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BBEJAEHHUE

XpoMocoMHbIE€ 00JIE3HH, CBA3aHHBIE C TEHOMHBIMU U XPOMOCOMHBIMHU MYTallH-
SIMH, COCTaBIISIIOT 3HAUUTEIIBHYIO JIONIIO B CTPYKTYPE BPOKACHHON M HACIIEACTBEHHOM
NaToJIOTUU YelloBeKa. [Jumozenemura uenogeka — 3TO paslied T'€HETUKH, 3aHUMal0-
HIUIACS U3YYEHHUEM CTPYKTYPHI M (DYHKITHI XpOMOCOM YEJIOBEKA, a TAK)KE AHOMAITUSIMU
UX YHUCIA U CTPYKTYypbl. bypHOE pa3BUTHE IMTOr€HETHKA YeJOBeKa MOIy4uiia
B cepemmne 50-x rr. XX B. nocne myoimkarmu Joe-Hin Tjio u Albert Levan B sxypraie
“Hereditas” [1], B koTopo#i aBTOPBI OIPEICITHIIN 00IIIee YHCIO XPOMOCOM B COMaTHYEC-
CKHX KJIeTKax uenoBeka. B atom ke rogy Charles Ford u John Hamerton [2] moaTsep-
JIAITM 3TOT PE3yJbTaT MPHU aHATM3€ CIEPMATOTOHUN M CIIEPMATOLIMTOB.

CucreMaTH3aluy HaKalIUBAIOMIMXCS CBEICHUN O KapHOTHIIE YEJIOBEKa B
HOPME U MPH NATOJOTUH OBLIM MOCBAIIEHBI HECKOJIBKO KOH(EPEHIINI U CoBella-
HUM, HA KOTOPBIX ObUIH CHOPMYIUPOBAHBI OCHOBHBIE IPUHIIUIIBI OTTUCAHUS XPO-
MocoMm 4denoBeka ([enBep, 1960; Jlonaon, 1963; Uukaro, 1966; [Tapuxk, 1971) u
CO3/]aH MOCTOSIHHO JI€MCTBYIOUIUN KOMHUTET 110 HOMEHKJIAType XpOMOCOM YeJlo-
Beka (Mexuko, 1976). Ilepas oduuuanbHas BepcUs HOMEHKIATypbl
(International System for Human Cytogenetic Nomenclature — ISCN), B koTopoii
OBLTM CHCTEMATU3WPOBAHBI BCE MOHATHS M TEPMHUHBI, YHU(PUIIUPOBAHBI 3aITUCH
pe3yJIbTaTOB aHAJIM3a KapUOTHUIIa, U3MEHEHUN YHhClia U CTPYKTYPhl XPOMOCOM,
oblna npuHsaTa B 1978 r. Ceayronme Bepcun ISCN (1985, 1995, 2005, 2009, 2013,
2016, 2020) coaepsxanu TOMOTHEHUS U YTOYHEHUS, 00YCIIOBJICHHBIC BHEIPEHHUEM HO-
BBIX METO/IOB aHAJIN3a XPOMOCOM. YUHUTHIBAsI aKTUBHOE UCIIOJIb30BAaHUE MOJICKYJISP-
HbIX TEXHUK B U3yYEHUU KAPUOTUIIA, B YACTHOCTH, cekBeHUupoBaHus JIHK, a taxxke
TecHoe coTpyaundectBo ¢ Human Genome Variation Society, B Bepcun ISCN 2016 1.
KOMHUTETOM OBLJIO PEKOMEHJOBAaHO 3aMEHUTh B HAa3BAaHUM HOMEHKIIATYPhI CIIOBO
“Cytogenetic” mist u3ydeHust aHoMaanii xpomocoMm Ha “Cytogenomic”,

OnHako, HecMOTpsl Ha OypHOE pa3BUTHE MOJIEKYJISIPHO-IIUTOI€HETUYECKUX TMO]1-
XO/IOB B aHAJIM3€ KapHOTHIIA YEIIOBEKA, NCCIIEIOBAHIE XPOMOCOMHOTO Habopa KIeTKU
¢ noMoIplo auddepeHIraIbHBIX METOIOB OKPAITUBAHUS MO-TIPEKHEMY SIBIISICTCS
«BOJIOTBIM CTaHAAPTOM» B JAMArHOCTUKE XPOMOCOMHOM maTosnoruu. CoBpeMEeHHOE
000pyZOBaHKE U MPOrPaMMHOE 00eCIIeUeHHE MO3BOJISIOT MPOBOIUTH ABTOMATUUECKOE
CKaHMPOBaHHE U KapHOTUITUPOBaHNE MeTada3HbIX ITACTHHOK, YTO CYIIECTBEHHO 00-
Jeryaer paboTy 1uToreneTuka. Ho cinemyer moMHUTE, YTO MAallTUHHBIE MEXaHU3MbI HE
MOTYT TIOJTHOCTHIO 3aMEHHTH OMBITHOTO IIMTOTCHETHKA M HEW30eKHO OyIyT OIIu-
6arecst. [losTomMy nmake mpu UX HAIMYMKA B J1a00OPAaTOPUU HEOOXOAWM TIIATEIHHBIN
KOHTPOJIb CO CTOPOHBI KBATH(DUITMPOBAHHOTO CIICIHAIHCTA.
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B nanHoM y4eOHO-METOAMYECKOM MOCOOMM KPaTKO MPHUBEACHBI OCHOBHbBIE
CBEJICHUS O HOPMAJIbHOM KapHUOTHUIIE YEJIOBEKAa, 0XapaKTepHU30BaHbl MAapKEPHbIE
09HIBI Ha MeTa(a3HbIX XPOMOCOMAaX YeJIOBEKa, OCHOBHBIC MpaBUiia 3amucu Gop-
MYJI KApUOTHUIIA U 3aKITI0UeHn o HUM. Onucana opraHu3aius MoMeIeHui B IH-
TOTEHETHUYECKOW JabopaTopuu H TMPUBEACHBI MPOTOKOJBl IMPUTOTOBICHUS
U nuddepeHuanbHOr0 OKpalIuBaHus MpenapaToB MeTa(asHbIX XPOMOCOM YeJ0-
BeKa. B mpuiiockeHnu npeacTaBiieHbl IpUMephl GOpPMYJT KAPUOTHUIIOB U 3aKII0Ye-
HUl, MukpodoTtorpadust MmetadazHON MIACTUHKHA U €€ KapuorpaMma.



1. TEOPETUYECKHUE OCHOBbBI KAPUOTHIIA YEJIOBEKA

1.1. MopdoJiorusi u pazmepbl MeTa(asHbIX XPOMOCOM YeJIOBEKa

Xpomocomwr nipenctaBisitor cobort komrieke JIHK u GenkoB (TMCTOHOBBIX
Y HETUCTOHOBBIX ). DYHKIHUSAMU XPOMOCOM SIBJISIFOTCS XpaHEHHE, BOCIIPOU3BEACHUE U
nepeaya reHeTUYecKoi HHPOpMAIUK MPU Pa3MHOKEHUH KJIETOK U OPTaHU3MOB.

[Tpu kTacCMUYeCKOM IIUTOTEHETUYECKOM UCCIIEIOBAaHUM aHAJIU3 YHCIIA U CTPYK-
TYypbl XpOMOCOM 4YeJIOBEKa MPOBOJAT Ha cTaauu Metadasbl muto3a. Ha manHom
ATane KJIETOYHOTO LUKIA Kaxaas MeTadaszHas XpOMOCOMa COCTOUT U3 JIBYX CECT-
PUHCKUX xpomamuo (pe3ynbTaT perukaiuu mosiekyisl JIHK B S-dase), coennnen-
HBIX JIPYT C IPYTOM B pailoHE MEPBUYHON NEPETIKKU — yeHmpomepwl. Llentpomepa
paszenseT XpOMOCOMY Ha JiBa Iuieua: kopomkoe — P, u oaunrnoe — ( (puc. 1.1, a—s).
OTHolIeHNe NIMHBI KOPOTKOTO TUIeYa K JIMHE BCE XPOMOCOMBI, BBIPAKEHHOE B
IIPOLIEHTAX, HA3bIBACTCS YeHMPOMEPHbIM UHOeKcoM. KOHIIEBbIE YYaCTKH XPOMOCOM
HA3BIBAIOTCS Me1OMEPAMU.

B 3aBucumocTu 0T pacnonokeHus! HEHTPOMEPhl Ha XPOMOCOME U BEJTMUMHBI
[EHTPOMEPHOTO HMHJIEKCA BBIACIAIOT TPU MOP(OIOrHUecKHX THIAa MeTada3HbIX
xpomocoM uesioBeka (puc. 1.1, a—).

1. MeTaneHTpHYECKHE XpOMOCOMBI (P = (]): JITTHHA KOPOTKOTO ILIeYa paBHa KT
IPUMEPHO paBHA JJIMHE JJIMHHOTO I1JIeYa, a IICHTPOMEPHBIM UHJIEKC COCTABIISIET OT
46 no 50 % (puc. 1.1, a).

2. CyOMmeTaneHTpuYeckue XpoMocoMbl (p < (]): UIMHA KOPOTKOIO Iuicya
MEHBIIIE IJIMHBI JUITMHHOTO TUIeYa, a [ICHTPOMEPHBII MHAEKC cocTaBisieT oT 26 1o 45 %
(puc. 1.1, 6).

3. AKpOIICHTPHUYECKUE XPOMOCOMBI (p << (]): JJIMHA KOPOTKOTO IJIeYa 3HAYH-
TEJIHHO MEHBIIE IJIUHBI JUIMHHOTO IJIe4a, a IIEHTPOMEPHBIA HMHIEKC COCTaBIISET
ot 15 mo 30 %. Kpome Toro, y aKpoleHTpHUECKUX XPOMOCOM, 3a MCKIIOUYCHUEM
Y -XpOMOCOMBI, B KOPOTKOM TIICUe UMEFOTCS CITyTHUYHAsE HUTh (0T aHri. “‘stalk”, stk)
U cnyTHHK (0T anri. “satellite”, s) (puc. 1.1, 6), mpeacTaBiieHHbIC TOBTOPSIOITUMHCS
rocaeaoBaTeapHoCTAMHU MoseKkysl [JHK.

Taxke XpoMOCOMBI pa3IHyaroTCs 1o pa3Mepam, KOTOPbIE MOKHO BbIPa3HUTh a0-
COJIIOTHOW (B MHKPOMETpAx) WJIM OTHOCHTENIbHOM (B MpoleHTax) aauHou. s
ya06cTBa 0003HaYEHUS pa3Mepa XPOMOCOM IMPH UX OMUCAHUH MOJIb3YIOTCS TAKUMHU
OTpeieNIeHUsIMU, KaK OOJIbIITNE, CPeIHNE U Masble. Tak, HampuMep, MOXKHO BbIJIe-
JUTH OOJIBIIINE U MaJible METAllCHTPUUYECKHE XPOMOCOMBI; OOJIbIIINE, CPEAHHUE U Ma-
JpIe CyOMeTaIleHTPUIECKHE XPOMOCOMBI U T. II.
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Puc. 1.1. Mopdomnorust MmetagazHbIX XpOMOCOM YeJIOBEKa

Psn xpomocom xapakTepu3yeTcs HAUIMYUEM TaK Ha3bIBAEMBIX GMOPUYHBIX Ne-
pemsaxcek. Tak, BTOPHUYHBIC IEPETSHKKA MOYKHO PETYJSIPHO JETEKTUPOBATH
B MIPULIECHTPOMEPHBIX paliOHax JUIMHHBIX IUIEY XpoMocoM 1, 9, 16, a Takxke B au-
CTaJIBHOM OTJeJI€ JUIMHHOTO Iuieya Y-XpoMocoMbl. OHU 00pa3yroTcs 3a CUeT He-
oo koHaeHcanuu JJHK xpomocom B 3Tux panioHax. CiyTHUYHBIE HUTH TaKXe
OTHOCSAT K BTOPUYHBIM MEPETHKKAM. BTOpUYHBIE NTEPETIKKUA MOTYT CYLIECTBEHHO
U3MEHATH JUTMHY XpOMOCOM, a B psAJIE CIIy4aeB — X Mopdoioruto (cM. pasza. 1.4).

1.2. DyxpoMaTHHOBbIE U T€TEPOXPOMATHHOBbIE PAIlOHBI XPOMOCOM

Opranuzanyst XpoMOCOM B BUJE€ XpOMaTHHA HEOOXOIMMa Ui €r0 YIaKOBKH
B siAipe. BBIAEISIIOT 1Ba TUIIA XpOMAaTHHA: 3yXpoMamuH A 2emepoxpomamun. 110 oTHO-
HIEHUIO K MeTada3HbIM XpOMOCOMaM 3TH TEPMHUHBI HCIIOB3YIOT, MOApasyMeBasl pas-
JIMYHBIN CTPYKTYPHO-(DYHKIIMOHATIBHBIN CTATyC TEX WA UHBIX pAallOHOB XPOMOCOM.

Tak, 3yXpOMaTHHOBBIE PAMOHBI XPOMOCOM MPEACTABIAIOT cO00il obnacTu,
oOoraileHHble CTPYKTYpHbIMH reHaMu. OHU JI€KOHJIEHCUPOBAHbI OOJIBIIYIO YaCTh
untepdassl. [locnenoBarensHoctu JJHK syxpomarnna, kak mpaBuiio, HAYMHAIOT
PEeIUIMLIUPOBATHCSA B paHHEN S-(haze KJIETOYHOrO LUKJIA, C HUX MPOUCXOIUT TpaH-
CKpUMILMS. DYyXpOMaTHHOBBIE pAaOHBI XPOMOCOM XapaKTEpU3YIOTCS crerudpuyie-
CKHMH SMUT€HETUYECKUMH MOIU(UKALNUAMU, TAKUMUA KakK, HapUMep, THUIIOMETH-
nupoBanHas J{HK, runepauerniinpoBaHHble TUCTOHBI, BapuaHT ructoHa H3.3.

I'eTepoXpoMaTiH B CBOKO OYEpEAb IOAPA3NEIACTCS HA KOHCMUMYMUGHDILL
(TIOCTOSTHHBIN, CTPYKTYPHBIN) U (haxyibmamuerwiii (BpeMEHHBIHN ). KOHCTUTY TUBHBIM re-
TEpOXPOMATUH 00pazoBaH pazmnyuHbiMK Kiaccamu JJHK moBTopoB u obpazyer mocro-
SIHHBIE CTPYKTYPHBIE 3JIEMEHTHI B TOMOJIOTMYHBIX XpoMocomax. [IpenmyiiecTBeHHO
KOHCTUTYTUBHBIN T€TEPOXPOMATHH JIOKAIM30BaH B MPULIEHTPOMEPHBIX U TEJIOMEPHBIX
paiionax xpomocoM. Hanbonee BapriabenbHbIE MO pa3Mepy CErMEHThI KOHCTUTY TUBHOTO
reTepoXpoMaTiHa OOHAPYKUBAIOTCS B TIPUIICHTPOMEPHBIX paiioHax xpomocoM 1, 9, 16,
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a TaKkXKe IMCTAJIbHOM OT/IENe JJIMHHOTO 1ieda Y -XpoMOCcoMbl. KOHCTUTYTUBHBIN reTe-
POXpOMATHH B OOJBIIMHCTBE TUIOB TKaHEH (HO HE BO Beex!) ocTaeTcss KOHACHCUPOBAH-
HBIM TIPAKTUYECKA HA TMPOTSDKEHUH BCETO KIETOYHOTO IHMKIIA, PETUTUIIMPYETCS
B TIO3/THEW S-(haze M CUMTAeTCS TPAHCKPUITITUOHHO WHEPTHBIM. XapaKTEPHBIMU AITUTEC-
HETUYECKUMH MOJU(PUKANUSIMI KOHCTUTYTUBHOTO TE€TEPOXPOMATHHA CUUTAIOTCS
METUJIMPOBAaHHOE cocTosiHne mocnenoBarenbHocTeit [IHK, koTopeie ero gpopmupytor,
TUITOALETUIIMPOBAHUE TMCTOHOB, ACCOLIMAIIMSI C ONPE/IETICHHBIMU HETUCTOHOBBIMU O€JI-
kamu, HarpumMep, HP-1 (ot anr. “heterochromatin protein 17).

DaKyIbTaTUBHBIA T€TEPOXPOMATUH — 3TO BPEMEHHO TPAHCKPUIIIMOHHO HEak-
TUBHBIA TUI XPOMAaTHHA, KOTOPBIM HA OMPEICICHHBIX ATallaX OHTOT€HEe3a WIN TIEPUO-
JlaxX >KU3HU KIIETKU MOXKET MEPEXOJIUTh B 3yXPOMATHHOBOE COCTOSIHUE U MEPEKITIO-
YaThCsl B TPAHCKPUMNIIMOHHO aKTUBHBINA cTaTyc. OH CONEP)KUT T'eHbl, IPUCYTCTBYET
B KOHKPETHOM JIOKYCE OJHON M3 TOMOJIOTHYHBIX XPOMOCOM WJIH 3aTParuBacT LETyIo
xpomocomy. Permuiupyercst hakynbTaTUBHBINA T€TEPOXPOMATHH BO BTOPOM MOJIOBUHE
S-a3el, a XapaKTepHBIM SMUTCHETHYCCKAM MPU3HAKOM €T0 SBIISICTCS TPUCYTCTBUE
MoudurpoBanHoro 6enka rucroHa H2A, koropsrit HaspiBaeTcs macroH2A. Cambim
M3BECTHBIM MPUMEPOM (HaKyJIbTAaTHBHOTO TETEPOXPOMATHHA SIBIISIETCS WHAKTUBUPO-
BaHHas X-XpoMocoMma (TI0JIOBOM XpOMaTHH, WK TeJblle bappa) B COMaTHYECKHUX KIIET-
KaxX CaMOK MJICKOTTUTAIOIIHX.

1.3. KapuoTun yesoBeka

MexnyHapogHass HOMEHKJIATypa XpoMocoM 4elnoBeka [3] mpemiaraer cie-
OYIOUIEE ONPEACIICHUE Kapuomuna: HOPMaJIbHbIA WM aHOMAJIbHBIN, KOHCTUTY-
[IMOHAJIBHBIN UJIU MPUOOPETEHHBIN XPOMOCOMHBIN HAOOp MHAMBUIYYMA, TKaHU
WJIN KJIETOYHOW JTMHUM.

