit MeauuuHbl U reHetuku HMUILL
uM. B. A. AnmaszoBa. KoHueHtpauuss u (UpMa-npou3BOAUTENb CTHUMYJIATOPA
KJIETOYHOTO JIEJICHUSI MOTYT OTJIMYAThCs B KaXKJOW KOHKPETHOM J1abopaTopuu.
Takxxe pexomenayercs ay0iaupoBaTh MHUTOreHbl, U Kpome PI'A ucnonb3oBaTh
TaKWe CTUMYJISITOPBI, KAK KOHKaBaJIUH A, TOKUBUJI U JIP.

[env emopoii

Pacxoomnvie mamepuanvi: nozatopsl Ha 5 M1, 1 M1, 70 200 MKJT; HAKOHEUHUKH JIIST
JI03aTOPOB; IITATUB JIJIsI JI03aTOPOB; MUHIIET; CTEKJIA MPEIMETHBIC C MAaTOBOM IOJIOCO;

crakan jmadoparopHbiii Ha 100 mi; GaHKa AJ1s1 PEaKTUBOB C BUHTOBOM TIACTMACCOBOM
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kpblikoil Ha 100 1 250 mut; mraTuB-penbebl 0e3 AenuTeneil A NPeAMETHBIX CTEKOI;
CIIUPTOBKA; CIIMYKH WJIM 3KUTAIIKA; apaduiibM; KapaHaarl rpa]uToBbIi.

Peakmuevl: xonxunuH (KOJALEMHA) B KOHIEHTpauuu 1 Mmr/mi, nensiHas
YKCyCHasl KUCJIOTa, METaHOJ WiIH 95-96-mpoieHTHBIN (a0COMIOTHBIN) STUIOBBIN
cnupT, cotib xjopun kanus (KCl), Bona quctuiimupoBaHHast.

Memoouxka:

1. ITocne 72 4YacoB KyJIbTUBUPOBAHUS B KaXAYI NPOOUPKY 100aBUTH
no 60-100 Mk konxuruHa. OCTOPOKHO THepemelniaTh cojepkumMoe ¢iakoHa
u octaBUTh B TepmocTarte npu +37 °C na 4050 muH.

2. Jlanee Bce MaHUITYJISIIUM [TPOBOJISITCA B JJA0OpaHTCKOW KOMHaTe. [IpUuroTtoBuThH
runotonnyeckuit pactBop: 0,55-mpouentusiii KCl (550 mr KCl pactBoputs B 100 M
JMCTUIIMPOBAHHOM BOJIbI); (PUKCATOP: CMECh CIUPTA U YKCYCHOM KHCIOTBI B COOTHO-
menun 3:1 (Hanpumep, k 60 M1 a0COTFOTHOTO ATUIIOBOTO CIMPTA WIIM METaHoa 100a-
BUTH 20 M1 JieasHON yKCyCHOU KUCHOThI). [locTaBuTh PukcaTop oxmnaxxaaTbes
Ha +4 °C. B uucTsblii 1abopaTopHbIil cTakaHduk 0o0beMoM 100 M1 HATUTh IPUMEPHO
80 MJI ITUCTWIIMPOBAHHOM BOJBI M TOCTaBUTh B CTAKAHUYMK C BOAOM MpPEAMETHBIE
CTEKJIa U3 pacueTra ABa-TpU CTEKJa Ha OJHY NpoOupky. CTakaHYUK CO CTEKJIaMU
3aKpbHITh MapaUIEMOM U ITOCTABUTH B XOJOAMIBHUK Ha +4 °C OXJTaKIaThC.

3. [lo okOHYaHUM BpEMEHU KOJIXMLMHU3AIMHU KIETKH OCaAUTh LUEHTPUPYTH-
poanuem nipu 1000—-1200 06/mun (RPM) 10 MuH.

4. CynepHaranT (HaJOCaJOYHYIO >KHUJIKOCTb) yAAJIUTh IMUIETKOW, OCTaBIssA
0,3-0,5 mi Hag ocagkoM. Ocamok pa3oUTh YHEPTUIHBIM BCTPSIXUBAHUEM.

5. CtpyitHo 106aBUTH 5 Mi1 runoToHn4eckoro pacteopa (0,55-npouentHsiii KCI),
nepemMeniath 1 UHKyOupoBaTh 15—20 MUH Ipy KOMHATHOM TeMITepaType.