[TomHbIM cocTaB XPOMOCOM OOBIYHON COMATUUECKON KIIETKH SIBJISIETCS TUTUIOU/T-
HbIM (0003Hauaercs kak 2n). B nurmuiongHom Habope kKaxaas XpoMocoMa UMeeT aHa-
JIOTUYHYIO T10 pa3Mepy U CTPYKTYpeE (T. €. COAEPKUT I'€Hbl, OTBEYAIOIIIKE 33 OJTHU U T€
e MIPU3HAKK) MAPHYI0 XpOMOCOMY. Takue XpoMOCOMBI HAa3bIBAIOT 2OMONOCUYHBIMU.
Paznble o pazmepy U CTPYKTYpE XPOMOCOMBI Ha3bIBAIOT HE2OMOLIOSUYHBLMUL.

JlurmoniHbeIA HA0OP KJIIETOK YeNOBEKa COCTOMT U3 23 map xpomocoMm: 22 map
aymocom, T. €. XpOMOCOM, OJTMHAKOBBIX Y MY KUUH U KCHILIUH, U OAHOU MaPhl 10108bIX
XPOMOCOM, WA 2OHOCOM, TIO KOTOPBIM MY>KUMHBI U KEHILIUHBI OTJIMYAIOTCS IPYT OT
Ipyra. Y KEHIIUH Mapa NOoJOBbIX XpOMOCOM IpencTaBieHa XX, y My 4uH — XY.

[Ipu ananu3e kapuoOTHUIIA BCE Mapbl TOMOJOTHYHBIX ayTOCOM pacrlojaratoT B

IMopAAKE YMCHBIICHUA AJHWHBI U B 3aBUCHUMOCTHU OT HUX MOp(l)OJ'IOI‘I/II/I 10 CEMH

rpynmnaM, KOTopble 0003HaYarOT 3arjaBHbIMU OyKBaMH aHTJUKCKOro ajidaButa

7



(ot A 10 G). AyTOCOMBI, BEICTPOCHHBIE B TAKOM MOPSJIKE, HYMEPYIOT apabCKUMU
mudpamu ot 1 1o 22. B KoHIIE pacKkiIaJKy TOMENIAIOT MOJIOBBIE XPOMOCOMBI. Ta-
Koe Tpaduueckoe MpeacTaBlIeHHe KapuOTHUIla, KOTOPOE MOMOTAET KOJUYECTBEH-
HOW U CTPYKTYPHOH XapaKTEpHUCTUKE KaXIOW XpOMOCOMBI, HA3bIBAETCS KAPUO-
epammou. Ilpumep kapuorpaMmmsl npejacTaBiieH Ha puc. 1.2. Huke nana kpatkas
XapaKTePUCTUKA KaXKIOW TPYIIITBI XPOMOCOM.

* 'pynna A (1-3): G6omblie METalEHTPUIECKUE XPOMOCOMBI. XpomMocoma 2
1o MOP(OJIOTHHN CyOMEeTaleHTPUUECKasl.

* ['pynmia B (4-5): Gombie cyOMeTaneHTpUIeCKue XpOMOCOMEI.

* I'pynna C (6—12): cpennue cyomeTarieHTpudeckue XxpoMocombl. Camasi MHO-
TOYHCIIEHHAS TPYTINA.

e I'pynma D (13—15): cpenHue akpoUEHTPUUIECKUE XPOMOCOMBI.

* I'pynna E (16—18): manbie cyOMeTalieHTpUYECKre XpOMOCOMBI. XpoMOcoMa

16 mo mopdonoruu O6onee MeTalleHTPUYECKAS.

| 1! ‘ A &
i b)) I T
1 2 3 4 5
A B
N A g1 o " » »
88 35 8€ &% 48 3 :
6 i 8 9 10 14 12
G
B 8% ad 8 ER  EA
13 14 15 16 17 18
D E
L9 2% 2% & a g%
19 20 21 22 XX
F G

Puc. 1.2. KaprorpamMMa HOpMajibHOIO KEHCKOT0 KapUOTHIIA YeJIOBEKa
* I'pynna F (19-20): manble METalIEHTPUYECKHE XPOMOCOMBI.
e I'pynna G (21-22): manbie akpOUEHTPUUECKUE XPOMOCOMBI.
* [TonoBbIE XpOMOCOMBI NTOMEIIAIOT B KOHIIE PACKIAIKH. X-XpOMOCOMa IO
MOP(OJIOTUH — CPEIHUN CyOMETalleHTPHUK; Y-XpOMOCOMa — aKpOICHTpUUYECKas,

pa3Mepsl q-Tjieua BapbUPYyIOT OT XpoMmocoMm rpymmsl G go D.



1.4. llonumopdu3M — HOpMaIbHASI HK3MEHYUBOCTH KAPUOTHIIA YeJI0BEKA

Ionumopgusm — HOpManbHas U3MEHUYUBOCTH XPOMOCOM Habopa, KOTopas
3aKJIIOYAETCA B PA3IMUMAX MEXAY TOMOJOTUYHBIMU XPOMOCOMaMHU (T€TEpPOMOp-
(¢ur3M) MO OTIENBbHBIM CETMEHTaM, palloHaM U Jake 1enbIM TuieyaM. [TocKoabKy B
pyclie COBPEMEHHOW MOJIEKYJISIPHOW OMOJOTMU TEPMHUH «HoIuMopduzM» Oolee
NPUMEHHUM M0 OTHOIIEHUIO K T€HY, TO B IUTOTEHETUKE €ro MPUHSATO JIOMOJIHATh
TEPMHUHOM «8apuanmy» (XpOMOCOMBI) WU «2emepomopgusm» (TOMOJTOTHIHBIX
xpomocoMm). K BapuaHTam XpOMOCOM OTHOCST TaKM€ H3MEHEHHS, KOTOpPbBIE
COXPAHSIOTCS B MPOLIECCE OHTOTE€HE3a, CTAOMIIBHO HACIEAYIOTCA IPU MUTOTHYE-
CKOM JIEJICHUH KJIETKU U MEepPEearoTcs KaK MPOCTOW MEHJIEIEBCKUN MPHU3HAK OT
poauTenen K AETAM, HE OKa3bIBasl BIUSAHUA HA (PEHOTHII.

K nHaubonee yacTo BcTpeyaromuyMes BapuaHTaM XpOMOCOM OTHOCSIT pa3Mep U
PacnoJIOKEHUE CETMEHTOB IPHUIIEHTPOMEPHOIO TETEPOXPOMATHHA HA XPOMOCOMaxX
1,3,4,9,13-15, 16, 19, 21, 22, a Takke reTepoXpOMaTHHOBOTO CETMEHTA B TUCTAITb-
HOM OTJIEJIE JUIMHHOI'O IUIe4a Y -XpOMOCOMBI. JlJIsl BCEX YKa3aHHBIX XPOMOCOM BO3-
MO’KHa BBICOKAasl CTETIEHb BapUaOEbHOCTU: OT MOJHOTO OTCYTCTBUS CETMEHTa 10
CPaBHHUTEIBHO OO0JBIIOTO ero pa3mepa. [1o pacnosokeHuIo reTepoXpoMaTHHOBBIHI
CErMEHT MOKET JIOKAJIU30BaThCS Cpasy MOJ LEHTPOMEPOH JUIMHHOTO Iuieya, Leu-
KOM Ha KOPOTKOM IIjie4e (MHBEPCHS, IPH 3TOM MOXKET MEHATbCS MOp(doiaorus Xpo-
MOCOMBI) U OJTHOBPEMEHHO Ha O0OUX IJIeyax (YaCTUYHasi UHBEPCHS F€TePOXPOMATH-
HOBOTO CErMEHTa M3 JUIMHHOIO B KOPOTKOE MIe4o). B mupokux npenenax Bapb-
MPYIOT 10 pa3Mepy NPULIEHTPOMEPHOIO T€TEPOXPOMATHHA, & TAKXKE [0 YUCITY CITyT-
HHAYHBIX HUTEN U CITyTHUKOB aKpOLIEHTpUYECKHE XpOMOCcOMBI Tpyri D u G.

Cy1iecTByIOT CBO€OOpa3Hble perepHble 03HbI, HA KOTOPbIE OPUEHTUPYIOTCS
pu onpeaesieHnH nonumop@Horo Bapuanra. s paloHOB KOHCTUTYTUBHOT'O T'e-
TEPOXPOMATHHA, PACIIOJIO0KEHHBIX B MPUIIEHTPOMEPHBIX palloHax XxpomocoMm 1,
9, 16 u B muCTaIBLHOM OTJEJNE JUIMHHOTO Iie4a Y -XpOMOCOMBI, HOpMAJIbHBIM BapH-
AHTOM CYMTAETCSl pa3Mep IeTepOXpPOMATHHOBOIO CErMEHTAa B IPEAENIax OT I0JI0-
BUHBI JI0 1I€JIOT0 KOPOTKOTO Tieda XpomMocoMbl 16 (16p), aHanmu3upyemoit Ha Ton
xe camoi Metada3Hoi muactuHke. Ecnu yka3aHHbIe pailOHbl MEHbIIIE, YEM I10JI0-
BUHA JTMHBI 16p, TO Takoil BapuaHT 0003HAYArOT Kak «(qh—». Eciu Gombime, TO Ta-
KOM BapraHT 0003HA4Yar0T «qh+y.

HopmainbHbIM BapraHTOM pa3mepa KOPOTKUX TUIeY aKPOIIEHTPUUYECKUX XPOMOCOM
CUMTAETCs JIJIMHA, paBHAs TMOJIOBUHE JIMHBI KOPOTKOTO Ijieya Xpomocombl 18 (18p)
W/WITM JUTMHE KOPOTKOTO Tieda Xxpomocomsbl 17 (17p). BapuaHT «p—» — eciut pa3mep Ko-
POTKUX IIJI€Y aKPOLIEHTPUYECKUX XPOMOCOM MEHBILIE TIOJIOBUHBI JyMHBI 18p. Bapuant



«pt» —eciu pa3mMep KOPOTKHUX IJIeY aKPOLIEHTPUUECKUX XPOMOCOM OO0JIbIIIe JUTUHBI 1 7p.
[Tpumepbr 0003HaYCHMS TOTMMOPGHBIX BAPUAHTOB ITPUBEICHEI B TJ1. 2.

K BapuanTam XpoMOCOM Tak)Ke OTHOCST TaK Ha3bIBa€MbIE JIOMKHUE, HITH (Ppariiib-
HbIE CaThl Ha XpoMocoMax. OHM BBITTISAAT KaK HEOKPAITMBAIOIIUICS IPOMEXYTOK, Ba-
PBHUPYIOIIHIA IO IMPHHE, B GOPMUPOBAHKE KOTOPOT'O BOBJIEUEHBI O/IHA WITH 00€ XpoMa-
TUIbI. BHENIHE OHU MOTYT OBITH CXOKH CO CITyTHUYHBIMU HUTSIMU U CITyTHUKaMHU, Xa-
PaKTEPHBIMH JJIs1 aKPOIIEHTPHUECKUX XPOMOCOM, OJTHAKO (DparusIbHbIC CAalThI HE BBISB-
astrorest ¢ momorbio Ag-NOR oxkpammmBanus (ot anrii. “NOR — nucleolus organizer
regions” — siIpeIIKOOOpa3yoIHe PaioHbI), KOTOPOE CHEU(UIHO YIS JETEKIIUH CITYT-
HUYHBIX HUTEW aKpOLIEHTPUKOB, M HE CoJiepkKaT Marepuan 0sHaa pl2 akpoueHTpuye-
CKMX XPOMOCOM (B OCHOBHOM 3TO KJIACTEPhl pUOOCOMANIBHBIX T€HOB). PparuibHble
CalThl KAK BAPHUAHTHI XPOMOCOM BO3HHUKAIOT BCETr/Ia CTPOrO B OAHOM M TOM K€ MECTE
(JI0KyCe) Ha XpOMOCOME KaK B pOJIUTENTLCKOM, TaK U B IOUEPHEM KapHOTHUIIAX; HACIIEY-
IOTCSI KaK MPOCTON MEH/IETIEBCKUM MPU3HAK (110 TUITY JOMUHUPOBAHUS WM KO-IOMUHU-
posanust). [lomumopdHbie (paruiabHbIE CAThl MOTYT MOSIBISITHCSA B PE3YJIBTATE COOT-
BETCTBYIOIIMX 00paOOTOK U OBITH CBSI3aHHBIMU C 00pa30BaHUEM alleHTpUYeCKuX (par-
MEHTOB, TPEXJIyYeBbIX (DUTYp U JEICTUPOBAHHBIX YYaCTKOB. BakHO MOMHUTB, YTO K
(bparuibHBIM caiiTaM Kak BapUaHTaM XPOMOCOM, KPOME€ MEPEUYMCIICHHBIX BBIIIE
YCJIOBH, OyTyT OTHOCUTBCS TAKHE CANThI, KOTOPbIE HUKAK HE MPOSBISIOTCA HA (PeHO-
ture ux Hocutesst! He cienyer ux myrath ¢ JIOMKUMH CaldiTaMUd Ha XpOMOCOMaX, CBSI-
3aHHBIMH C HACJIEACTBEHHBIMU 3a00JIEBAHMSMU, TAKUMH KakK, HAIPUMEP, CHHAPOM YM-
CTBEHHOM OTCTAIOCTH ¢ ToMKO# X-xpomocomoii (OMIM: 300624). ITpu onpeeneHn-
HBIX YCJIOBHSIX KYJIbTUBUPOBAHUS JTUM(OITUTOB KPOBH TAKUX IMAIIMEHTOB XapaKTep-
HOM IUTOTCHETHYECKOW KapTUHON OyAET SBISITHCS TMOSIBICHHE JIOMKOTO caiiTa B
JUTMHHOM T11ede X-XpoMOCOMBI (JIokyc Xq27.3).

Crnemyer OTMETUTD, YTO JIJISl JETEKIUU W/WIIHA TIOATBEPXKICHUS OTUMOP(PHBIX
BapUAHTOB Ha XpOMOCOMaxX HEOOXOAMMO MPUMEHSATh HECKOJIBKO METOJ0B nudde-
PEHIMATBHOTO (M30MPATETHLHOTO) OKPAITUBAHMS.

BbIaensioT Takke HUTON€HETHUYECKU ONpeaesieMble BapHallii Ynciia KOMUn
(ot anri. “cytogenetic visible copy number variations”), npeacraBiacHHbBIC 3yXpo-
MATHHOBBIMHU BapUaHTaMH U HeCOATaHCUPOBAHHBIMU XPOMOCOMHBIMH MEPECTPON-
KamMu 0e3 (GeHOTHUIMYECKOro nposiBjaeHusi. OHU MOTYT HNPUCYTCTBOBATH Oojee YeM
y OJIHOTO MHJWBUIyyMa B OJTHOM CEMbE MM 00Jiee YeM B HECKOIBKUX TTOKOJICHUSIX
OJIHOM ceMbH 0€3 KIMHUYECKUX U (EHOTUIMYECKUX MposiBIeHUN. OTCYTCTBHE KIIU-
HUYECKOTO W ()EHOTUITUIECKOTO MPOSIBICHUS CBSI3bIBAIOT C IPUPOAON TaKUX paiio-
HOB: Kak npaBuiio, 370 AT-06orateie 0077aCTH Ha XPOMOCOMAX, COJIep KaIue MCeB-

JOTCHbI HJIM TICHbI C HETOJHOM IICHCTPAHTHOCTBIO HIIH YMCHBHIGHHOﬁ
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AKCIIPECCUBHOCTHI0. Takue BapruaHThl XpOMOCOM MOTYT OBITh ITPEJCTABICHBI Ya-
CTUYHOM JeJNenue WM AYIUIMKAIMEed XPOMOCOMHOTO MaTepualia, IpOU3BO/I-
HBIMU (JIEpPUBATHBIMH ) XPOMOCOMAaMH, HUHCEPIIUSIMU.

1.5. KapuoTunupoBanue

Kapuomunuposanue — onpeeneHue 4nciia U aHalu3 CTPYKTYpbl MUTOTHYE-
CKHX XPOMOCOM C HCIIOJIb30BaHUEM AU(PEepeHIINaTbHBIX METOA0B OKpAIlIMBaHuU,
MO3BOJISIIONIUX UICHTU(DUIIMPOBATH BCE XPOMOCOMBI Habopa.

1.5.1. Memoowt okpawiuganus npenapamos memaghazHwvix Xpomocom

JJist aHanmM3a KapuoTUIla Ipenapatbl MeTada3HbIX XPOMOCOM HEOOXO0IMMO MO~
Kpacutb. MeTobl pymunHozo (CniowiHo2o) OKpallMBaHUS XPOMOCOM HCTOPUYECKU
NepBble, OHU TIO3BOJIIOT TPOKPACHUTh BCE XPOMOCOMBI Habopa paBHOMEPHO
¥ LIEJIUKOM BJI0Jb XpoMaTul. C MOMOIIBIO0 PYyTUHHOTO OKPAITMBAHUS MOXKHO OIICHUTD
MOPGOJIOTHIO B pa3Mep, MOJICUUTATh YUCTIO, & TAKXKe C OOJBIIEH WIN MEHBIIIEH TOYHO-
CTBIO OTIPEJETIUTH TPYNIOBYIO MPUHAICKHOCTD I TOMOJIOTHYHBIX MTap XPOMOCOM B
cllyyae OTCYTCTBHMS U3MEHEHUH B UX CTpykType. OHAKO PYTUHHOE OKpaIllVBaHHUE
XPOMOCOM HE MO3BOJISIET OLIEHUTh BHYTPEHHIOIO CTPYKTYPY KaXKI01 XpOMOCOMBI (WIH
MU3MEHEHUs 3TOH CTPYKTYphl). B HacTosIee BpeMsi pyTUHHOE OKpallliBaHHE Mpenapa-
TOB XPOMOCOM HE NPUMEHSIETCS JUIl MCCIIEAOBAaHUS KOHCTUTYIIMOHAJIBHOTO KapHo-
tuna. Ero skenaTeabHO MCIOIB30BaTh TOJIBKO ISl O3HAKOMJIEHUSI ¢ MOP(QOJIorueii u
pa3mMepoM MeTada3HbIX XPOMOCOM YeJIOBEKa Ha CaMBIX MEPBBIX dTarax 00ydeHHs.