6. [Ipepukcanus: N0 OKOHYAHUM BPEMEHHM THMIOTOHMYECKON 00paboTKu
B KaXAYyr0 NmpoOoupky mo6aButh mo 0,5 mu xojmomaHoro (ukcaTopa, akKypaTHO
riepeMeIaTh 1 cpasy ke ocaauth neHTpudyrupoBanvem (10 mun, 1000-1200 RPM).

7. IloBTOpUTSH 1. 4.

8. B kaxmyto nmpoOupky 100aBUTh MO 5 MJI XOJIOAHOTO (puKcaTopa. XOpoIio
nepemMeniatb. Oukcaiuo npoBoauth mpu +4 °C B Teyenue 20-30 mun. [Ipoectu
JIBE-TPU CMEHBI (prKcaTopa, KaxIablid pa3 Ocakaasi KICTKU IeHTPUPYyTHPOBaHUEM
Y TIOBTOPSA II. 4.

9. Ilocne mocnemHedt (UKcaMu KIETKH OCAJAWTh, YJAIUTh CYyMNEPHATAHT,
ocTtaBuTh npumepHo 0,3—0,5 mi1 cynepHaTanTa, 0cajioK pa30UTh MUIETUPOBAHUEM.

10. IToctaButh ipobupKu oxnaxaarbes Ha 10—15 mun npu +4 °C.
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11. [loATOTOBUTH IITATUB-PEIILCHI, JOCTATh CYCIIEH3UIO KJIETOK U CTaKaH
C TPEAMETHBIMU CTEKJIAMH M3 XOJIOAWJIbHHKA, MMUIETUPOBAHUEM MOBTOPHO Pa30UTh
0CaJioK, C MOMOIIbIO Jo3aTopa otoopaTh 30—80 MKJ cycnieH3uu.

12. IIuHieToM A0CTaTh NPEAMETHOE CTEKIIO M3 CTAKaHYMKa C BOJOM, W3JIMIIKA
BOJIbI AKKYPATHO YJAJIHNTh, ONYCTHB KOHYHUK CTEKJIa Ha (PUIBTPOBAIBHYIO Oymary,
OCTaTKH Kameiab BOABI pacKaTaTh IO BCEH NMOBEPXHOCTH CTEKJIA, IIOKAYMBasi €ro.
HanecTu cycneH3uio KJIETOK C BBICOThI HAa MOBEPXHOCTh MOKPOI'O OXJIAXKIECHHOTO
CTEKJIa, IPUKEYb (PUKCATOP HAJ TUIAMEHEM CITUPTOBKHU.

13. C momompio rpadUTOBOTO KapaHjalia MOIUCcaTh MPEIMETHbIE CTEKJIa:
JlaTa IPUTOTOBJICHUS Mpernaparta, (GaMuInilo U HHUIMAIBI 00pa3iia, 1abopaTopHbIit
WHJIEKC (ecT UMeeTcsi), HoMep poOUupKu, HoMep mpenapaTta. OCTaBUTH MpenapaThl
MOJCHIXaTh B BEPTUKAIHHOM TOJIOKEHUH.

14. B MUKpOCKOIIHO KOMHAT€ OLEHUTh KaY€CTBO MPENApPATOB XPOMOCOM
C MOMOIIBI0O MUKPOCKOTA ¢ ()a30BbIM KOHTPACTOM: KOJIUYECTBO MeTadasHbIX
NJACTUHOK Ha CTEKJE, LEIbHOCTh MeTada3HbIX MIACTUHOK, OTCYTCTBUE WU
HEOOJIBIIIOE YHMCJIO B3aMMHBIX HAJIOKEHHH XPOMOCOM, CTENEHb KOHAEHCAIUU
XpOMOCOM, 000C00IEHHOCTh MeTa(a3HbIX IJIACTUHOK JIPYT OT JApYyra.

15. Ilo 3aBepmieHun pabOTHI B KaXIyl0 NMPOOUPKY M00aBUTH MO 3—5 M
¢dukcaropa 1 noctaBuTh Ha xpaHeHue Ha +4 °C unu Ha —20 °C.

Ilpumeuanusa: 1. [UMOTOHUYECKUN pacTBOpP U (UKCATOP TOTOBATCS B JICHD
WCIIOJIb30BaHUs U HE XpaHATCs!

2. KonuenTpauus KoaxuiuHa (KoJaleMuaa) mogoupaeTcs, UCXOIsl U3 pe-
KOMEHIAIui (QUPMBI-IPOU3BOINTENSA. B MeToamke yka3aHa KOHIICHTPAIIHS
CTOKOBOTO pacTBopa W o0beM goOariseMoro koiaxuiuHa ¢upmbel [TAHOKO,
HCTIOJb3yeMOro Ha JabopaTOpHBIX 3aHATHSX Ha Kadenpe JlabopatopHoit
MeauiuHbl U renetukn HMUILL um. B. A. AnmazoBa. CTokoBasi KOHIIEHTpalus,
nobapisieMbli 00beM W (QUPMa-TIPOU3BOAUTENH JAHHOTO PEAKTUBA MOXKET
OTJIMYATHCS B KAXKJ10M KOHKPETHOM J1abopaTopuu.

3. F'unoToHnYecKkyro 00pabOTKYy MOXKHO MPOBOJAUTH B TEPMOCTaTE MPHU
temnepatrype +37 °C.

4. Tlpedukcannro MOKHO TIPOBOIUTH (PUKCATOPOM KOMHATHOM TEMIIEpaTypHI.
Bropyto u nocnenyromue Gpukcanmu MoXHO OpoBOIUTH pu Temneparype —20 °C.

5. BaxxHo, 4ToObl BCe MaHUNYJALMHU U3 1. 12 METOIMKHU BBIMOJIHSINCH Kak
MOKHO ObICTpee, UTOObI MPEIOTBPATUTH CKOIIJICHHUE KUKOCTH B LIEHTPE CTEKJIa

U JOCTHYb XOPOIICTO p2136p003, KJIETOK I10 BCEM €ro IMOBCPXHOCTHU.
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6. KauecTBo npemnaparoB MeTadaszHbIX XPOMOCOM 3aBUCUT OT MHOTMX YCJIOBHI:
TeMIIEpaTypbl ¥ BIAKHOCTH BO3yXa B KOMHATE, KauecTBa JIeITHON YKCYCHOW KUCIIO-
ThI, TEMIIEPATYPbI MIPEIMETHOTO CTEKJIa, BPEMEHH HCTIApEeHUsl (PUKCATOpa CO CTEKIIa
u T. 1. bonee monpoOHO BiMsSHKME BHEIIHUX YCIOBUH Ha IMPOILIECC PACIUIACTHIBAHUS
XpOMOCOM Ha MOBEPXHOCTHU CTEKJIA U CIOCOOOB MX yCTPAHEHUS MOKHO IIPOYHUTATH
B cneuuanbHoi nurepatype [11]. Hanpumep, npu Hanuumu 1UTOIUIa3MbI HA MeETa-
(a3HbIX IIACTUHKAX, KOTOPast MPUBOAUT K CKyYEHHOCTH XPOMOCOM, JJIS YJTyUIIEHUS
Ka4yecTBa MPernapaToB MOKHO YBEITMUUTH COOTHOIIIEHHE YKCYCHOM KUCIOTHI B (pUKCa-
Tope (00aBUB JIMIITHMIA ATar (HUKCAIIUU TSI CMEHBI CTAaHIAPTHOTO (PUKcaTopa) WUiH
KaItHyTh HECKOJIbKO Karlelb YKCYCHON KHUCIIOTHI HA IPEAMETHOE CTEKIIO Mepe]] pacKa-
nbIBaHMEM. JlomycKaeTcsl pacKarblBaTh CYCHEH3HMIO Ha MOBEPXHOCTh MOKPBIX OXJIa-
KJIEHHBIX CTEKOJI, pa3MEIIEHHBIX Ha IITATUB-PEIBCH HAJ TOPSYUM BOASHBIM ITapPOM.
CrenyeTr MOMHUTH, YTO B ATUX CJIy4asiX BBICOTA HAaHECEHUS CYCIIEH3UHU KIIETOK
Ha CTEKJIO OyAeT HEOOJIBIION, a 3Tall IPYKUTaHUS CIETyET UCKIIFOUUTb.