Hughdepenyuanvrvie METOIBI OKPAITUBAHUS XPOMOCOM TTO3BOJISIOT BBISIBUTH
HEOJTHOPOJHOCTH paclpeie/ieHus] TEHETHUECKOT0 MaTepHralia BAOJb TJIed XPOMO-
COM — DYXpPOMAaTHHOBBIE U T€TEPOXPOMATHHOBEIE palilOHBI. MIX CyTh COCTOHT B TOM,
YTO XPOMOCOMBI, MpPEIBAPUTEIILHO 00paOOTaHHBIE PA3JIMYHBIMU BEIIECTBAMHU,
HAYMHAIOT CBSI3bIBATh KpacuTesu IudpepeHIMpoBaHHO MO JJIMHE U BBITJIAIAAT KakK
Obl oJIocaThIMU. PHCYHOK pacnosiokeHust Mooc (MX Ha3bIBAIOT ceeMenmamu, Win
OonOamu, oT auri. “band”), mMpuHa U UHTEHCUBHOCTh MX OKPACKH OKa3bIBAOTCS
cHelu(pUUIECKUMH IS KaXXI0N mapbl XpoMocoM. biaroaapsi 5ToMy MOKHO OTJIH-
YUTh OAHY Mapy TOMOJIOTUYHBIX XpPOMOCOM OT npyrou. [1o xapakTepy nmomyuaemoit
KapTUHBI UCUCPUYCHHOCTH (O9HOUHea) XPOMOCOM U IO HA3BAaHUIO KPACHUTENs, UC-
M0JIb30BAHHOTO JIJIs OJTy4YEHUs! O3HAMHTA, METOIbl AU dHepeHIUaTBLHOTO OKPAIlIU-
BaHUS IPUHATO Pa3IesITh HA HECKOJIBKO TPy,

1. G-OpHauHr (kpacutenb ['um3a, ot anri1. “Giemsa”, oTcioa ¥ Ha3BaHHUE): TTOCIIe
peoOopaboTKK MpemnapaToB MPOTEOTUTUISCKUMHU (hepMeHTaMu (TJIaBHBIM 00pa3zoM
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TPUTICHHOM ) TIpeTiapaThl OKpaIMBaroT kpacuteneM [ mm3a. [lomyyaercst Habop TeMHBIX
(G-110105KUTENBHBIX ) ¥ CBETIBIX (G-0TpHIaTE/IbHBIX) O3HIOB BOJb IJIEY XPOMOCOM.

2. [Ipu Q-0duauure (akpuxuH, oT aHriI. “Quinacrine”) okpacka mpemnapa-
TOB XpPOMOCOM MPOUCXOJUT C MOMOIIBIO HYKIECOTU I -crierudrueckux dpiayopec-
IEHTHBIX KpacuTeieh (Hampumep, akpuxun, Hoechst 33258, DAPI). Xpomo-
COMBI OKparuBarTcs B sipkue (Q-monoxurenapHbie) U Tyckibie (Q-oTpuiiaTess-
HbBIE€) CETMEHTHI.

[To kKonMUecTBY, BETMUMHE U PACTIONOKEHUIO O9HIOB BIIOJIb XPOMATH] PUCY-
HOK G-OKpacKku B 11€JI0M aHAJIOTHYEH PUCYHKY Q-OKpacku: TEMHO-OKPAIINBAIOIIHECS
G-nonoXuTeNbHbIe O3HABI COOTBETCTBYIOT SIPKO (hiryopectuupyromuM Q-Toiaoxu-
TeNbHBIM 09HIaM. M1 Ha060poT, cBetibie G-oTpHUIaTenbHble O9HIBI COOTBETCTBYIOT
TyckibiM Q-oTpumarensapiM 03HAaM. CoBragerne G- n Q-09H10B 0COOSHHO XOPOIIIO
3aMETHO TPH MHBEPTHUPOBAHUU IIBETOB Ha M300payKeHUH MeTada3HOM TIIACTHHKH,
OKPpAIIICHHOM 0 OJTHOMY M3 3THX METO/I0B. Tak, Hanpumep, UHBepTUpYs Q-03HIUHT ¢
APKAMHU U TYCKJIBIMH CETMEHTAMH Ha XpOMOCOMaXx, MoJy4aeM 4epHO-0enoe u300pa-
YKEHHUE, COOTBETCTBYIOIIee (G-O3HIMHTY, K HA0OOPOT.

3. Ilpu R-09uaunTe (0T aHr:i. “Reverse”) Habop Mmoioc moiydaeTcss 00paTHBIN
G- u Q-6pumunry (puc. 1.3). s nonxydenus R-O3HIUHTAa MOTYT OBITH UCIIOJB30-
BaHbI Kak (JIyopeclieHTHbIC (HampuMmep, akpUIUHOBBINA OpaH)XEeBBIM, XPOMOMUIIUH
A3), tak u HedyopecueHTHbIe (['MM3a) KpacuTemny.

4. I30uparenbHble METO/Abl OKpAIIUBAaHUS TMO3BOJSIOT AU(EepeHITNaATbHO
OKpaCHUTh OTPECIICHHBIC PAalOHBI HA BCEX XpOMOCOMAaxX Habopa, Ha OMpeeICHHBIX
XpOMOCOMax WU Ha TIperapaTax XpoMOCOM U3 HEKOTOPBIX TUTIOB TKaHed. OHuU MpH-
MEHSIOTCS B KAYECTBE JIOMOJIHUTEIbHBIX METOI0B OKPAITMBAHUS TIPH JIETEKIIUH T10-
TUMOP(HBIX BAPHAHTOB XPOMOCOM WJIM YTOUHECHHSI KAPHOTHIIA.

G 7 R

Puc. 1.3. CpaBaenune 65H10B pu G-, Q- 1 R-okpacke Ha mpuMepe XpOMOCOMBI 7

CorymacHO MEXIYHApOJAHOW HOMEHKIAType XpPOMOCOM Uil 00O3HAYEHUS
METOJIOB OKpAaIIMBaHUS MPUMEHSICTCS TpexOykBeHHas cuctema. [lepast OykBa B
Ha3BaHWU METOJa O3HayaeT OCHOBHOW meton Osumuura (G, Q wm R); BTOpas
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OyKkBa — BapuaHT MpeaABAPUTEIBHON 00pabOTKH MpenapaTta XpoMOCOM UJIU BH-
3yaJau3allid; TPEThS — Ha3BaHUEe Kpacutens. Tak, Hanbosee 4acTo B IUTOTCHETHYE-
CKHX JabopaTtopusx Bcero mupa ucronszyercas GTG-meron muddepeHmaaibHOro
okpammBaHus MeTadasHpix xpomocom. [Ipu aToM meroae momydaercs G-O3HIUHT
(mepBas 6ykBa GTG) mocne npenodpaborku mpenapato tpurncuaoMm (GTG)
1 okpacku kpacuteneM ['mmzoit (GTG).

JleransHo MeToaAuKH MU EpEHIINATEHOTO U N30UPaTEIbHOTO OKPAITMBAHHS
npenaparoB MeTada3HbIX XPOMOCOM OIMCAHBI B COOTBETCTBYIOIINX JIMTEPATYPHBIX
uctounnkax [4]-[7]. B pamkax maHHOro mpakTHKyma OyaeT AaH mpoTokoi G-
OsHauHra (1. 3), UCIOAB3yEeMbIl Ha 1a00OPAaTOPHBIX 3aHATHAX Ha Kadenpe Jlabopa-
TOpHOM MeaulMHbl U reHeTukn HMUILL um. B. A. Anma3zosa.

1.5.2. Ilpunyun nymepayuu 631008 60016 ni1eY XPOMOCOM

Bbanppl, koTOphIe MoTyyaroTcs pu auddepeHIMaIbHBIX METOAaX OKPAIIUBaHUS,
CTPOro crheru@uIHbl IS KaXI0W Mapbl TOMOJOTHYHBIX XpoMocoM. KomnuecTBo
02HI0B (pa3pelieHrue aHaanu3a) 3aBUCUT OT CTEIIEHU KOHEHCAIIMH XPOMOCOMBI. J{J1st
0001 XPOMOCOMBI MOKHO COCTaBUTh UOUOSPAMMY — CXEMATHUUECKOE M300paxke-
HUE BCeX OPHIOB, BUIUMBIX Ha XpoMocome. Tak, Ha puc. 1.4 npencraBieHbl UANO-
TPaMMBI C Pa3JIMIHBIM YPOBHEM pPa3pelieHuUs sl XpOMOCOMBI 18,

U827 W7 N

1.
18

Puc. 1.4. Unnorpamma xpomocomsl 18 ¢ ypoBHeMm paspemienus 300, 400,
550, 700 u 850 63HIOB Ha TAIUIOMIHEIA reHOM [3]

BbanHnb1 Ha nauorpamMmax 0003HaYarOTCs apaOCKUMHU LM(PaMU IO BO3PACTAHUIO OT
[ICHTPOMEPHI K TEJIOMEpPE, OTACIBHO [T Kaxaoro mwieva (puc. 1.4). LleHTpomepHbIit
y4acTok obo3Hauaercs kak pl0 unu q10 (Ha mauorpammax He oTmedaetcs). Camble
3aMETHBIE U YETKUE CBETIIbIC WM TEMHBIE CETMEHTHI SIBIISIIOTCS MAPKEPHbIMU OIHOAMU
(nmm Mopdoornueckumu Mapkepamu, oT anri. “landmarks”). K mapkepabiM 63H1aM
TaK)KE€ OTHOCATCSI LIEHTPOMEPA U TEJIOMEPHI. YUYacCTOK IIJIeYa XPOMOCOMBI MEXKIY
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ABYyMs OMKaWIIuMU MOP(OIOTHIECKUMH MapKepaMH Ha3bIBaeTCsl patioHom. Paii-
OHBI HyMEPYIOTCs aHajgoruuno 0suaaM (puc. 1.4). ITpuniun o6o3HaueHHsT OIHIOB
Ha XpOMOCOME CIICAYIOIINIA: CHaYaJla YKa3bIBAETCSI XPOMOCOMA, 3aTEM IIIEYO XPOMO-
COMBI, paiioH u 031, Hampumep, 3amuch 18021 o3HavaeT ATMHHOE TIEYO XPOMO-
coMbl 18, paiioH aBa, epBbIit 0311 (puc. 1.4).

[Ipu aHanmM3e XpOMOCOM C BBICOKUM Pa3peleHueM 4acTh O3H0B pa30nuBaeTCs
Ha cy003HbI (cyOcermMenThl). Cy003HABI HYMEPYIOTCS 10 00IIeMy Jiis O9HIO0B U
paiiloHOB MPUHITMITY: OT IIEHTPOMEPHI K TeJIOMepe, OTACTBHO IS KaKIOTO IUIeYa.
Homep cyOcermenTta 3ammchiBaeTcs mocie Toukd. Hampumep: 18¢21.1; 18921.2;
18g21.3. Ilpu nanbHeiineM aeaeHnr CyOOIHI0B TOTIOTHUTEIBHBIX 3HAKOB ITyHKTYa-
IIUU HE BBOJST, pa3/eiICHUE MPOUCXOIUT HE 00JIee YeM 10 TPEX 3HAKOB, HAIPUMED:
180921.33 (puc. 1.4).

Kax npaBuno, kapuotunupoBanue npoBoaar npu pazpemennu 300...400 638-
JIOB Ha TaIjIONTHBIN TEHOM — ITPH MTOI03PCHNUN Ha YUCIICHHBIC aHOMAJTUU B KPYTTHBIC
CTPYKTYpHBIE TepecTporku; 550 OdHI0B — MpU OOCJIEIOBaHUM IAIMEHTOB C 3a-
JIEP’)KKOM TICHXOMOTOPHOTO Pa3BUTHS, BPOKICHHBIMH ITOPOKAMU, MUKPOAHOMAJIH-
MU Pa3BUTHUSA, & TAKKE CYNPYKECKUX Map ¢ MPUBBIYHBIM HEBBIHAIIIMBAaHUEM Oepe-
MEHHOCTH. B HEKOTOPBIX ciydasx TpeOyercst 0oJiee BRICOKOE pa3pelieHue (Hanpu-
Mep, IS IETEKITUU MUKPOIYTUITMKAINNA UM MUKPOICTICITN ), KOTOPOE JOCTUTACTCS
C TIOMOIIBIO UCTIOJIb30BaHUS CIIEIIMAIBHBIX BApUAHTOB MU PepeHIInaTbHOTO OKpa-
IITUBAHUS WJIM BapbUPOBAHMS yCIOBHHA KYJIHTHBHPOBAHHUS KIICTOK. 3aKITFOUCHHE O
KapUOTHIIE COCTABIISAIOT, aHANM3HUPYs He MeHee 11 MeTada3HbIX MIACTUHOK.

Onenka kavyecTBa )]H(l)(l)epel—[lll/la.]'II)HOFO OKpallMBaHU4 MpenmapaToB XpoMoCcoM

YpoBeHb pa3zpemeHus Pedepentnnie 63Hb1

Oxomno 400 63H10B Onpenensitorcs Tpu 03HIa B CE€peAMHE JUTMHHOTO IUIeYa XPOMOCOMBI
5:5ql4, 5921 u 5q23.

Bunnbl 1Ba yeTkux O’H/Ia B KOPOTKHX Tuedax xpomocoM 8 U 9: 8pl2 u
8p22; 9p21 u 9p23

Oxomno 550 63H710B Xopowo onpexnensorea 7q33 u 7q35.

Omnpenensitorcst Tpu 03HAa B KOPOTKOM Iuiede Xxpomocomsl 11: 11p12,
11pl4 u 11pl5.4.

Bunnel uetsipe yetkux 0sH1a Ha xpomocome 18: 18ql12.1, 18q12.3,
18921.2 u 18q22.

Mosxer okpacutbes 22q13.2

[Tpu »TOM, 4TOOBI BU3YaJIbHO OIICHUTH KAYECTBO OKpPAIIUBAHUS, JOCTATOYHO
OTIPEJICNIUTh TaK Ha3bIBa€MbIe peepenmuvle 09HObI. XaAPAKTEPUCTUKA TAKHUX
O9HJIOB ¥ COOTBETCTBYIOIIMI MM YPOBCHB pa3pellieHus IpuBeIeH B Tadmmiie. B ympo-
IIICHHOM OIIEHKE UCIOIB3YIOT MoAcUeT urciia G-MoN0KUTENBHBIX 09HIOB HA XPO-

Mocomax | 1 2 ¢ mocineayronmm uX yMHOKEHHEM Ha 6.
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Bonpocsl u 3aganust

1. Onucare Mopdonoruio MeTadazHbIX XPOMOCOM YEJIOBEKA.

2. UeM paziauyaroTcsi 3yXpOMaTHHOBBIE U T€TEPOXPOMATHHOBBIE PailOHbBI
xpomocom?

3. JlaTb XapaKTepUCTHKY KapUOTHIIA YEIOBEKA.

4. PacckaszaTh 0 noaumMop(pu3Me XpoMOCOM YEJIOBEKA.

5. Hanucatp, ucnonb3yst IpUHIUITB 0003HAUYEHUs O9H/IOB IO TIeYaM XPOMO-
COM: KOPOTKOE IUIEYO XpOMOCOMBI 5, paiioH 1, 6311 4.

6. Kakoil ypoBeHb pa3pelieHusi UCIMOJIb3YIOT B IUTOTEHETHUECKON IHarHo-
CTHKE IIPU IIOJJO3PEHUU Ha YHUCICHHbIE U3MEHEHUS B KaproTuIe?

/. Kakoil ypoBeHb pa3pelieHus1 HCIOIb3YIOT NPU LIUTOMEHETUYECKOM AUarHo-
CTUKE MAIMEHTOB C YMCTBEHHON OTCTAJI0CThI0, MUKPOAHOMAIUAMHU PA3BUTHUA U I10-
BTOPHBIMU PENPOAYKTUBHBIMU ITIOTEPSIMU?

2. A3YUEHUE KAPUOTHUIIA YEJIOBEKA

2.1. lIpaBuia 3anucu GpopmMy.s1 KAPUOTHUIIA U 3aAKTI0OYCHUS
NPU KAPUOTUIIMPOBAHUH

B »Toi1 rnaBe OyayT pacCMOTpEHBI OCHOBHBIE [TpaBUiia MEXAYHAPOIHON HO-
MEHKJIATYPbl XPOMOCOM, KOTOPbIE€ UCIOJIb3YIOTCS TP 3aUCU (OPMYJT KOHCTHUTY-
[IUOHAJILHOTO KApUOTHUIIA B KPATKOI (pOpME U KOTOPBIE MMOHAA00SITCS TP MPOBEIE-
HUU JJA00paTOpHbIX 3aHATHI. C pa3BepHyTOM CUCTEMOM 3anmucu (OpMyJl KapHOTUIIa
MOYKHO O3HAKOMHUTBCS B CIICIMAIBLHOM uTepaType [3].

B nenom ¢dopmyna nro00ro KapuoTuna JOJKHA OTPa)kaTh: 3alUCh OOLIErO
qrclia XpOMOCOM M Habopa MOJIOBBIX XPOMOCOM, CBEJIEHHUSI 00 aHOMAJIMU YUCIIa WK
CTPYKTYPBI XPOMOCOM.

2.1.1. Ilpasuno 3anucu popmyn HOpMaibHO20 Kapuomuna

[Tpu 3anmcu opMysTbI HOPMATBHOTO KapHOTHUIIA CHAYAIa YKA3bIBACTCSI 001IIee
YHUCJIO XPOMOCOM, 3aTEM Yepe3 3aIsITyI0 — COCTaB IMOJOBBIX XpoMocoM. Hukakmx
npo0OenoB He craButTcs. Hampumep, hopMyina HOpMaIbHOTO KEHCKOTO KapHUOTHIIA
OyJIeT 3anmuChIBaThCS caeAyrommuM odpazom: 46,XX; ¢popMyrna HOPMATLHOTO MYXK-
ckoro kapuotuna: 46, XY

2.1.2. IIpasuna 3anucu popmyn HOpMAIbHO20 ROIAUMOPPUIMA

B ciyuae 3anucu popmysibl KapuoTuma ¢ noaMMopGHBIMU BapHaHTaMHU MOJIb3Y-
FOTCSl OOLIMM MPUHIMIIOM: CHavYasla yKa3bIBalOT 00IIee YUCIO XPOMOCOM, 3aTEM ye-
pE3 3aIITyI0 — COCTaB IOJIOBBIX XPOMOCOM U YEPE3 3aMATYIO — BAPUAHT XPOMOCOMBI
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(B KauecTBE KOMMEHTapHs M. pa3il. 2.2). [Ipu 3tom 1715t 0003HaAUCHHMS TOTUMOP(OHBIX
BAPUAHTOB HCIIONIBL3YIOT clemyromue cuMBoibl: hl — cerment rerepoxpomaruna; Stk —
CIyTHUYHAs HUTh (09H1 p12 aKpOIIEHTPUIECKUX XPOMOCOM); S — CITyTHHUK (03H1 p13 ak-
POIIEHTPUYIECKUX XPOMOCOM); CEN — IIEHTPOMEPHBIN PAHOH; «+ WITH «—» — YBEIINICHUEC
WIM YMEHBLICHHE, HAIPUMED, JIMHBL h mmm pasmepa s; fra2 — dparuibHbli caiiT;
phgh — gactuuHas HHBEPCHUS IPULIEHTPOMEPHOTO TETEPOXPOMATHHOBOTO CEIMEHTA.

Hamprumep, popMyity >K€HCKOTO KapHOTHIIA C YBEITMICHHBIM ITeTEPOXPOMATHHO-
BBIM CETMEHTOM B JUTMHHOM ITJIeYe XPOMOCOMBI 9 ciienyer 3ammcarh Tak: 46,XX,9gh+

Ecnu B kxaproTune npucyTCTBYIOT MOJTUMOP(HBIC BAPUAHTHI Pa3HBIX ayTOCOM,
OHH yKa3bIBAIOTCS Yepe3 3aISITYIO B TOPSJIKE YBETUYCHUST HOMEpa ayTOCOMBI (I10-
JoBast xpoMocoma Y mMeeT mpuopuret). Hampumep, ¢popMyna My>KCKOro Kapuo-
TUIIA C YBEJIMYEHHBIM I€T€POXPOMATHHOBBIM CETMEHTOM Ha JIJTMHHOM ILIeYe XPOo-
MocoM Y ¥ 9 U ¢ yBEJTMYEHHBIMH CITyTHUKaAMHU Ha KOPOTKOM IUIeYe XpOMOCOMBI 14
OyneT 3anuceiBaThes Tak: 46,X,Yqh+,9qh+,14ps+

[TonmumopdHBIE BapuaHTHI OAHOW XPOMOCOMBI TIEPEUHCIIIOTCS 0€3 3aIsITOM.
Hampumep, dhopmyra )KEHCKOTO KapruOTHIA C YBEIIMYEHHBIM CETMEHTOM IIEHTPO-
MEPHOTO TeTePOXPOMATHUHA, JUTMHHBIMUA CITyTHUYHBIMU HUTSAMH U YBEIUYECHHBIMU

CIIYTHUKaMHK Ha KOPOTKOM IIIICYC XPOMOCOMEI 15 6yz[eT 3allUChIBATHCA TakK:
46,XX,15cenh+pstk+ps+

2.1.3. Ilopaook 3anucu popmynvt Kapuomuna: 2eHOMHbIE MYMAUUU

[Tonmumnuioninu ¥ aHEYIUIOUINHU 3alMChIBAIOTCS MO 00IIEeMy MpaBUIly: CHaJasia
yKa3bIBaeTCs 0011ee YUCIO XPOMOCOM, 3aTEM Yepe3 3aIATyI0 — COCTaB MOJIOBBIX XPO-
MocoM. B ciydae aneymionauii 1060aBOYHYIO ayTOCOMY 0003HAYarOT 3HAKOM «+» U
COOTBETCTBYIOIIIMM HOMEpPOM. YTpaTy 1IeJION ayTOCOMBbI 0003HAYAI0T 3HAKOM «—» U
COOTBETCTBYIOIIIUM HOMEPOM ayTOCOMBI.

Ecnn aneynnouausl 3aTparuBaeT MOJOBBIE XPOMOCOMBI, TO IPHU 3aIUCH
(opMyJ1 KOHCTUTYLITHOHAJIBHOTO KapUOTHUIIA COCTaB MOJIOBBIX XPOMOCOM IepedHcC-
JsieTcsl TOoCe 3alsTOl, OTACNSIONIEeH CBeAeHUs 00 00IIeM 4YHuCiIe XPOMOCOM.
Hamnpumep, kapuotun ¢ onHoit X-xpomocomoi (cuniapom Ilepemesckoro—Tep-
Hepa): 45,X; KapuoTHUIl ¢ IBYMsI X-XpOMOCOMaMHU U OJHOM Y-XpOMOCOMOM (CHUH-

npom Knaiindensrepa): 47, XXY

13nech u nanee CMMBOJIBI BBIIETIEHBI KUPHBIM MIPU(TOM Ul yA00CTBA BOCIIPUATHS MaTEpHAIa,
IpU 3anucH (HopMyJT KApUOTHUIIA CUMBOJI THILIETCS OOBIYHBIM MIPU(TOM.
2 O6o3HaueHKe (PparkbHBIX CaiTOB, CBA3aHHBIX C Pa3BUTHEM HACIIEICTBEHHBIX 3a00JI€BaHMUM,

AHAJIOTUYHO 0003HAYEHHIO WX MOJUMOP(HBIX BapraHTOB — fra.
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2.1.4. Ilopaook 3anucu popmynvt Kapuomuna: XpomocomHvle Mymayuu

1. PenunpokHasi TpaHCI0KALMS MIPECTABIIET COO0M B3auMHBIN OOMEH (par-
MEHTaMH MEXIY IByMs U 00jee HETOMOJOTMYHBIMH XPOMOCOMAaMHU U 00O03HAvaeTCs
cUMBOJIOM t. AyTOCOMBI, BOBJICYEHHBIE B TPAHCIIOKAIIMIO, YKA3bIBAIOTCS 110 BO3pPACTa-
HUIO B CKOOKaX TIOCIIE CUMBOJIA (TIOJIOBBIE XPOMOCOMBI HMEIOT IPUOPHUTET).

Mex 1y XxpOMOCOMaMU CTaBUTCSI Pa3IeJINTEIbHBINA 3HAK — TOUKA C 3aITOH, 1a-
Jiee BO BTOPBIX CKOOKAX YKa3bIBAIOT IJIEUYM M TOUYKHU pa3pbiBa HA XpOMOCOMax, BO-
BJICYEHHBIX B TpaHCIOKanuiw. OnpenesneHne TOYEK pa3pblBa MPOUCXOAUT ITyTEM
CpPaBHEHUSI UJMOTPAMM COOTBETCTBYIOIIUX XPOMOCOM M Pa3pelieHUs XPOMOCOM
(uuciia 65HIOB) Ha MeTada3HbIX IIacTuHKax. Hampumep, 46,XY,1(2;15)(q31;026):
PELUNPOKHAS TPAHCIOKALMS MEXIy XpoMocoMaMu 2 1 15; Touka pa3pbsiBa Ha Xpo-
MocoMme 2 HaxoauTes B q3 1, ygacTok xpomocomsl 2031—2qter TpaHcnonupoBaH Ha
xpoMocomy 15 Ha 69H1, mpokcumainbHee 15q26. Touka pa3psiBa Ha Xpomocome 15
HaXoAUTCs B 26, y4aCTOK XpOMOCOMBI 15026—(ter TpaHcionupoBaH Ha XpOMO-
coMy 2 Ha 0311, npokcuManbHee 2q3 1. B cinyyae HacnenoBanus cOagaHCUPOBaHHOM
TpaHCIoKaluu (JIn0o JIF0OO0M Apyroif nepecTporikn) MOTOMKOM OT OJTHOTO U3 POJIH-
Tellel B KOHIIE (OPMYJIbl KapHOTHIIA MCIIOJIB3YIOT CHMBOJIBI Mat (MarepuHCKOE
HacjenoBanue) wim pat (otiosckoe HacienoBanue). CHMBOI 0N UCTIONB3YIOT JIJIsI
0003HAYCHHS ITEPECTPOCK BOZHUKIIHX de NOVO.

2. PoOepTcoHOBCKAs TPAHCIOKALHUSI TIPECTABIISIET COOON IIEHTPHUUECKOE CIU-
SIHUE JIByX HETOMOJIOTHUHBIX WJIH (PEXke) TOMOJIOTMYHBIX aKPOLEHTPUIECKUX XPOMO-
COM M 0003HayYaeTcsi CUMBOJIOM FOD mim der. Dt cuMBOIJIBI paBHO3HAYHBI, OJHAKO
HOMEHKJIATypa XpOMOCOM PEKOMEHJYEeT MCIOJIL30BaTh CUMBOI Oer. AKpoleHTpHYe-
CKHE XPOMOCOMBI, BOBJICUEHHbIE B 00pa3oBaHue PoOEpTCOHOBCKOW TpaHCIOKAIUH,
YKa3bIBAIOTCS M0 BO3PACTaHUIO B CKOOKax IOCIIE CMMBOJIA U OTAEJSIOTCS IPYr OT
JpyTa TOYKOU C 3amaroi. J[agee BO BTOPhIX CKOOKAX YKa3bIBAIOT TOUKH Pa3phbiBa Ha
XpoMocomax, st PoGepTcoHoBckux Tpanciaokamuii — 310 (10 (1ieHTpoMepHbIi paiioH,
€CIIM He yCcTaHOBJIeHO TouHO). Hammpumep, 45,XY ,der(14;21)(q10;q10)

He cnenyer 3a0biBath, uTo mipu POOEPTCOHOBCKHUX TpaHCIOKAIMSAX OOIIee
YHCIIO XPOMOCOM B KAPUOTHUIIE YMEHBIIAETCS HA OJIHY, TOCKOJIBKY U3 ABYX aKpOLEH-
TPUUYECKUX XPOMOCOM 00pazyeTcs ojHa. VckimoueHneM SBIIsiioTCS CIlydan TPUCOMUN
0 XpOMOCOME, BOBJICUEHHOM B 0Opa3oBanue PobepTcoHoBckol TpaHnciokanuu. [Ipu

ATOM 00I1I€€ YHUCIIO XPOMOCOM OYJIeT paBHBIM 46, a TOTOJHUTEIHHBIN HOPMAJIbHBIN
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rOMOJIOT aKpPOLIEHTPUKA, YYaCTBYIOIEro B 00pa3oBaHuu PoOepTCOHOBCKOM TpaHC-
JIOKaIMu, OyIeT yKa3bIBaThCs CO 3HAKOM «+». Hanpumep, B kapuotune umeercs Po-
OEpTCOHOBCKAs TPAHCIOKAIHUS MEXIy XpoMmocomamu 14 u 21; omHa HOpMaibHas
(mo crtpoeHuro) xpomocoma 14 u JBe HOpMaJbHbIE XPOMOCOMBI 21:
46,XX,der(14;21)(910;q10),+21. OnxHako, clieAyeT 3aMETUTh, UYTO €CIIH B KapHO-
TUME UMEETCA TPAHCIOKalMs MexAy xpomocomamu 14 u 21, onHa HOpMalibHas
xpomocoma 21 u aBe HOpMaJbHbIE XpoMOcOMbI 14, To dopmyna KapuoTuna, co-
rimacHo ISCN, Oynet 3anuceiBatbes Tak: 46,XX,+14,der(14;21)(q10;q10)

3. HecoanancupoBaHHble (HepelMNPOKHbIE) TPAHCIOKALMH, KOTOpPbIE 00pa-
3YIOTCS TIPHU HACJIEIOBAaHUH MEPECTPOCHHBIX XPOMOCOM OT HOCUTENEH pEelUITPOKHBIX
TpaHCIOKaIvii, 00o3HavaroTcst cuMBosiamu der u t. ITocie ykazanus oOIiero yucia
XPOMOCOM H COCTaBa MOJIOBBIX XPOMOCOM Yepe3 3aIsATYI0 YKa3bIBaeTCs CUMBOI der u
B CKOOKax — JepuBaTHas Xxpomocoma. Jlanee craButcs cuMBoi t u pacimdppoBbiBa-
€TCsl TPaHCTIOKaIus, B pe3yJIbTaTe KOTOPOU MPOU3OIILIO HACIEAOBAHUE POU3BOAHOM
xpomocombl. Harmprmep, 46,XX,der(10)t(10;13)(p15.3;921.33)dmat. To ecth B KapHo-
THUIIE UMEETCS IB€ HOPMAJIbHBIE XpOMOCOMBI 13 m ogHa HOpManbHas xpomocoma 10;
BTOpast Xxpomocoma 10 — nepuBaTHasi, UMEET JJIMHHOE I1JIeY0, KOPOTKOE IJIEYO OT IIEH-
tpomepsl (P10) mo 6suma 10p15.3 U TpaHCIOMPOBAHHYIO YaCTh XPOMOCOMBI 13 OT
0oH1a 13021.33 g0 TenoMephl AJIMHHOTO Tuieda. B kaproTune yacTuyHas TpPUCOMMUS T10
xpomocome 13 (mo yuyactky 13021.33—13qter) u yacTuyHas MOHOCOMHUS TI0 YHACTKY
KOpOTKOTO Iuteda Xxpomocomsl 10 (10p15.3—10pter). CumBon dmat nokasbIBaeT, 4To
OJTHA MTPOW3BOHAS XPOMOCOMA (2 HE 00€ XPOMOCOMBI, yYaCTBYIOIIME B TPAHCIOKAIUH )
yHaCJIeZIoBaHa OT MaTepy — HOCUTEIBHUIIBI COATAHCUPOBAHHON TPAHCIIOKAIIUN MEXTY
xpomocomamu 10 u 13: 46,XX,t(10;13)(p15.3;021.33)

4. Uucepuuu (MHCEPUUOHHAS TPAHCJIOKALMSA) — MIepeMelieHne pparmMeHTa ofi-
HOW XpOMOCOMBI BHYTPb APYTroH (pexe BCTpedaeTcss BHyTPUXPOMOCOMHAs MHCEPIHS),
0003HAYAFOTCSI CUMBOJIOM INS. XPpOMOCOMA-PEIUITUCHT, MPUHUMAOIIAsi CErMEHT, yKa-
3bIBACTCSl TIEPBOM, XPOMOCOMA-IIOHOP, Tepsitollasi marepuasl, — Bropou. Hampumep,
46,XY,ins(5;2)(p14;922032) — cerMeHT XpOMOCOMBI 2 MexTy 2q22 1 2q32 UHCEPTHPO-
BaH, T. €. BCTaBJIEH B XpPOMOCOMY 5, TOUKa pa3pbiBa Ha XpoMocome 5 — 03H7 Spl4.

5. Jlesieniu mpeicTaBIIOT cCO00M yTpary yactu xpomocombl. CumBoi del nc-
noJb3yeTcsl 1 0003HAYeHUs KaK HMHTEPCTUUUANBHBIX (BHYTPEHHHUX), TakK
¥ TEPMUHAIBHBIX (KOHIIEBBIX) nenernuid. Hanmpumep, B kapuoTume uMeercs TepMHU-
HaJlbHas JeJeIus Ha XpOMOCOME€ S5 ¢ TOYKOW pa3peiBa B O3HAc (13:
46,XX,del(5)(q13). Xpomocoma ¢ aenerueit COCTOUT U3 IEJI0r0 KOPOTKOTO Iieya
(5p) u yacTu JIMHHOTO TIJIeYa, JISXKAIIETro MEXAy IIEHTpoMepoi u 63HA0M 5013.

18



6. Aynimkanus — yABOCHHUE YaCTH XPOMOCOMBI, KOTOPOE MPOUCXOUT B TIpe-
JeJiax XpoOMOCOMBI, 0003HadaeTcsi ciMBojioM dup. OpueHTanus AyTUTHKAUN (MH-
BEPTUPOBaHHAs WM MpsiMas) 00O3HayaeTcsl MopsAakoM O3HAOB oT pter x qter.
Hampumep, 46,XX,dup(1)(p34p31) — npsimas QyTuIMKanus CETMEHTa MEXTy O9H-
gamu 1p34 u 1p31; 46,XX,dup(1)(p31p34) — unBepTHpOBaHHAS AYILIUKAIIUASA YaCTH
XpOMOCOMBI MeXK Ty O03Hmamu 1p34 u 1p31.

7. AuBepcust — epeBopoT dparmMerTa xpomocoMsl Ha 180 rpamycoB, ob6o3Hava-
eTCsi CUMBOJIOM INV. THBEpCHSt MOXKET MMPOUCXOAUTH B TIpEiesiaX OJJHOTO IJIeyua Xpo-
MOCOMBI (TIapalleHTpUIeCcKast) MM 3aTparuBaTh CETMEHTHI 000UX TIIeY (TIepUTICHTpUYe-
ckas). [laparienTprueckas wim NepuLIeHTPUYECKasi HHBEPCHUs CIeayeT U3 3amucu Gop-
MyJbl Kapuoturna. [Ipu uHBepcrsix O9HIBI IepeurcisIoTest oT Pter k gter (kak oHm crre-
JYIOT B CBOEM «IPHUBBIYHOMY, HEHHBEPTHPOBAHHOM HarpaBiieHuu). Hampumep, dop-
MyJa  KapuOTHIa €  MapaleHTPUYeCKOM  HMHBEpCHEH  XpOMOCOMBI 3.
46,XX,inv(3)(q21g26.2), mpu 3TOM, ClieAysl MpaBWIy MEPEUUCICHUsT O3HIOB, JUIS
g-1uieda GoJiee MPOKCUMAITLHBIN O9H]T YKa3bIBaeTCs mepBbIM. [1Jis1 pP-Tuieda nepBbiM Oy-
JIET yKa3bIBaThCsl OoJiee TepMUHAIBHBIN O3HI. Hampumep, uHBEpCHs XpOMOCOMBI 2:
46,XX,inv(2)(p23p13). B ciydyae MEpHUIICHTPUUCCKUX HMHBEPCHH O9HI B KOPOTKOM
Tede ykaspiBaeTcs epBbiM. Harmpumep, 46,XY,inv(3)(p13021)

8. U30xpomMocoma — METalleHTPUYECKas XpOMOCOMa C TeHETUYECKU UIACHTHY-
HBIMH TUIeYaMH, 0003HaYaeTcs CUMBOJIOM 1. Touku pa3pbiBa 0003HayaroTcs Kak p10
win 10 B 3aBUCHUMOCTH OT MOP(}OIOTUU U30XpOoMOcoMbl. Hampumep, u3oxpomo-
coMa M0 JUIMHHOMY Iuiedy xpomocoMbl 18: 46,XX,i(18)(gq10); nzoxpomocoma 1o
aMHHOMY Tieuy X-xpomocombl: 46,X,1(X)(g10)

9. KosiblieBbI€ XpOMOCOMBI TPENICTABIISIOT COOOH OAMHOYHBIE (PEXKE TBOMHBIC)
3aMKHYTBIE KOJIbIIA C OJTHOM WM JBYMS IIEHTpOMEpPaMH 1 00pa30BaHHBIMH OTHOM WU
HECKOJIbKUMHU XpPOMOCOMaMH, 0003HAYaI0TCsi CHMBOJIOM I'. TOUKHM pa3pbiBa U BOCCOEIH-
HEHUs (€CJIM OHM TOYHO HE ONPEIEIIeHbI) YKa3hIBAIOT O TeJIOMepHbIM O9H1am. Hampu-
Mep, (hopMyIia KapuoTHIIA ¢ KOJIBIIEBOM XpoMocomoit 8: 46,XX.1(8)(p22024.2). Eciu
KOJIbLIEBAsi XpoMocoMa 00pa3oBaHa aKpOLIEHTPHUECKOM XpOMOCOMOW M TOYKH pas-
pBIBa M BOCCOCIMHEHUSI TOYHO HE OMPEAENICHBI, TO UX JOMyCKaeTcs He 0003Ha-
yaTh. Hanmpumep, konbieBas xpomocoma 13 B kapuortumne: 46,XX,r(13). Eciau B
KapUOTHUIIE TIPUCYTCTBYET aHEYIJIOUIUSA COBMECTHO C KOJIBLIEBOW XPOMOCOMOM,
TO KOJBIIEBAasi XpPOMOCOMa YKa3bIBA€TCA B COOTBETCTBHU C HOMEPOM XPOMO-
COMBI, OT KoTOopoi oHa mpousonuia: 48, XX, +1,r(7),+19. Ecinu npoucxoxaeHue
KOJIBLIEBOW XPOMOCOMBI HEM3BECTHO, TO OHA yKa3bIBAeTCs MOCIEAHEH, HO mepen
MapKepHbIMH xpoMocomamu: 48, XX, +r,+mar
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10. MapkepHbIMM XPOMOCOMAMH TMPUHATO Ha3bIBaTh aHOMAJIbHBIC,
HEUJACHTU(PHUIIMPYEMBIE C TTOMOIIBI0O METOJIOB JH(DPepeHITNaTbHOTO OKpAITUBAHUS
XPOMOCOMBI, KOTOPBIE (B 00IEeM) IO pa3MepaM paBHBI HJIM HE MPEBHIMIAIOT pa3-
Mepbl XpoMocoMmbl 20 Ha oHOU M ToM e MeTadaszHoW racTuHke. O06o3HaAUa-
I0TCsl cuMBoJIoM Mar. Hanpumep, 47,XX,+mar

Crnenyer ermie pa3 oOpaTUTh BHUMaHUE HA TO, UTO €CIIM XPOMOCOMHAsI My TaIlHs
IIPOU30IILIa BHYTPU OJTHOM XpOMOCOMBI (MHBEPCHS, AYTUIMKAIIUS, JeIeIs, KOJIbIIe-
Basi XpOMOCOMa), TO TIpH paciupoOBKE TOUYEK pa3phiBa IO IMJIEYaM XPOMOCOM pa3-
JICJIMTEIILHBIC 3HAKHA HE CTABSTCS.