7. B cnyyae HEOOXOIUMOCTH HMPUTOTOBIICHHS JOMOIHUTEIBHBIX MPETapaToB
MOCTIE XpaHEHHSI CYCIIEH3UI HY>)KHO OCBEXKUThH (DUKCATOP M MPOU3BOAUTH PACKAIIbI-

BaHUE CycrHeH3uH (1. 12 MeToauKn).

3.3. Metroa GTG nuddepeHunabHOil OKPACKH NPeNapaToB XpOMOCOM

Pacmeoput
Docghammuwiii 6ygep Copencena (pH 6,8) — cOCTOUT U3 IBYX pacTBOPOB:
* pactBop 1 — Hatpuii pochopHOkucHblii: B3BecuTh 23,8 T NapyHPO,4 - 12H,0

unu 11,8 r NapHPOy4 - 2H»O, nosectu auctuimpoBanHoit Bogoi 10 1000 mi;
* pactBop 2 — kanuit dochopHokucibiii: B3Becuth 9,1 T KHyPOy4, noBectu

JACTUILUIMPOBAHHOM Bogo# 10 1000 M.

[lepen ynorpebienuem cmemarh pactBop 1 1 pactBop 2 B cooTHOIIEeHuH 1:1.

Pabouuii pacmeop mpuncuna: B emxocty Komnnna wnn XeneHaans npuro-
toButh 0,05-0,025-npoueHTtriii pactBop TpuiicuHa Ha Oydepe Copenca (pH 6,8).
Jlist aToro HaBecky 5020 Mr cyxoro TpurcuHa pactBopuTh B 0ydepe Copenca.

Pacmeop ['umzvr: B emxoctu Kormmna wnm XesueHzans OPUTOTOBHUTH
5-niponienTHBIN pacTBOp I'mMm3b1 Ha Oydepe Copenca.

Memoouka

CBeXXenpUroTOBIICHHBIE MTPenapaTbl COCTApUTh. JIst 7TOTO UX BBIAEPKUBAIOT
npu temneparype +37 °C B TeueHHUE HECKOJbKHX CyTOK 60 mpu 45-55 °C

HECKOJILKO YaCOB MJIM HOYb.
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1. Ilpenapatsl omycTUTh B pabounii pacTBOp TpUIlCMHA roaorperoro a0 +37 °C.
Bpems 00paboTkM W TPONEHTHOCTh TPUIICHMHA MOAOUPACTCS SMIUPUYECKH.
CranmapTHo HaunMHAKOT OT 10 ¢, yBeIM4MBas B Ciiydyae HEOOXOIUMOCTH.

2. OnoJIOCHYTh CTEKJa B JUCTUIUIMPOBAHHOM BOJIE.

3. OxpammBath B S5-pOLEHTHOM pactBope I'mm3bl B Teuenue 10-20 muH.
Bpems okpammBanus nogoupaTh SMIUPHUUECKH.

4. Crekna BpICYIINTh. AHATU3UPOBATH B IPOXOISAILIEM CBETE.

Ilpumeuanus: 1. Paboune pacTBOpbl TpUICMHA W ['UM3bI TOTOBUTH B JICHb
OKpalIMBAaHUS U HE XPAHUTD.

2. Bydep Copenca it IpuroToBICHUS pabOYETro pacTBOpa TPUIICHHA MOKHO
3aMEHUTH pacTBOpoM Bepcena.

3. Paboune pacTBOpbI TpUIICHHA U ['MM3bI MO)KHO HAHOCHTHh Ha IOBEPXHOCTh
MPEAMETHBIX CTEKOJ, PACTIOJIIOKEHHBIX Ha IITATUBE-PENbCAX JJISI OKPAIIMBAHUS.

4. MOXHO MPOBOJUTH OJHOBPEMEHHYIO OOpaOOTKY CTEKOJI TPUIICMHOM U
okpamuBanue ['mm3oit. g storo cmemars 50 M S-npoueHTHoro pactsopa ['um-
361 Ha Oydepe Copenca u 0,1-0,3 mn 0,25-mporieHTHOro pacTBopa TPHUIICHHA.
OnycTuth npenapar Wid HAHECTH Ha MPEAMETHOE CTEKJIO pacTBOp ['Mm3bl ¢ Tpun-
cuHoM. OnTUMaNbHOE BPEMS U TEMIEPATYPY OKpallMBaHUs (TP KOMHATHOMN TeM-
neparype win rpu +37 °C) nondupaTh SMIUPUUECKH.