[Tpumeps! 3anuceit GopmMys1 KAPUOTUIIOB C TCHOMHBIMH U XPOMOCOMHBIMH MY-

TaluAMU IMPCACTABJICHBI B HpI/IHO)KCHI/II/I 2.

2.1.5. Ilopaook 3anucu popmynst Kapuomuna:
CAYUAU MO3AUUUIMA U XUMEPUIMA

1. ITpucyTtcTBHE OO0Jiee YeEM OJJHOM KJIETOYHOU JTMHUU — MO3AMLIM3M — 0003Ha-
yaeTcst 3HaKoM / (Kocast uepTa) WM cUMBOJIOM MOS. [IpuyeM KiieToYHAs JIMHHS C
MyTaluel yKa3bIlBaeTcsl IEpBOid. B KBaJpaTHBIX CKOOKAX 3aMMChIBAETCS YHCIIO MPO-
aHAJTM3UPOBaHHBIX MeTada3HbIX IIacTuHOK. Hampumep, 45,X[12]/46,XX[10] — mo-
3anyHas GopMa MOHOCOMHUHU X-XPOMOCOMBI.

Ecnu B kaproTuIie IpuCyTCTBYET HECKOJIBKO aHOMAJIbHBIX KJIETOYHBIX JIMHHM,
TO TIEPBOM yKa3bIBaeTCs MpeodIiaaroiias, u Jajuee o yMeHbIIeHUI0, IoCIeIHeN 3a-
MUCBIBAETCS JIMHUSL C HOPMAJIbHBIM KapUOTUIIOM (BHE 3aBUCUMOCTHU OT YHCJIa KIle-
TOK C HOpMaJIbHBIM KapuoTuriom). Hampumep, 45,X[12]/47,XXX[6]/46,XX][3] wmu
46,X,i1(X)(q10)[25]/45,X[15]/46,XX[10]

OpnHako, eclii YUCIIO KIETOK CO CTPYKTYPHOM M YHCIIOBOM XPOMOCOMHOM aHO-
Manuen COBIAJAET, TO YHUCIIOBAS YKa3bIBaeTCs MIEPBOIA:
45,X[25]/46,X,i(X)(gq10)[25]

Ecnu xapuoTtun npeacraBiieH MO3audHOU (OpPMOM aHEYIUIOUIUN HErOMOJIO-
TMYHBIX XPOMOCOM C OJMHAKOBBIM YHCJIOM KJIETOK, OHU MEPEUUCIISIOTCS B MOPSIKE
BO3pacTaHusi HOMEpa ayTOCOMBI (TI0JIOBBIE XPOMOCOMBI UMEIOT proputeT). Hampu-
mep, 47, XX,+8[25]/47,XX,+21[25] nmm 47, XXX[25]/47,XX,+21[25]

2. Xumepu3sMm (0003HaYaeTCsi CUMBOJIOM Chi) XapakTepu3yeTcsl HATHYUeM B
opranm3me IByx (pexe Ooliee) JTUHHUN KICTOK, HECYIIUX I€HOMbBI pa3HbIX 3UTOT,
npeobiiafgaronias KJIeToyHasi JIMHUS B opmyse ykaspiBaetcs nepBoil. Hampumep,

chi 46,XX[16]/46,XY[6]. IIpu xuMepu3me MMOCIIie TPAHCIIAHTALUNA KOCTHOT'O MO3Ta
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KJICTKH PEIUIUCHTa yKa3bIBAIOTCS MEPBBIMU BHE 3aBUCHMOCTH OT MX YHCIIA,
KJICTOYHBIC JUHUHM JOHOpA W PEIMIMEHTa OTACIAoTCs 3HakKoMm // (aBe Kochle
yeptel). Hanpumep, 46,XX[3]//46,XY[20]

[Tpu ucHoap30BaHUK CUMBOJIA MOS win Chi mepe YMCcIIoM XpOMOCOM U CHM-
BOJIOM cTaBAaT npooen. Hanpumep, mos 45,X[10]/46,XX[12]

2.2. 3ak/il04eHye NPU KAPUOTUIIHPOBAHUHU

Uto KacaeTcs 3aliCH 3aKJIOYEHUS, T. €. UCUEPIBIBAIOLIECTO OMUCAHUSA pe-
3yJIbTaTa XPOMOCOMHOTO HCCJICIOBAaHUS U OOHAPYKEHHBIX aHOMAIHMI, MOXKHO
OPUEHTUPOBATHLCS HA MPAKTUYECKUE PEKOMEHIAIIMU O 00ECIEUCHHIO KaueCcTBa U
HAJICKHOCTHU MPEHATAIBHBIX U MOCTHATAJIIBHBIX [IMTOT€HETHYECKUX UCCIIEIOBAHUM,
MOATrOTOBJICHBIX padouei rpymnmnoi Poccuiickoro o0IecTBa METUIIMHCKUX TEHETH-
k0B [8] 1 ocHOBaHHBIX Ha EBporielickux cTaHmapTax Ui IATOTCHETHICCKUX U MO-
JEKYJISIPHO-IIUTOT€HETUYECKUX MCCIIEIOBAHUN KOHCTUTYTUBHBIX U MPUOOPETEHHBIX
XpOMOCOMHBIX aHoOMaHi [9].

@opMyJIMPOBKH 3aKJIIOYEHUN MOTYT BapbUpPOBaTh B KaXKJI0M KOHKPETHOU Ja-
6opatopuun. CoriacHO peKOMEHIAIUSAM, 3aKIIOYEHUE 0 MPOaHATU3UPOBAHHOMY
KapUOTUITY JOJKHO OBITh HamMCaHO B (popMe, JOCTYIMHOU U MOHATHOM HE ITUTOTE-
HETUKY, a Bpauy, HallpaBUBIIEMY NAIIMEHTA HA UCCIIEIOBAHKE. 3AKITIOUCHHE JOJIKHO
BKJIFOYATH B c€0s1 TAaHHBIE O TOM, HOPMAJIbHBIN UJTM aHOMAJIbHBIN KapuOTHII, cCOaJIaH-
CUPOBaHHBIN WK HecOamaHcupoBaHHbIN. [Ipu oOHapyx)eHun aucbanaHca cieayer
ero onwucaTh (MOHOCOMMSI, TPUCOMHUS, JACJCIHS U T. JI.) U HAIKCaTh Ha3BaHUE CHH-
JIpoMa Ui 0O0JIe3HH (€CIIM UMEETCs), CBSI3aHHOTO ¢ OOHApYyXEHHOW MyTanuen (Kak
MpaBWJIO, Ha3BaHHE AaeTcs B ckoOkax). [Ipu HeoOXoauMocTu mociie 3aKiIrYeHus
JIaTh PEKOMEHIAINH ISl MEIMKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS U/ WM Kapro-
TUMMUPOBAHUS OJIMKAMIIINX POJACTBEHHUKOB.

He pexomeHyeTcs yka3plBaTh B 3aKIF0UEHUH TTOJTMMOP(PHBIC BAPUAHTHI, TAKUE
KAaK YBEJIMYEHHBI WM YMEHBIIEHHBIN pa3Mep MPULIEHTPOMEPHOIO T€TepoXpomMa-
THHA WIA TE€TEPOXPOMATUHOBOTO CETMEHTA B IUCTAIILHOM OT/IeJIe IJTMHHOTO Tieya
Y -XpOMOCOMBI, YUCIIO U pa3Mep CIYTHUKOB WJIM CITyTHUYHBIX HUTEH aKpOLIEHTPH-
YECKUX XPOMOCOM, IIEPULIEHTPUUECKUE UHBEPCUU FETEPOXPOMATUHOBOTO CETMEHTA,
yTOOBI HE BBOJIUTH B 3a0JTy’KJICHHE HECTIEUAIUCTOB. VX creayeT oTMedaTh TOJIBKO
B TaOOPATOPHBIX XypHanaX. VICKIIOUeHUEM SBIISIFOTCS CITydad KapUOTUITUPOBAHUS
JIOHOPOB TIOJIOBBIX KJIETOK M KJIETOK KOCTHOTO MO3Ta WJIM CIIy4yau, KOr/ia mojo0Has
uHopMais HeoOXxoauMa IS pa3IudyeHus: ABYX U 0ojiee KJICTOUYHBIX JIMHUN TIPU
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XUMEpPU3ME W/WIM TPAHCIUIAHTALMM, a TaKKe IMPU SKCTPEMAlbHBIX BapHUaHTaX,
UACHTU(UKALMSI KOTOPBIX NOTpeOOBaia AOMOJIHUTEIbHBIX METOI0B UCCIIEAOBAHNUS.
[Tpu 5TOM HEOOXOIMMO YKa3aTh UX KIMHHUUECKYIO HEHTPaIbHOCTb.

IIprMepsl 3aKIOUYEHUN K KapUOTUIIAM, HAITUCAHHBIE C YYETOM PEKOMEHAAIUN

u ISCN, npencrasnens! B [Ipunoxenuu 2.

2.3. Onucanue pedepeHTHHIX 0IHI0B HA XPOMOCOMAX YeI0BEKa

[Ipu ananuze muddepeHIMATIbHO OKpaIICHHBIX XPOMOCOM YI0OHO ITOJIB30-
BaThCs CIICIMAJbHBIMU aTjacaMu. Tak, MHOTO JECATHUJICTUM HACTOJbHOM KHHUIOU
BCEX HAUMHAIOIIMX (M HE TOJBKO!) IUTOTCHETHUKOB SBJISICTCS aTyiac « XPOMOCOMBI Ye-
noBeka» [10]. «Atimac XpoMOCOM IOCTOSTHHBIX KJICTOYHBIX JIMHHH YEIOBEKA U KHBOT-
Heix» C. E. MamaceBoii [11] Oymet uHTepeceH I UccieaoBaTeeH, paboTalomux B
00J1aCTH IUTOTEHETUKU U OHKOIIUTOTCHETUKH, a TAK)KE JUIsI CIICIIUAJIMCTOB, Ubs pa-
0oTa CBsI3aHA C MCIIOJB30BAHHEM KJICTOYHBIX JUHHH MIIEKONMTArommx. “Human
chromosome atlas: introduction to diagnostics of structural aberrations” C. Behrend
et al. [12] mumrocTpupyeT YacTHbIE CIIydad KapUOTHUIIOB C Pa3IMYHBIMH XPOMOCOM-
HBIMU IIEPECTPONKAMH.

B sTom pasnene OyayT onmrcaHbl OCHOBHBIE CETMEHTBI HAa XpOMOCOMAX, IOJTY-
4yeHHbIe ¢ moMoIpio G-OsuaunTa npu ypoHe pazpemienus 400...550 63H10B Ha
rarjouJIHbIA T€HOM, KOTOPBIC U3y4alOT BCE HAUMHAIOIINE [IUTOTeHEeTUKU. B onuca-
HUU TIPUBOIUTCS HE(POPMAIBHBIN CIICHT, TIOMOTAIONTUN ITPH 3ayYMBaHUHU O0HJIOB Ha
xpoMmocoMax. [IpuMepbl TakKuX CXeMAaTHYHO M300paKEHHBIX XPOMOCOM IPECTaB-
JIEHBI BMECTE C UX CJIOBECHBIM ONKcaHueM u Mukpodororpadueit. Cieayer Bceraa
MIOMHUTD, UTO AHAU3 H0O0U Memapha3HOU NIACMUHKU HAYUHAIOM C NOOCYemd 00-
wezo yucia xpomocom (1) — 3T0 MOMOTaeT COPUEHTUPOBATHCS B HAJTUYUU WIIA OT-

CYTCTBHUHU U3MEHEHUH B YHCIICHHOM Hab0OpPEe XpOMOCOM.
2.3.1. Xpomocomwt cpynnot A — 601buiue MemayeHmpudecKue Xpomocomol

Xpomocoma 1 (puc. 2.1): KOpOTKOE IJIEUO UMEET CBETJIbIN KOHIIEBOM paiioH
(kaK CBETJIbIC «YIIKH»), pPa3IMYalOT KaK MUHUMYM JIBa TEMHBIX O9HJa BBIIIC [ICH-
TpoMmepbl. Cpasy Mo IIEHTPOMEPO Ha UTMHHOM IIJIeUe — TEMHBIN TOTUMOPGHBINA TI0
pasmepy u (pexe) TMOJOXKEHUIO OdFHJ MNPUIICHTPOMEPHOrO0 TeTepoXpoMaTHHA
(ITII'X), cpa3y o HUM — CBETJIBINA O9H U TpU (XOPOIIO 3aMETHBIX ) UM YETHIPE
TEMHBIX 09H/a (TTOCIIeTHUN — CaMbli TUCTATBHBIA Ha (), IBa CPETHUX U3 KOTOPBIX

OoJiee uHTeHCUBHBIC, 09H 131 — HanboIee NHTEHCUBHO OKPAITUBAIOIITUNCS.
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Cserible CYIOKW»
Ha KOHYHUKEC pP-IIJICUa

+—

JBa TeMHBIX
0%H/1a Ha p-TIJIeYe

III'X cpa3y nmox
LIEHTPOMEPOM Ha (-Tuieue

_‘ | [MonumopdHBINA TEMHBINA 63HA &
W) &

Yerripe , 1931 naubosee UHTEHCUBHO
TEMHBIX OKpAIICHHBIN
091
Ha g-mete JlvcTanbHbINA TEMHBIH 09H/

Ha (-1ieye

Puc. 2.1. CxemaTruHOe n300paxkeHue (Ciiena)
U Mukpogororpadus (crpaBa) XpOMOCOMBI 1

Xpomocoma 2 (puc. 2.2): mOYTH Takas e Mo pa3Mepam, Kak xpomocoma 1,
cyomeranieHTpuk. Ha KOpOTKOM Iuiede — 4YeThIpe TEMHBIX O3HJa, OHHM MOTYT
«CIIMBATBHCSI» U OMPENEIATHCA KaK ABAa KpynHbIX. Ha IIUHHOM 1jiede — OT YEThI-
pex u 06oJiee TEMHBIX 03H/I0B (B 3aBUCUMOCTHU OT pa3pelieHus).

UYeTsipe TeMHBIX 02H1a Ha 4p

\ o

-

\ Ha g-mimede oT yeThipex u Gosee %
TEMHBIX 0DHI0B g

J

Puc. 2.2. CxematuuHoe n3o0paxeHue (ciiena)
u Mukpogotorpadus (crpaBa) XpOMOCOMBI 2
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n
<«+—CBeTJIble MAICHBKUE KYIITKUY
. <«—TeMHbIi 03H]T Ha p-TUIEYE

JIBa TeMHBIX OdPHAA:
IPOKCUMaJbHbIE Ha 3P \prnHme CBETJIbIE OPHJIbI IOCEPEANHE
U JUCTAJIbHBIC HA 3q ~—— p- ¥ (-TIeY — «IIPOCTPEIIbD» B «TOJIOBE»

U «HOTaX» XPOMOCOMBI
L)
TemubIil 09H7 cpazy
' ‘ ' O/ [IEHTPOMEPOii Ha 3(
<«—— CBeTible MalleHbKUE

«TaIlO4YKu»

Puc. 2.3. CxemarnuHoe n300pakeHuE (CripaBa)
u MukpodoTorpadus (caeBa) XpOMOCOMBI 3

Xpomocoma 3 (puc. 2.3): B cepeHe WM MPAKTUYECKU B CEPEIMHE KOPOTKOTO
Y JUTMHHOTO T1JIeY — KPYITHbIE CBETJIbIe 09H 1bl. CBETIIbIE TEJIOMEPHBIE O2HIBI — HA
o0oux mievyax. TeMHBIH 03H]T — cpa3y MO IEHTPOMEPOH Ha JUTMHHOM Iniede (Mo-
KET OBITh Pa3IMUUM KaK ABOMHOMN). TeMHbIe 00J1aCTH, COCTOSIIIUE U3 IBYX OJIM3KO
PaCIOJIOKEHHBIX TEMHBIX O3HJOB (CIMBAIOTCS W BHUJIHBI KaK OJIMH KPYIHBIN), —
MPOKCUMAaJIbHBIE HA KOPOTKOM IIJIeYE U AUCTAbHBIE HA JJIMHHOM IUICUE.

2.3.2. Xpomocomul cpynnut B —
Oonvumue cyomemayenmpuueckue Xpomocomol

Xpomocoma 4 (puc. 2.4): KOPOTKOE TUICYO C TOHKHM TEMHBIM O3HIIOM, KOTOPBIHA
MHOTIa MOKET OBbITh pa3IMYeH KaK JBOWHOW. JIJIMHHOE TUIEYO ¢ YETKO Pa3InYUuMbIMU
YeThIpbMsI TEMHBIMU OdH1aMu. [1epBbIii TEeMHBIN 03H] — cpa3y o1 ICHTPOMEPOH.

<+—— ToHKkuil 1BOWHOM TeMHBIN 09H Ha 4p

\

> UYetnbipe TeMHBIX 03H1a Ha 4(. [IepBblil TeMHBII
0%H]1 — cpa3y MoJ [IEHTPOMEPOit

Puc. 2.4. Cxematuunoe nzoopaxeHue (ciiena)
u Mukpodotorpadus (crpaBa) XpoMoCcOoMbI 4
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<+— B cepenune 5p — TeMHBII 09H]T

B cepenune 50 — TpoiiHO# TeMHBII OJI0K

V3Kuil TEMHBII O3HII B TUCTAJILHOM e
otaene 5q

Puc. 2.5. CxematuuHoe n300pakeHue (CieBa)
1 MukpodoTorpadus (crpaBa) XpOMOCOMBI 5

Xpomocoma 5 (puc. 2.5): KOPOTKOE IJIEUO C OJJMHOYHBIM TEMHBIM O03HJIOM I10-
cepeaune. [locepeauHe JIMHHOTO TUIeYa — TPU TEMHBIX, OJM3KO PACIIOI0KEHHBIX
O2H/1a CIIMBAIOTCS B OJMH, 00pa3ys OOJIBIIION TEMHBIN OJIOK. Y 3K TEMHBIN 03H]T —
B JJUCTAJILHOM OT/EJIE JUIMHHOTO IUIeYa.

2.3.3. Xpomocomot zpynnwt C —
cpeonue cyomemayeHmpuueckKue Xpomocomol

Xpomocoma 6 (puc. 2.6): KOPOTKOE TUIEUO C YETKO OMPeeasieMbIM OOJIbIINM
CBETJILIM O3HI0M TocepenrHe. O0pa3yercst CBETIIbIN KBajpat. B paiioHe 1ieHTpoMephl
KOPOTKOTO IJIe4a — MAJICHbKUW TEMHBIN 09H1, 00pazyercs kak Obl «yibpi0oouka». Ha
JUTMHHOM TUIeY€ — HECKOJIBKO TEMHBIX 09H/I0B (KaK MpaBuJio, onpezaensercs 4), nep-
BbII TEMHBIN O9H] — Cpa3y Mo LIEHTPOMEPOH.

\ .4_ Caemblit 03H/1 TOCepeuHEe 6p — «IIPOCTPET»
B «T'OJIOBC» XpOMOCOMBI

<«——Hap nentpomepoit B 6p — MajleHbKHI YEPHBIN
N 09H] — «ynbI00UKa»

-
Ha 6p — getsipe TemubIx 63H7a. [TepBbiit b
TEMHBIH G3H]1 — cpa3y MO LIEHTPOMEpOii v
-

Puc. 2.6. CxematuuHoe n300pakeHue (CieBa)
u Mmukpodotorpadus (crpaBa) XpoMOCOMBI 6
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Xpomocoma 7 (puc. 2.7): Ha KOPOTKOM IjIeue — YeTKUW TEeMHBIM O03H]1 HA KOH-
quKe («TeMHBIC TJIa3ku»). Ha NIMMHHOM Tiede — qBa YeTKUX TEMHBIX 0dHJa, 00-
pasyeTtcs KBajapaT U3 03H/I0B, Ha KOHIIE TuleYa — MCHEE MHTCHCHBHBIN TEMHBIN 03H]T
(pu pazpemenuu 550 63HIOB OyIeT pa3ianyuaThCs Kak JBa OJM3KO JEKAIUX TOH-
KX TEMHBIX 03H]1a). XpOMOCOMa Kak OYyATO OJieTa B TEIBHSIIIKY.

UeTkuii TeMHBIN O09H] Ha TeTOMepe
7p («TEeMHBIE TJIA3KN»)

Ha g-nneue — 1Ba 4eTKUX TEMHBIX b o
0oHa -'I..
B tenomepe 7( — MeHEE MTHTEHCUBHO -

OKpAIIIMBAIOITUICS TEMHBIA OdH/T

Puc. 2.7. CxemaTruHOe n300paxkeHue (Ciiena)
u Mukpogororpadus (crpaBa) XpoMOCOMbI 7

Xpomocoma 8 (puc. 2.8): Ha KOPOTKOM ILIeue — JBa TEMHBIX O3HA: OAUH OoJiee
MPOKCUMAJIBHBIN, JApyrow OoJiee auctanbHbId. Ha nnumHHOM miede — nBa
TEMHBIX 09Ha, MPUYEM JUCTAIbHBIN TEMHBIM 02H] XapakTepu3yeTcs 0oJiee UH-
TEHCUBHBIM OKpaIlIMBAaHUEM.

JIBa TEeMHBIX TOHKHX O3H7a Ha 8p:
oauH 0osee MPOKCUMATBHBIMH,
Ipyroi 60see TUCTATBHBII

Ha 8q — nBa TemHBIX 09HIa

JlucranbHbIN TeMHBIN 03HT
<— xapakrepusyercs 6oiee .
WHTCHCUBHBIM OKpaIllMBaHHEM

Puc. 2.8. Cxematnunoe nzodpakenue (criesa)
u MukpodoTorpadus (crpaBa) XxpoOMOCOMBI 8
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Xpomocoma 9 (puc. 2.9): Ha KOPOTKOM TUIeUe — IUPOKUM TEMHBIH 03H (1ABa
OJTM3KO JekKaAIUX APYT K apyTy). Cpasy 1o IIEHTPOMEPOi Ha JTTUHHOM TUIede — CBET-
Jast 0071acTh, KOTOpask MOXET BapbUPOBAaTh IO JUIMHE (JIOCTUTAS IJTUHBI KOPOTKOTO
TUieda) M MojoKeHuto. Ha IMHHOM 1jiede — 1Ba OJJMHAKOBBIX MO0 MHTEHCHUBHOCTH
OKpAIMBaHUs TEMHBIX 09H/a CO CBETIIBIM O9HIOM MEXKTy HUMU. DTH TpHU O3H/A (11Ba
TEMHBIX U OJIMH CBETJIBIF MEXTy HUMH) IPUMEPHO PaBHBI [0 pa3Mepy.

<«—— Lupoxuii TeMHbIH 69HA (J1Ba GJIM3KO
JeXalMX ApyT K Apyry) Ha 9p

[Tomumopdusbrit 63ux ITHIX —
HOJI ICHTPOMEPOii Ha (-Tuteue

4—

JlBa 0lMHAKOBBIX 110 UHTEHCUBHOCTH {
OKpAIllMBaHUs TEMHBIX 03HIa
CO CBETJIBIM 09H/IOM MEX]y HUMU :

Puc. 2.9. CxematuuHoe uzobpaxeHue (ciepa)
u Mukpogororpadus (crpaBa) XpoMOCOMBbI 9

Xpomocoma 10 (puc. 2.10): B cepeluHe KOPOTKOTO Ijie4a — TEMHBINH O3H/I.
Ha nymmHHOM 1U1€4€e — TpY TEMHBIX, XOPOIIIO PA3IMUUMbIX 09Ha. [1epBbiii TeMHbIN 09H/
HanOoJIee HMHTEHCUBHO OKPAIIIMBACTCS M PACIIONAraeTCs Cpasy Mo IIEHTPOMEPOH.

B cepeaune p-neua —
TEMHBIN 03H]T

«—

N
Ha g-muteue — Tpu TemMHBIX O3H7IA. "
[lepBblit TemHBIN 091 (Hanboee b
MHTEHCUBHO OKPAIINBAETCs) -
pacnoJaraercs cpaszy mnoj
LEHTPOMEPOI —

J

Puc. 2.10. CxematnuHoe u3o0paxkeHue (ciacna)
u Mukpogororpadus (crpasa) XxpomocoMsr 10

Xpomocoma 11 (puc. 2.11): Tenomepa KOpOTKOro 1iieda ceetias. Ha koporkom
miede — OJuH (PeXke ONMPEENSIFOTCS KaK JBa) MHTEHCUBHO OKPAIICHHBIA TEMHBIN
0oHa. Ha piuaHOM 1ieue, cpas3y Moj eHTpOMepor — OOJBIION CBETIIBINA 03H, 32
KOTOPBIM CJIEAYeT TEMHBIN O3H]I, KOTOPHI WHOTJA Pa3INvaeTCs Kak JiBa TEMHBIX
02Ha, TUCTaIbHAsE 00JIACTh JUIMHHOTO TjIeYa — CBETJIasl.
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KpymHblii HTHTEHCHBHO OKpallleHHBIN

— .
TeMHBIH 0oH1 Ha 11p

Cpazy non uentpomMepoii Ha 11q —
<——— KpYIHbBIN CBETIBIN 03H] (O0bLION

CBETJIBI «IIOSICOKY) . r

Bonpmoii TeMHEBIH O3HJI, COCTOAIIMI -
<—— 13 JIBYX OJIM3KO PacmoiI0KEeHHBIX

O2HJIOB, — KHOXKH, OJICTHIE B KalpH»

<«— JlucranbHas obnacte 11Q — cBernas

Puc. 2.11. Cxematnunoe n3zodpaxeHnue (ciena)
u mukpodororpadus (crpasa) XxpoMocomsl 11

Xpomocoma 123 (puc. 2.12): B cepeiiHe KOPOTKOTO IIJI€Ya — OIMH TEMHBIA O3H]I,
Ho B otimume ot xpoMocoms! 11 He Tak MHTEHCUBHO OKpallleHHbIH. [leHTpomepHast
oOmacts TemHas. Ha nimHHOM TUI€de MO IEHTPOMEPO# — CBETIIBI O9H/I, OHAKO B
omyre oT 11q OH ToHbIIE. 3a CBETJIBIM O3HJIOM CIIEAYET OoJblIasg TEMHAsi 00JIaCcTh
(Oonee BBITSIHYTas MO pa3MepaM IO CpaBHEHHUIO ¢ 11q), KOTOpasi COCTOUT U3 TpEX,
OJM3KO PaCIONIOKEHHBIX 09HI0B. MOTYT ONpeAensaThCs Kak OAuH 00jee KPYITHBIHI

1 OAWH MCHbBIIMH. J{pcTanpHas 001acTh JIMHHOTO IJIeYa CBETIIas.

4 Ha 12p — oauH TeMHBIN G3H]

Ha 12q nox uenTpomepoit — TOHKHUH
<——— CBeTIbIH O9H] (TOHKUI CBETIIBINA
«IOSICOK»)

L
Tpu GJIM3KO PacTIONOKEHHBIX -

4—
TEMHBIX O3HJIA -

<— JlucranpHas oomacth 12 cBeTnas

Puc. 2.12. CxemaTuuHoe n3odpaxenue (ciepa)
u Mukpogororpadus (crpaBa) XpoMOCOMBI 12

3 Xpomocomsl 11 1 12 10BONBHO MOXOKHU APYT HA APYTa 1O PACTIONOKEHHIO O3HIOB B0 mied. Mx
B IIyTKY Ha3bIBAIOT «OapsimiHei» (xpomocoma 12, Tak Kak oHa O6oJiee BRITSHYTasI, «CTaTHAsN)
1 «KPECTBSIHKOI (XpoMocoma 11 Goree cxarasi, «pru3eMHICTas).
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2.3.4. Xpomocomwt cpynnot D —

cpedlme aKpouyenmpuiecKue xpomocomasl

Xpomocoma 13 (puc. 2.13): Ha KOPOTKOM IIJICUe UMCIOTCS CITyTHUYIHBIC HHTH
U CIYTHUKH (MOTYT OBITh HEpa3JIMUMMbI Ha IIUTOTEHETUYECKUX Mpenapartax). Ha
JUIMHHOM TUIeYe, cpa3y MoJ IEHTPOMEPOi, — TOHKHI TeMHbIN 03H1 1313 (MoXKeT OBbIThH
HE 3aMETEH, B 3aBUCMMOCTU OT KOHJECHCAIIMKU XPOMOCOMBI). bimke K nucTalibHOMY
KOHITy — TPOMHOM TEMHBIN O3H]T (TEMHBIE «TOIb(PUKI» Ha «HOKKAX» XPOMOCOMBI).

Pa3mep nnmHHOTO 1uieya xpoMocoMsl 13 anmuHHee, yeM y xpomocoM 14 u 15.

Tonkwit TeMHbIH 0901 — 13913

TEMHBIN 03H]T (TEMHBIE «TOJIb()UKI

bike x qucTanbHOMY KOHILY — TPOMHOM :
Ha «HOXKKaX» XpOMOCOMBI) 4

Puc. 2.13. CxematnuHoe u3o0paxkeHue (ciacna)
u Mukpogororpadus (crpaBa) XpoMocomsr 13

Xpomocoma 14 (puc. 2.14): Ha KOPOTKOM ILJIeYE UMEIOTCSI CITyTHUYHBIE HUTU U
CIIYTHUKH (MOTYT OBITh HEpPA3JIUYMMbI Ha IUTOTEHETUUECKHUX Mpenaparax). Ha
JUTMHHOM ILJIeue, O] IEHTPOMEPOid, — TEMHBINA 02HJ U HA TUCTAJIbHOM KOHIIE —

TeMHBIN 07H1. Camad gucTaibHas 4YacTh JJIUHHOTO IIJIeUa CBETJIas.

JIBa TemHbIX O9H1a Ha 14(Q: oquH Oosee -‘
> POKCUMAIBHBIIL, APYToii Golee
JIUCTATTbHBIN

%

Puc. 2.14. CxemaTuuHoe n3zodpaxenue (ciepa)
u Mukpogororpadus (crpaBa) XpoMocoMsl 14
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J-TUIeY0 ¢ TEMHBIM O03HIOM,
PaCIIONI0KEHHBIM TTOCEPEINHE

Puc. 2.15. CxemarnuHoe uzo0paxeHnue (ciaena)
u Mukpogororpadus (crpaBa) XpoMOCOMsbI 15

Xpomocoma 15 (puc. 2.15): Ha KOPOTKOM IJIeYE UMEIOTCS CITyTHUYHBIE HUTU U
CIYTHUKU (MOTYT OBITh HEpa3IMYUMbl Ha LUTOTEHETHUYECKUX Ipernaparax).

B cepenune AIMHHOTO T1€4a — TEMHBIA 03H/.

2.3.5. Xpomocomuwl ecpynnat E —
cpeoHue cydmemayenmpuuecKue Xpomocomol
Xpomocoma 16 (puc. 2.16): MetarieHTprUIeCcKasi XxpoMmocoma (Ui cyoMeTaleH-
TpUYECKas, B 3aBUCUMOCTH OT JJIMHBI nosuMmopguoro 63u1a [1II'X). B kopoTkom
IJie4ye €CTh JBa TOHKMX TEMHBIX OdHAa (He Bcerjga okpamimBaiorcs). KopoTkoe
IJI€40, KaK MPaBUIIO, OKpalIMBaeTcs CBeTIbIM. Ha nimmHHOM mitede, cpasy moj LeH-
TPOMEPOM, — XOPOIIIO OKPAIIMBAOIIHICS MoJIUuMOpdHBINA TeMHbIH cermeHT TTILITX.
Jlanee Ha JJIMHHOM IUieYe — MeHee (M0 MHTEHCHUBHOCTH) OKpAIlIMBAIOIIMECs IBa

TEMHBIX 03HJa, TOCISIHUN — TUCTAIbHBIN Ha (.

JIBa TOHKHX TEeMHBIX O3HJA:
0JIUH 00Jiee TPOKCUMAITBHBIMH,

Cpasy nox JIIpyTO¥i GoJee aMCTANbHBIH

LHEHTPOMEPOM —
wo
OKpAITUBAIOIIHICS
HOJIUMOP(QHBIN
TEMHBIH O3H
MHrx

Ha g-mureye — meHee
(Mo MIHTEHCUBHOCTH)
OKpAaIINBAIOIIUXCS
J(Ba TEMHBIX 02HIA

2

Puc. 2.16. CxemaTnuHoe n3zodpaxenue (ciepa)
u Mukpogororpadus (crpaBa) XpoOMOCOMBI 16
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Ha cepenune 17p — ToHkuit
TEMHBIN 03H,
IlenTpomepa TemHas, <' © 03Hn

KPYIHBIN, CBETIIBIN 09H
noJj eHTpomMepoit Ha 17q

’
bimke k TepMHUHAIIBHOMY
KoHIy 17( — KpynHbIN S
TEMHBINA O2HL

Puc. 2.17. CxemarnuHoe uzo0paxeHue (ciaena)
1 Mukpogororpadus (crpaBa) XpoMocoMs 17

Xpomocoma 17 (puc. 2.17): Ha KOPOTKOM IIJIeUe — TOHKAN TEMHBIN O3HT (HE BCeraa
ompeaensercs), 1 7p Menblie no pazmepam, yeM 16p. Lientpomepa TemHas, cpasy 3a Hel
clielyeT KPYIHBI, XOPOILO pa3IMuMMbIi CBETIIbIM O3H]1, KOTOPBII 3aHUMAET OOJIBIIYIO
YacTh JUIMHHOTO IuIeYa. bike K TepMUHAIIBHOMY KOHITy 17q — OZMH KPYITHBIA TEMHBIN
O3H]1, COCTOSILLIMI U3 JBYX OJIM3KO PacroIoKEHHBIX TEMHBIX O3HOB.