3ananusn

1. I[IpurotoBuTh mpemapaThl MeTada3HbIX XPOMOCOM W3 JTUMQOIUTOB
nepudepuaecKkoil KPOBH.

2. [TokpacuTh MOTyYHUBIIAECS TIPETAPATHI, COTIACHO MeTOoaNKe Muddepenim-
ansHOTO OKpamuBanus (GTG).

3. C moMOIIIBI0 MUKPOCKOTIA U CTIEIHATTM3UPOBAHHOTO TIPOTPAMMHOTO obecreye-
HUS TIOJTyYUTh H300paxkeHus MeTada3HbIX TACTHHOK U MTPOAHATN3UPOBATh KAPHUOTHIL.

4. Harmucatpb opmyITy TpOaHATM3UPOBAHHOTO KAPHUOTHITA M 3aKITFOUCHUE K HEMY.

39



CIIMCOK JIMTEPATYPBI

1. bapanoB B. C., Ky3nenona T. B. Llurorenernka sMOpHOHaIBHOIO Pa3BUTHS
yesoseka. CII6.: U3n-so «H-JI», 2007. 439 c.

2. Bopcanosa C. I'., FOpos lO. b., Uepnbimos B. H. Meaunuunckas nurorese-
ThKa: yaeb. nmocoobue. M.: Meanpakruka-M, 2006. 300 c.

3. HacnenctBennsie OOJIE3HH: HAIMOHAIBHOE PYKOBOACTBO / TOJ pEl.
E. K. I'uatepa, B. I1. Ily3sipeBa. M.: I'90TAP-Meaua, 2017. 464 c.: un.

4. Xpomocomsl uenoBeka. Atiac / A. @. 3axapos, B. A. benromr, H. I1. Kynemos,
JI. 1. bapanoBckas. M.: Meauuuna. 1982. 264 c.

5. [luTorenernyeckre MeToAbl. MeauIMHCKUE J1a00paTOPHbIE TEXHOJIOTUU /
T. B. Ky3nenona, }O. A. Jlorunoga, O. I'. HupsieBa u ap.; nox pea. A. 1. KapnuineHko.
CIIO.: Uutepmenuka, 1999. 656 c.

6. Mamaesa C. E. ATiiac XpOMOCOM MTOCTOSTHHBIX KJIETOYHBIX JIMHUM YEJIOBEKa
1 )KUBOTHBIX. M.: Hayunsiit Mup, 2002. 236 c.

7. llerpynnueB @. 1O. Mcnonb3oBanne MeXayHapOAHON HOMEHKIIATYPbI XPOMO-
COM 4eJIoBeKa Mpu kapuotunupobanuu: yueo. nocodue. CII6.: CIIGMATIO, 2009. 35 c.

8. Pazun C. B., Beictpunkuii A. A. XpoMaTHH: YIaKOBaHHBII T'€HOM. 4-€ U3
M.: BUHOM, 2015. URL: https://molpit.org/files/1257 Razin2015.pdf (mara
obpamienus 05.06.2018).

9. Arronenko B.T., Jlunen U. I'. PexoMeHnmamyuu mo oOecrieueHUIo KadecTBa U
HAJICKHOCTU LIMTON€HETUUECKUX UCCIIEA0BAaHUI. EBPOIIEHCKUE CTaHAAPTHI U1 LIUTOTE-
HETUYECKUX HMCCIICIOBAaHUNA KOHCTUTYIMOHAIBHBIX U MPHOOPETEHHBIX XPOMOCOMHBIX
aHomanuii // MenuimHckast renetuka. 2009. Ne 3. C. 13-33.

10. Py6uoB H. b. Meroas! paboThel ¢ XpOMOCOMaM# MJICKOTUTAIOIINX: y4eO.
nocoobue. HoBocubupck: M3a-sBo HoBocuO. roc. yH-Ta, 2006. 152 c.

11. Py6uioB H. b. XpoMocoMbI MIIEKOIUTAIONIMX: METOJMBI IIUTOr€HETUIECKOTO
a”anm3a: yue6. mocooue. HoBocubupcek: M3a-so HoBocud. roc. yn-ta, 2004. Y. 1. 108 c.

12. CaitputaunoBa A. @. J[BymepHas (ayopecleHTHAsT MHKPOCKOMHUS IS
aHajau3a OMOJOTHYECKUX 00pa3IoB: yuebd.-meto 1. mocodue. CII6., 2011. 72 c.