18p okpammBaeTcst paBHOMEPHO
Y BBITJISIIUT CBETJIBIM

Ha g-rutede — 1Ba 4eTKMX TEMHBIX 03H[IA: OJUH OoJiee 4

POKCUMAJIbHBIN, ApYyroil 0ojee AucTalbHbIN -

Puc. 2.18. Cxematuunoe nzodpaxenue (ciepa)
u Mukpogororpadus (crpaBa) XpoMocomsl 18

Xpomocoma 18 (puc. 2.18): KOPOTKOE IJIEHO YAaCTO OKPAIIMBAETCS PABHOMEPHO
Y BBITJISIUT CBETIbIM. Ha JuInHHOM 1uiede — 1Ba 4YeTKUX TeMHBIX O3HJ1a: OJ1H Oojee
MIPOKCUMAJIbHBIH, Ipyroii 0oJiee AUCTATBHBIN (TTpH pazperieHuu 550 07HI0B KaxKIbIii
OyZeT OIpenensaThes Kak ABa OJIM3KO paclooKEHHBIX JpYyT K ApYyry). Mexay sTuMu
JBYMSI TEMHBIMH O3HJIaMHU — YETKO ONPEEIIIEMbIA CBETIIBIA O3H/.

2.3.6. Xpomocomul zpynnot F — manvie memayenmpuueckue Xpomocomol

Xpomocoma 19 (puc. 2.19): neHTpoMepHas ¥ MPUIICHTPOMEPHBIC 00JaCTH
KOPOTKOTO H JJIMHHOTO IIJIeY TEMHBIC, CAaMH TUICYH CBETIIbIC. PasMepsl v ToJI0KeHHE
TeMHOOKpamuBatotierocs rnoaumopguoro I[II'X Bapeupytor.

p- ¥ (J-TUICYH paBHOMEPHO
MPOKPALTHBAIOTCS M BBITIISIAT
CBETJILIMU .

Temuas
LEHTpoMEpa

Puc. 2.19. Cxemaruunoe n3o0paxeHue (cieBa)
u Mukpogororpadus (crpaBa) XpoMocoMsI 19
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<— Ha p-ruteue — TeMHBINA 03H] («TTIa3KN»)
LlenTpomepa meHee

BbIPpa’XXCHaA, 4EM —>

Ha XpOMOCOME 19 (J-11J1€490 ¢ ABYMs Y3KMMH TCMHBIMU

0oHIaMH, HE BCETIa MPOKPAIIUBAIOTCS,
(-TJIeYO CBETIIOE, PABHOMEPHO
OKpaIieHHOe

Puc. 2.20. CxematnuHnoe uzo0paxxeHue (ciaeBa)
u MukpodoTorpadus (crpasa) xpomocomsl 20

Xpomocoma 20 (puc. 2.20): B KOPOTKOM ILJIeY€ €CTh TEMHBIN 03H]T (KaK «TJ1a3Km»
IIpY OKpaluuBaHuM). LleHTpoMepa MeHee BbIpaKeHa, 4eM y XpoMocoMel 19. JlnrHHOe
IUIEY0, KaK MPaBUIIO, CBETIIOE, PABHOMEPHO OKpAIIEHHOE, PEKE MOKHO JIETEKTUPOBATh
7IBa OUYEHb y3KHX, MEHEe MHTCHCUBHO OKPAIIMBAIOIIUXCS TEMHBIX O9H/IA.

2.3.7. Xpomocomul cpynnwt G — manvie aKpoyeHmpuieckue Xpomocomol

Xpomocoma 21 (puc. 2.21): Ha KOPOTKOM IUI€YE MMEIOTCSI CITyTHUYHBIE HUTH
Y CITyTHUKH (MOTYT ObITh HEPA3IMYUMbl Ha IUTOTEHETUUECKUX Ipenaparax). Ha niamn-
HOM IUIeYe — MHTEHCUBHO OKPAIMBAIOIINICA TEMHBII O3HJ, 3aHMMaeT 00JIacTh, MPOK-
CUMaJIbHYIO K IIEHTpOMEpE, TOCTENEHHO 3aTyxas (110 OKpacKe) K TUCTATbHOMY KOHITY.

G [ ]

Ha g-nuiede MHTEHCHBHO OKpAIIMBAIOIUICS TEMHBIN O3H],
<4—— 3aHKMMaeT 00J1acTh, MPOKCUMAJIBHYIO K LIEHTPOMEPE,
IIOCTENIEHHO 3aTyXas K AUCTAIbHOMY KOHILY

Puc. 2.21. CxematuuHoe u3o0paxeHue (cieBa)
u Mukpogororpadus (crpaBa) XpoMocoms 2 1
Xpomocoma 22 (puc. 2.22): Ha KOPOTKOM TUI€UE UMEIOTCS CITyTHUYHbBIC HUTH U
CITYTHUKH (MOTYT OBITh HEPA3JIUUYMMBI Ha IIUTOTEHETUYECKUX Ipenaparax). Llen-
Tpomepa TeMHas. B cepenrHe NIMHHOTO Tjiedya — y3Kui, MEHee HUHTEHCUBHO (4eM
IIEHTPOMEPA) OKpAIIMBAIONTUICS TeMHBIA 09H — 22(12. B 1enomM IiamMHHOE TI1eU0
OKpPAaIIIUBAETCS CBETJIBIM.

° [
LlenTpomepa TemMHas &

B cepenune (-tuteua MOKeT OBITh
BUJICH Y3KHI, MCHEE€ MHTCHCUBHO

(-IJIEYO CBETIIOE (4eM 1ieHTpoMepa) OKpaIIBAIOIIHIICS
TEMHBIA O7H

Puc. 2.22. CxemaruuHoe n3o0paxxeHue (cieBa)
u Mukpodororpadus (crpaBa) XxpoMocoMbI 22
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2.3.8. Ilonoewvie xpomocomul

X-xpomocoma (puc. 2.23) — cpennssi cyOMeTalieHTpudeckas xpomocoma. Pas-
MepBI X-XpPOMOCOMBI IMMOYTH TaKUE Ke, KaK y XPOMOCOMBI 6, HO KOPOTKOE TIICHO
JUIMHHEE, a JJIMHHOE — Kopoye. LleHTpoMepHas 001acTh U MPUIICHTPOMEPHBIE PaiOHbI
o0oMX TIed CBETNIbIe. B ceperiae KOPOTKOTo Ijieda XOPOIIO OMPEACIIEMbIA YETKO
OKpaIlIMBAIOIIUKCA TeMHBIM O9HA. Ha miMHHOM Ijiede — NMpOKCUMAIbHBIA TEMHBIH
09H1, PaCITOJIOKEHHBIN Ha TAKOM K€ PACCTOSIHUM OT IIEHTPOMEPBI, KaK M TEMHBIN 03H]T
Ha KOPOTKOM Iuiede. Jlanee Ha ATMHHOM IIJIede — MEHEeE WHTCHCHUBHO OKpAIICHHBIC
TEMHbIE O3H]IbI, PACTIOJIOKEHHBIE OJIMKE K JUCTAIbHOMY KOHITy mieda. YeTko okpa-
IIUBAIOTCS, KaK TIPABUJIO, 1Ba O9HA, pexe TP O3HIA.

B cepenune p-meda —
YETKO ONPEAEISIEMBIN

TEMHBII 03H] [TenTpomepHas
:> U NIPULIEHTPOMEPHAs 00J1acTH
Ha X — npokcumabHbli B 000MX IJI€Yax CBETIIbIC

TEMHBIN OdHI, —
PpacIoa0KEHHbIN

Ha TaKOM K€ PacCTOSTHUU
OT LIEHTPOMEPHI, KaK

. Ha g-niegye menee
U TeMHBIN O3HI Ha X

MHTEHCHUBHO OKpaIlleHHbIE “»
TEeMHbIE O9H/IBI,

pacIonoXeHHbIe OJIKe

K JIMCTATLHOMY KOHITY IljIedya

Puc. 2.23. CxemaTuuHoe n3zodpaxenue (ciepa)
u Mukpogororpadus (crpaBa) X-XpoMOCOMBI

Y-xpomocoma (puc. 2.24) no MopdhoJIOTHH — aKpOIEHTPHK, CITYyTHUKHU U CITYT-
HUYHBIC HUTH OTCYTCTBYIOT, B JIMUCTAJILHOM OTJEN€ JJIMHHOTO Iieya — OOJbIION
TEMHBIM CErMeHT (BapualOeNbHBIA MO pa3MepaM KOHCTUTYTHUBHBIM TeTepoxpoma-
TUH). MOXeT oKpammBaThCsi TeMHbIN 03H1 Yql1.22, pacnonokeHHbIN cpa3y Mmoj
LIEHTPOMEPOU JJIMHHOTO Tuieda. XPpOMaTU/Ibl JJIMHHOTO TIeYa PacIoOKeHbl, KaK

PaBUIIO, MapAIJICIBHO APYT IPYTy (KaK pyKaBa MUKaka Ha BEIIaJKe).

Xpomarusl Ha Y(

PACIIONIOKEHBI MApALIEIEHO Ha Yq — nonumopdHbIit TEeMHBII
APYT ApYTy («ITHHKAYOK <— 0JI0K reTepoXpoMaTHHa, o
Ha BEIIAIKE)) 3aHUMAIOIIUI TUCTATIBHYIO YaCTh

Puc. 2.24. CxematnuHoe n3o0paxxeHue (ciena)
u mukpodoTorpadus (crpasa) Y-XpoOMOCOMBI
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3aganus

1. CxeMaTn4yHO 3aprcOBaTh OCHOBHbIE O3H/BI HA XpoMocoMax. [loMHHUTB, 4TO
XPOMOCOMBI Pa3InyaroTcsa Kak 1mo MopQoJyioruu (MeTalleHTpUuYecKue, cyoOMeTaleH-
TPUYECKHUE, aKPOIIEHTPUUECKHE), TaK U IO pazMepam (OoJbIINE, CpEeIHUE, MaJbIe)!

2. OTMETUTH KapaHJAIIOM TOMOJOTMYHBIE XPOMOCOMBI Ha MeTada3zHou
mnactuake (IIpmioxenue 1), HanucaTs hopMyTy KapuoTuma U 3akitodeHne. Cpas-
HUTb MOJYYCHHBIC pe3yIbTaThl ¢ oTBeToM (IIpnnoxenus 3, 4).

3. MPAKTUYECKOE 3AHATUE 110 AHAJIN3Y KAPUOTHUIIA

3.1. Opranu3zanus MUTOreHeTHYECKOM JJadopaTopun

JUJ1st opraHu3alyy NPaKTUYECKOT O 3aHATHA M0 U3YUEHHUIO KapUOTHUIIA YETIOBEKA
HEOOXOAMMO HAIMYUE CIEAYIOIUX JaOOPATOPHBIX TOMEILIEHUH:

a) KyIbmypaibHulil O0KC, KOTOPBIA NPeACTaBsIeT co00i HeOOIBIIOE TOMEIIIe-
HHE IUIOImanpl0 npuMepHo 10 M2 u Gosee, HamMYMEe OKOH HEOOA3ATENHHO.
B xynbpTypaibHOM OOKce pazMelaroT JaMUHApHBIN 1Kad A paboThl ¢ KyJIbTYpOil
KpOBU; HEOOJBILION XOJOIUIBHUK C MOPO3UJIbHON KaMepoil 1Jid XpaHEHUs! PeaKTH-
BOB, KOTOpBIE MOHAI00ATCS 17151 TOCTAHOBKH KYJIBTYPBI KJIETOK; IIKa( I XpaHEHHS
71a00paTOPHOIO MIIACTUKA, CYXOBO3TYIIHbIN TEPMOCTAT WM UHKYOATOP, YIbTpadHo-
JISTOBYIO JIAaMITy W/WUu 00€33apakuBaTelb BO3AyXa;

0) 1abopanmckas KomHama NPEJCTABISACT COOOU ITOMEIICHHUE C IIPUTOYHO-BHI-
TSOKHOM BEHTWJISLIMEH, YKEJIATEIbHO Hajlnyue OKOH. Ilimomans nmomMeneHuss MOxer
BapbHpOBaTh OT 15 M2 u Gonee. B 1aGOpaHTCKyI0 KOMHATY MOMEIIAIOT BBITSKHOM
mkad, pakoBUHY, pabOUnii CTOJ, XONOJUIBHUK C MOPO3UIIBHOM KaMepo, mkad ass
XpaHeHHs JabOpaTOPHOTO MIIACTUKA W MOCYAbI, MKa( C MOJKAMU JJIs1 XpaHEHUs
IJIAHIIETOB € MpenapaTaMu XpoMOCOM, IEHTPUPYTY C OXJIAKIECHUEM;

B) MUKPOCKONHAS KOMHAmMA TIPEICTABISET cOO0W HEOOJbIIOE MOMEIICHNUE,
BO3MOXHO 3aTeMHEHHUE Ha OKHAX, 0OCOOCHHO, €CJU IIaHupyeTcsa padbotaTh ¢ (iry-
OpPECLEHTHBIMHU KpacUTeNIsiMU, Hanpumep, ¢ Q-0suauHromM. B aToit komHare noi-
’KEH CTOSATh CIIeHUaTbHBIN CTOJI C AHTUBUOPALIMOHHBIMHU 3JIEMEHTAMHU WIIH T1aTdop-
MOM, C YCTAaHOBJIEHHBIMU HA HEM MUKPOCKOIIOM, KAMEPOW U KOMITBIOTEPOM C IIPO-
IrpaMMHBIM oOecrieueHrueM, ImKad st XpaHeHus J1abopaTOpHBIX KypHaloB. B
ujeajie B MUKPOCKOMHON KOMHATE ISl Ka)XXJ0ro o0y4yaromerocs Opranu3yeTcs
OJIHO pabouee MecCTo.

XKenarenpHoe yrcio 00y4aIOIIUXCS MPU MPOBEACHUHN JIAOOPATOPHBIX 3aHATHIMA

B IOMCIICHUAX, HOI[O6HI>IX OIIMCAHHBIM, HC JOJIKHO IIPCBBIINIATD 45 yeJioBeK.
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3.2. IlpuroroBjieHne MpenapaToB XpoMoOCOM
U3 JuM@pounToB nepudepruyecko KpoBH

Jlenv nepeutii

Pacxoonvie mamepuanvr: nozatopsl Ha 5 M, 1 mu, 1o 200 Mk, 1o 10 Mk
HAKOHEYHUKHU JJI J03aTOPOB; IITATUB ISl JO3aTOPOB; MPOOUPKHU HEHTPUPYKHBIE
Ha 15 MJI; mepMaHEHTHBIA MapKep; HOKHUIIBI, TUHIIET, BAKyTEHHEPHI C TEMapUHOM,
nepyaTKy MEIUIIMHCKUE.

Peaxmuswi: cpena RPMI-1640 ¢ L-rimyramMuHOM; CBIBOpOTKAa SMOpHOHAIbHAS
TEJS4bs, aHTUOMOTUK T€HTaMUIIMH B KOHLIEHTpauuu 40 mr/mi (Miau NEeHUIUIUIMH
100 ex/mu + kanamuta 100 mxr/min); dutoremarmroTuHUH (PI'A) B KOHIIEHTpaIIUU
1 mr/mi; 70 %-HbIi STUIIOBBIN CITHPT.

Memoouxka:

1. Bce MaHuMy IsIIMK IPOBOJIUTH B TiepuaTkax. [10AroToBUTE KyIbTypaabHBIM
OOKC: TOBEPXHOCTh JJAMHHAPHOTO IKada mpotepets /0%-HbIM 3TUIOBBIM CIIUPTOM
nubo apyrou obOe33apaxkuBaromieli cMechlo. [loMecTUTh pacXoaHBIN MaTepual
(KpoMme BaKyyMHBIX IPOOMPOK C FeNapruHOM) B JaMUHApHbIN mKad. Bkmtounts Y O-
CBET B JaMUHapHOM Kady. Bxmtouute Y P-nammy B nomernieHnn. Oopadotky YD
poBoUTh B TeueHue 20...30 MuH.

2. B mporienypHoM KaOWHETE B CTEPUIIBHBIX yCIOBUSX B BaKyTEHHEp C rema-
pUHOM 3a0path 3...5 MJI KPOBH U3 epUPEpUIECKOIl BEHBI.

3. Beikmiounts Y@ B namuHapHOM mmikady ¥ NOMenieHHH. B JamuHapHOM
mKady BKIIOYUTH MOTOK BO3/1yXa, PACIOJIOKHUTh PEAKTHUBBI.

4. Ha kax1plil 00pasel] KpoBU MPUTOTOBUTH I10 JIBE LIEHTPU(YKHbIE IPOOUPKH
Ha 15 mi. Kaxnayro npoOupKy 3aMapKUpoOBaTh CIETYIOMKUM 00pa3oM: HOMEp MPo-
Oupkwu, 1ata, paMUIIUs 1 MHUIHAIIBI 00pasiia, 1abopaTopHbIN UHIEKC oOpasia (eciu
UMEETCH).

5. B kaxnayw mneHtpudyxkHyro npobupky modaButh: cpensl RPMI-1640
¢ L-rnmyramunom 4,5 MJI; CBIBOPOTKH dMOpHOHAIbHON Tensubeh 0,5 Mur, aHTH-
ouotuk 3...5 Mxia; ®I'A 60...100 mxi1. B mocnenntoro odepenpb go6aButh 0,3...0,5 mi
reapuHU3UPOBAHHON KPOBH.

6. IIpoOupKy NIOTHO 3aKpPBITh KPBIIIKOM, HECKOJIBKO pa3 OCTOPOXKHO
nepeMeniaTh CoAePKUMOE TPOOUPKH NI JTYUIIET0 CMENIMBAHKUS KOMIIOHEHTOB
KYJIbTYPaJIbHOU CPELBI.

7. IlpoOupku B MITaTUBE MOCTaBUTh KYJbTUBUPOBATH B TEPMOCTAT MpPHU
+37 °C na 72 yaca.
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Ipumeuanus: 1. B cBsi3u ¢ 0COOEHHOCTSMU METOJIMKU (HEOOXOIMMOCTh KYJIbTH-
BUPOBAHUS B TEYEHHUE 72 YaCOB) MEPBbII MPAKTUUECKUI 1eHb (TaK ’k€ KaK U IUarHOCTH-
YECKHI) JIydIlle MPOBOAUTH B TIEPBOM TOJIOBUHE MOHECIFHIKA, BTOPHUKA WA TISAT-
HuIpl. Heo6xoamMo 0co60 1o T4epKHyTh, YTO KPOBb JOJDKHA OBITH COOpaHA MOoabKo 8
saxymetinepol ¢ cenapurom (!). Jlpyrue aHTUKOAryJIsIHTHI (TaKve Kak, HarpuMmep, 1UT-
pat "Hatpus, D/ITA) He moAXOAAT AJIst MPUTOTOBIICHUS TIPEMAPATOB XPOMOCOM.