13. Human chromosome atlas: introduction to diagnostics of structural
aberrations / C. Behrend, J. K. Hagh, P. Mehdipour et al. Switzerland: Springer
International Publishing, 2017. 207 p.

14. Ford C., Hamerton J. The chromosomes of man // Acta genet. 1956.
Vol. 6. P. 264-266.

15. Gardner R. J. McK., Amor D. J. Chromosome abnormalities and genetic

counseling. 5th edition. Oxford University Press., 2018. 715 p.
40



16. Harper P. First years of human chromosomes: the beginnings of human
cytogenetics. New York: Scion Publishing Ltd, 2006. 182 p.

17. General guidelines and quality assurance for cytogenetics / R. Hastings,
R. Howell, F. D. Bricarelli et al. // E.C.A. newsletter. 2012. Ne 29. P. 25.

18. ISCN 2016: An International System for Human Cytogenomic Nomencla-
ture. Reprint of: Cytogenetic and Genome Research. 2016. Vol. 149, Ne 1-2. 139 p.

19. Liehr T. Benign and pathological chromosomal imbalances microscopic
and submicroscopic copy number variations (CNVs) in genetics and counseling.
Elsevier Inc, 2014. 209 p.

20. Liehr T. Cytogenetically visible copy number variations (CG-CNVs)
in banding and molecular cytogenetics of human; about heteromorphisms and
euchromatic variants // Molecular cytogenetisc. 2016. Vol. 9:5. P. 1-7.

21. Tjio J.-H., Levan A. The chromosome number of man // Hereditas. 1956.
Vol. 42. P. 1-6.

22. Tseng C. C. Human chromosome analysis // Tested studies for laboratory
teaching. Proc. of the 16th Workshop / Conf. of the association for biology laboratory
education (ABLE). 1995. Vol. 16. P. 33-56 p.

23. Wyandt H. E., Tonk V. S. Human chromosome variation: hetero-
morphism and polymorphism. Springer, 2011. 215 p.

24. URL: http://www.ngrl.org.uk/Wessex/collection/index.htm (maTa o06pa-
mienus 05.06.2018).

25. URL: http://ssmc-tl.com/Start.html (naTa obpamenus 05.06.2018).

41



IMPUJIIOKEHUA




2. lIpumepsl popMyJ1 KAPHOTHIIOB C TEHOMHBIMH U XPOMOCOMHBIMH
MYTALUSIMH M 3aKJII0YEHHI K HUM

dopmyiia KapuoTHIa 3akitoYeHme

@0p/l/lyﬂbl Kapuomunoe ¢ CeEHOMHbIMU MymayUuiAMu

KapuoTun anomanbHbIi, TPUIITIOUIHBIN, C TPEMS

69,XXX
X-XpoMOoCcOMaMH
69 XXY KapuoTun aHoManbHbIN, TPUILIOUIHBIN, 1BE
’ X-XpOMOCOMBI U 01Ha Y-XpoMocoma
Kapuotun anoManbeHblIi, TETPAIIOUAHBIN, YETHIPE
92, XXXX
X-XpOMOCOMBI
47 XY 421 Kaprorun my>xckoii aHOMaJIbHbIN, TPUCOMUST XpOMOCOMBI 21
Y (cunnpom JlayHa)
Kapuotumn mykckoli aHOMaJIbHBII, MOHOCOMMUS
45,XY,~12 P y :

XpOMOCOMBI 12

Dopmynvl KAPUOMUNOE C MENCXPOMOCOMHBIMU NEPEeCmPotuKamu

Kapuotum My»KCKoH, pelIMIIPOKHAS* TPAHCIOKALUSA MEXKIY

46,XY,t(5;15)(422;926) XpomMocomamu 5 u 15

Kapuotun myKCKoil, peunpoKHas TPAHCIOKAIU MEXITY

46,Y,1(X;2)(q28;p11.2) xpomocomamu X u 2

KapuoTtun My>xckoil, peunpoKkHasi TpaHCIOKALUS MEXKIY

46,4(X;Y)(q22:q11.2) X- u Y-xpomMocoMamu

Kapuorun >xeHckuil cOanaHCUpOBaHHBIN, POOEPTCOHOBCKAs

45,XX,rob(13;21)(q10:q10) TpaHCJIOKaus Mexay xpomocomamu 13 u 21

KapuoTun sxeHckuii HecOaTaHCUPOBAHHBIN, TPOU3BOIHAS

46,XX.der(8)t(8;10)(p23:p1 3)mat XPOMOCOMBI 8, YHAclieJJoBaHA OT MaTepu

KapuoTun xeHckuii coamaHcupOBaHHBIN, HHCEPIIUS MEXITY

46,XX,ins(4;,9)(p15.2;q13922) xpomocomaMu 4 1 9

Dopmynvl KAPUOMUNOE C BHYMPUXPOMOCOMHBIMU NEPECMPOUKAMU

KapuoTtun mysxckoit HecOamaHCUPOBAHHBIH, AeNeIHs

46,Y,del(X)(p21) cerMeHnTa X-XpOMOCOMBI

Kapuorumn xeHckuit HecOaTaHCUPOBAHHBIN, JIETCIIHS

46,XX.,del(5)(q13q33) CErMEHTa XPOMOCOMBI 5

Kapuotum xeHckuit HecOaTaHCHPOBAHHBIH, JIEITCIIHS
46,XX.,del(4)(q?) C HEM3BECTHBIMU TOUYKAMHU Pa3pbiBa B JUIMHHOM ILICUe
XpOMOCOMBI 4

Kapuorun xeHckuii HecOanaHCUPOBaHHBIN, Ay IUIHKALUSA

46,XX,dup(3)(q13¢31) CErMEHTa XpOMOCOMBI 5

Kapuorun xeHckuii HecOanaHCUPOBaHHBIN, Ay IUIHKALUSA

46,X.dup(X)(q22q13) CerMeHTa X-XpOMOCOMBI

Kapuotun my>xckoii cOanaHCHpOBaHHbIH, TapalleHTpUIecKas

46,XY,inv(7)(q11.2q36) MHBEPCHS XPOMOCOMEI 7

Kapuotun my>xckoii cOaaHCUpOBaHHbIH, TEPULICHTPUYECKAs

46,XY,inv(1)(p36.1942.1) MHBEPCHS XPOMOCOMEI |

Kapuorun xeHckuii HecOanaHCUPOBaHHBIN, OOHapyKeHa
46,X,1(X)(q10) CTPYKTYpHas MepecTpoiika X-XpOMOCOMBI: H30XpOMOCOMa
10 JJIMHHOMY TUIeqy

*IIpu peuunpokHbIX (cOaJaHCUPOBAHHBIX) TPAHCIOKAIUAX CJIOBO «COajJaHCUPOBAHHBIN»
B 3aKJIIOUEHHUH JOIYCKAETCsl OMyCKaTh.
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OxoHnuanue mabauywl

®dopmyia KapuoTuna 3akiroueHue

Dopmynvl KAPUOMUNOE C BHYMPUXPOMOCOMHBIMU NEPECMPOUKAMU

KapI/IOTI/IH JKEHCKHH HCC6aHaHCI/IpOBaHHLII\/'I, KOJbLCBasd

46,XX,r(18)(p11.3g23) xpomocoma 18

Dopmynvl KApUOMUNOE C MAPKEPHLIMU XPOMOCOMAMU

KapuoTtum mykckoit aHoMaJIbHBINA, 0OHAPY KEHBI CBEPXUHC-

48,XY ,+marl,+mar2
JICHHBIE MapKEPHBIE XPOMOCOMBI

KapuoTur >xeHckwid, 00HapY>KEHBI XPOMOCOMHBIE aHOMAJTHH:
47,XX,t(12;16)(q13;p11.2),+mar |perunpokHas TpaHCIOKAIH MEXIy XpoMocoMamu 12 u 16
U JIOTIOJTHUTENIbHAsE MapKepHasi XpOMOCOMa




3. Merada3Hasi IIIACTUHKA U3 KYJbTYPbl KPOBH
(oxpameno GTG)

®opmyina kapuotuna: 46, XY

3aKiIroueHue: KapuoTUI HOPMaIbHBIA MYKCKON

4. Kapunorpamma metadga3zHoi IJIIACTUHKH
(okpameno GTG)

KW o

{HBTRIRTRIRT
Wi e

'!19‘ .ZEJ‘ .21‘ aZZ‘ ' .

XY
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