2. IIpu mocTaHOBKE KYyJIbTYPhI KPOBU B JUATHOCTUUECKUX IEJISAX MaTEepUall B
1ab0paTopUIo MOCTYMAET C HANpaBJIEHUEM OT Bpada, B KOTOPOM KpPOME JAHHBIX O
nanuente (OO, Bo3pacT) yka3pIBaloTCA MOKA3aHUs ISl KAPUOTUITMPOBAHUS, KIIH-
HUYECKUN TUArHO3 ¥ KOHTAKTHBIC TaHHBIE Bpaya.

3. HenTpudyxupie NpoOUPKH MONKHO 3aMEHUTH CTEPUIBHBIMH KYJbTY-
palbHBIMU (pIaKOHAMH ¢ HEOOPAOOTAHHOM MOBEPXHOCTHIO MIJISI CYCITEH3MOHHBIX
KyJbTyp. [Ipu 3TOM clienyeT MOMHUTb, YTO MOCIIE UCTECYEHUS] BPEMEHU KYyJIbTHU-
BUPOBAHMS CYCTIEH3UIO KJIETOK HEOOXOJAUMO MEPEMECTUTh B KOHUUYECKHUE IIECH-
TpU]y>KHbIE IPOOUPKU NI AanbHEeen paboThl.

4. Ecu cpena RPMI-1640 ne conepxkut L-rimyraMuH, €ro MOXKHO 3aMEHUTD
CYXUM, CTEpUILHBIM L-TITyTaMuHOM, J00ABIIsAs €ro Ha KOHYUKE CTEPHILHON HUTJIBI
B KOKAYIO MPOOUPKY UM BO (PJIAKOH C TOPIMEN cpelibl, B 00beMe, IPUTOTOBICHHOM
JUTS TIOJTHOTO M3PACX0I0BAHNUS B ICHb TIOCTAaHOBKH KYJIbTyphl. ClieAyeT MOMHHTD, YTO
MIPY UCTIOJIB30BAaHUH CPEIbI B TCUCHUE HECKOJBKUX MECSIeB L-TiyTaMuH MOCTENEHHO
HAUMHAET pasJiaraThCsl, OATOMY JKEIaTeIbHO €ro J0OaBICHHE B YKa3aHHOM KOJIMYe-
CTBE B K&KAYIO MPOOHPKY, TaXKe €CIIN OH U3HAYAIBHO COZAEPIKalCs B Cpee.

5. Bmecto RPMI-1640 MoxxHo ucnomnp3oBath cpexy RPMI-1640(T), B KoTOpyIO
N00aBJICHBI aJTAHWJI-TJIyTAMAH M THMHUAWH. JTa cpea, KPOME BCEro MpOoYero, MOXKET
TI03BOJIUTH MOJTYYHTh O0JIEe «PacTSIHYTHIE) M0 pa3MepaM XPOMOCOMBI Ha IMperapaTax.

6. Konnentparus ®I'A nonOupaercs UCX0/s U3 peKOMEH1alui GUPMBI-TIPO-
u3BoAuTENsA. B MeToauke yKa3zaHa KOHIEHTpAIHs CTOKOBOTO pacTBOpa
u 00beM nobasisieMoro ®I'A pupmer [TIAHIKO, ucnons3yemsiil Ha 1abopaTop-
HbIX 3aHATUAX Ha Kadenpe JlabopartopHoil MenuuuHbl ¥ renetukn HMMUIL
uM. B. A. AnmazoBa. Konuentpamuss u pupma — mNpou3BOAUTENL CTHUMYJISITOPA
KJICTOYHOTO JIEJICHUS MOTYT OTJIMYaThCs B KaKIOH KOHKPETHOW J1abopaTopuw.
Taxxe pexoMeHayeTcs AyOiaupoBaTh MHUTOreHbl, U kKpome PI'A ucnosb3zoBaTh
KOHKaBaJIuH A, TIOKUBU U JIp.

env emopoi

Pacxoouvie mamepuanwt: nozaropsl Ha 5 mit, 1 mi1, 10 200 MKIT; HAKOHSYHUKH IS
JI03aTOPOB; IITATUB VISl 103aTOPOB; MTUHIIET; CTEKJIA MTPEIMETHBIE C MATOBOM TOJIOCO;
crakan yaboparopHbiii Ha 100 mut; GaHKa Uit pEaKTUBOB ¢ BUHTOBOM IJIaCTMACCOBOM
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kpbikoi Ha 100 u 250 M1, ITaTuB-penbesl 6€3 AeauTesnel Il PEIMETHBIX CTEKOI,
CIMPTOBKA; CIIMYKH WM 3QKUTANIKA; MapaduiibM; KapaHail rpaduToBbIH.

Peaxmuewi: KOTXUIUH (KOJIEMHU/T) B KOHIIEHTpAUHU | MI/MII, IesHas YK-
cycHas KucioTa, metanosn wid 95...96 %-ub1ii (aOCONIOTHBIN) STHUIOBBIA CIUPT,
coxb xyopua kayms (KCl), Boma quctrummpoBaHHas.

Memoouxa:

1. Tlocne 72 yacoB KyJbTUBUPOBAHHUS B KaXKIAYH HPOOUPKY T00aBUTH
mo 60...100 Mk konxumuHa. OCTOPOKHO TEepeMeaTh coaepkuMoe (haKkoHa
U ocTaBuTh B TepmocTtate nipu +37 °C nHa 40...50 muH.

2. Jlanee Bce MaHUITYJISILMU TIPOBOJIATCS B TaOopaHTCKOM KoMHate. [[puroroBuTh
runotonrueckuii pactop: 0,55 %-upiii KCI (550 mr KCl pactBoputs B 100 MIT qpicTHII-
JIMPOBAHHOM BOJIbI); (PUKCATOP: CMECH CITUPTA M YKCYCHOM KMCIIOTBI B COOTHOIIEHUH 3: 1
(Hanpumep, k 60 M1 aOCOTFOTHOTO ATUIIOBOTO CIMPTA WM MeTaHoa 700aBUTh 20 M
nensiHo ykcycHo#l kuciotsl). [loctaButh Qukcatop oxnaxnatbcs Ha +4 °C.
B uucTeiit mabopaTtopHslif ctakaHyuk oobemom 100 mi HammTh npumepHo 80 M1 Tu-
CTWUTUPOBAHHOW BO/IbI M TIOCTABUTH B CTAKAHYMK C BOJIOM MTPEAMETHBIE CTEKJIA U3 pac-
YyeTa JIBa-TPHU CTEKJIa Ha OJHY NpoOupKy. CTakaHYMK CO CTEKJIaMU 3aKpbITh Napa-
(HIEMOM ¥ TIOCTaBUTH B XOJIOAWIBHUK Ha +4 °C 0XJ1a1aThCs.

3. [1o oxoHUaHUM BpEMEHH KOJIXUIIMHU3ALNHN KIETKH OCaIUTh IIEHTPUPYTUPO-
BanueM 1pu 1000...1200 06/mun (RPM) 10 Mu=.

4. CynepHataHT (HaJIOCAJOYHYIO >KUAKOCTh) YAAIUTh IMUIETKOW, OCTaBIISSA
0,3-0,5 mit Hax ocagkoM. Ocalok pa30UTh YHEPTUYHBIM BCTPSIXHUBAHHUEM.

5. CtpyitHo m006aBuTh 5 MIT rEoToHudeckoro pacropa (0,55 %-uwiii KCI), mepe-
MeniaTh 1 HHKyOupoBath 15...20 MUH TTpy KOMHATHOM TeMIIepaType.

6. [Ipedukcanus: MO0 OKOHUYAHWH BPEMEHHU THIOTOHUYECKOW 00pabOTKH
B K&XAYI0 NPoOUpKy 100aBUTh 1o 0,5 MJI X0JIOJHOTO (pUKCATOpa, aKKypaTHO Iie-
peMerath U cpasy xe ocaauth HeHTpudyruposanuem (10 mun, 1000...1200 RPM).

7. IloBTOpUTS 11. 4.

8. B xaxayro npoOupky 1006aBUTH IO 5 MIJI X0JIOAHOTO uKcaropa. XopoIio
nepememath. Oukcaruro npoBoauts npu +4 °C B teuenue 20...30 mun. [IpoBectu
JIBE-TPU CMEHBI (DUKCATOPa, KAKIBINA pa3 ocaxas KJIETKH IeHTpu]yrupoBaHueM
U TIOBTOPSA 1. 4.

9. [locne mocnenuel puUKcauu KJIETKA OCAIUTh, yIAIUTh CyTlIepHATAHT, OCTa-
BUTH nipuMepHo 0,3...0,5 M1 cynepHaTanTa, 0CaJoK pa3oUTh MUIETUPOBAHUEM.

10. ITocraButh mpobupku oxnaxaarees Ha 10...15 mun ipu +4 °C.
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11. IToATOTOBUTH WITATUB-PEIBCHI, JOCTATh CYCIEH3UIO KJIETOK M CTaKaH
C TPEMETHBIMH CTEKJIAMH W3 XOJIOJAWIHHHKA, MATICTHPOBAHUEM MTOBTOPHO Pa3OUTh
0CaJIoK, C MOMOIIIbIO Jo3aTtopa oToopaTh 30...80 MKII CycrieH3uH.

12. IluHIIETOM M0CTaTh MPEAMETHOE CTEKIIO M3 CTaKaH4YHMKa C BOJIOH, M3JIUIIKU
BOJIbl AaKKYpPATHO YJAJIUTh, OITYCTUB KOHUMK CTEKJIa Ha (QUIBTPOBAIbHYIO Oymary,
OCTAaTKHU KalleJb BOJBI pacKaTaTh IO BCEH TMOBEPXHOCTH CTEKJIA, MTOKAYMBas €ro.
HaHnectu cycrneH3uio KJIETOK C BBICOTHI Ha TOBEPXHOCTh MOKPOTO OXJIaXKJIEHHOTO
CTEKJIa, IPIKeYhb (PUKCATOP HaJ IITAMEHEM CITUPTOBKH.

13. C nomotpio rpaduTOBOrO KapaHjallia MOANUCaTh MPEIMETHbIE CTEKJIa:
JlaTa IpPUTOTOBIICHUS Tpenapara, GaMminieo U HHUIMAIL 00pa3iia, 1adopaToOpHbIA
WHZCKC (eCTT UMeeTCsi), HoMep NpoOupku, HoMmep npernapara. OCTaBUTH MpenapaThl
MOJICHIXaTh B BEPTUKAIHHOM IOJIOKEHHUU.

14. B MUKPOCKOITHOW KOMHATE OLIEHUTh KaU€CTBO MpenapaToB XpOMOCOM C
MOMOIIbI0 MUKPOCKOTIA ¢ ()a30BbIM KOHTPACTOM: KOJIMUECTBO MeTada3HbIX Mia-
CTUHOK Ha CTEKJIe, MEIbHOCTh MeTada3HbIX MIACTHHOK, OTCYTCTBHE WIJIM HE-
00JIBIIIOE YKCJIO B3AUMHBIX HAJIOXKEHUM XPOMOCOM, CTEIEHb KOHACHCAIIUU XPO-
MOCOM, 000CO0IEHHOCTh MeTa(a3HbIX MJIACTUHOK JIPYT OT JApyra.

15. ITo 3aBepuieHun pabOTHl B KaXAyl MpoOUpPKY A00aBUTH 1O 3...5 M
¢ukcaTopa 1 MOCTaBUTH Ha XpaHeHue Ha +4 nim Ha —20 °C.

Ilpumeuanus: 1. T'unoToHNYECKUil pacTBOp U (PUKCATOP TOTOBSITCS B JIEHB UC-
MOJIb30BAHUS U HE XpaHATCs!

2. KoHIeHTparus KoIXxuinHa (KoJIeMu/1a) moa0upaeTces, HCXOAs U3 PEKO-
MEHAAIUN GUPMBI-TIPOU3BOAUTEINSI. B MeTOMKE yKa3aHa KOHI[EHTpAIUsl CTOKO-
BOI'0 pacTBOpa U 00beM nobaBisieMoro kojxumuHa Gupmsl «ITAHIOKO», uc-
MOJB3yeMOro Ha JIabopaTOpHBIX 3aHATHUAX Ha Kadenpe JlabopatopHoii
MmeauuuHbl U renetukn HMUILL um. B. A. Anma3zoBa. CTokOBass KOHIIEHTpALIUS,
nobapisieMblii 00beM U (pupMa — MPOU3BOAUTENH JAaHHOTO PEAKTHUBA MOXKET
OTIMYATHCS B KaXJ0H KOHKPETHOU JTaOOpaTOPHH.

3. 'unoToHnYeckyto 00pabOTKy MOKHO TPOBOJUTH B TEPMOCTATE TIPU TEM-
nepatype +37 °C.

4. Tlpedukcanvio MOXKHO IPOBOAUTH (PUKCATOPOM KOMHATHOW TEMIIEPATYPHI.
Bropyro u nocneayromue Grukcanyuu MoxKHO MPOBOAUTH rpu Temmeparype —20 °C.

5. BaxxHo, 4yTOOBI BCE MAHUIYJSLIHUM U3 M. 12 METOAMKHU BBITOJHSUIUCH KaK
MOHO ObICTpee, YTOOBI MPEJOTBPATUTH CKOIIJICHUE KUJKOCTH B IIEHTPE CTEKJIA
U JIOCTUYb XOPOIIEro pa3dpoca KJIETOK 0 BCEl ero MOBEPXHOCTH.

38



6. KauecTBo npenapaToB Metada3HbIX XPOMOCOM 3aBHCUT OT MHOTHX YCJIOBHUI:
TEeMIEepaTyphl U BIAKHOCTHA BO3yXa B KOMHATE, KA4eCTBa JICTHOW YKCYCHOM KHC-
JIOTBI, TEMIIEpaTyphl MPEIMETHOTO CTEKJa, BPEMEHU HcHapeHus (ukcaropa co
CTeKJIa U T. 1. bonee moapoOHO BIMSHIE BHEIIHUX YCIOBHIA Ha MPOIECC PACIUIACThI-
BaHU XpOMOCOM Ha MOBEPXHOCTHU CTEKJIA U CIIOCOOOB UX YCTPAHEHUSI MOKHO MPO-
YUTaTh B CIICIUATBHON juTepaType [13]. Hampumep, npy HaIM4Iu# IUTOILIA3Mbl HA
MeTa(]a3HbIX TUIACTUHKAX, KOTOpasi MPUBOAUT K CKYYEHHOCTH XPOMOCOM, ISl YIIyd-
IIICHNS KQU4eCTBa TPENapaToB MOKHO YBEJIMYUTH COOTHOIICHUE YKCYCHOM KHCIIOTHI B
dbukcarope (J100aBUB JMIIHUN dTan PUKCAIIAN JJI1 CMEHBI CTaHapPTHOTO (hUKCcaTopa)
WA KalHyTh HECKOJILKO Kalleib YKCYCHOW KHCJIOTHI Ha MPEAMETHOE CTEKJIO Tepen
packanbiBaHueM. JlOMmycKaeTcsi pacKarbiBaTh CYCIIEH3WIO HAa TTOBEPXHOCTh MOKPBIX
OXJIQXKICHHBIX CTEKOJI, Pa3MEILIEHHBIX Ha IITaTUB-PEIbCHI HAJl TOPIYUM BOJSTHBIM T1a-
poMm. CieyeT MOMHUTD, UTO B ATHUX CIIy4asX BhICOTAa HAHECEHHUsSI CYyCIICH3UH KJIe-
TOK Ha CTEKJIO OyJIeT HEOOJIBIION, a ATAIl MPUKUTAHUS CIIETyEeT UCKITIOUUTh.

7. B cnydae HEOOXOIUMOCTH TPUTOTOBJICHUS TOTIOJHUTEIBHBIX MpErnapaToB
MOCJIe XPaHEHUS CYCIEH3UN HYKHO OCBEXKUTh (PUKCATOP U IIPOU3BOJIUTH pPaCKarlbl-
BaHUE CcycrneH3uu (1. 12 MeToaukm).

3.3. Meton GTG-nu¢¢epeHnuanbHOi 0KPACKH MPeNnapaToB XpoMOCoM

Pacmeopui
Dochamuwiii 6ypep Copencena (pH 6,8) — coCTOUT U3 IBYX pacTBOPOB:
* pactBop 1 — Harpuit pochopHokucasiii: B3Becuth 23,8 T NapHPO4 - 12H20

wi 11,8 r NapHPOy, - 2H»0, noBectu nuctumnmupoBanHoit Bogoii 10 1000 mo;
* pactBOp 2 — Kaymii hochopHokucibiit: B3BecuTh 9,1 T KHoPOy, noBectu nu-

CTWIIMPOBaHHOM Bosion 10 1000 mut.

[lepen ynotpebaeHueM cmemmath pactBop 1 u pactBop 2 B cooTHomeHuu 1:1.

Pabouuti pacmeop mpuncuna: B emxoctu Kornnuna nnu XeieHaals PUro-
toBUTH (,05...0,025 %-nb1it pacTBOp TpuncuHa Ha Oydepe Copenca (pH 6,8). dius
atoro HaBecky 50...20 Mr cyxoro TpurcruHa pactBopuTh B Oydepe Copenca.

Pacmeop ['umsvi: B emkxoctn KorummHa wnnu XemneHAalnss TPUTOTOBUTH
5 %-np1ii pactBop ['mm3b1 Ha Oydepe Copenca.

Memoouka

CBeXenpuroToBJICHHBIC TIpenapaThl COCTapUTh. JJIsl 3TOTO UX BBIIECPKUBAIOT
npu temnepatype +37 °C B TeueHHe HECKOJIbKMX CYTOK Jubo mpu 45...55 °C

HCCKOJIbKO 4aCOB UJIKM HOYb.
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1. [Ipenapatsl ommycTUTh B pabouuii pacTBOp TpUICHHA mojaorperoro 1o +37 °C.
Bpems 00paOoTKM W MPOLEHTHOCTh TPUIICHHA MOJOUPAECTCS SMIUPUYECKHU.
CranaaptHo HaunHAIOT OT 10 ¢, yBenu4YMBas B CiIyuyae HEOOXOIUMOCTH.

2. OnoJIoCHYTh CTeKJa B IUCTUJUIMPOBAHHON BOJIE.

3. OkpammBatb B 5 %-Hom pactBope ['um3bl B Teuenue 10...20 mun. Bpems
OKpallluBaHUs MOI0UPATh IMITUPUUYECKHU.

4. Ctekyia BbICYIINTh. AHAIU3UPOBATh B IPOXOISAILIEM CBETE.

Ilpumeuanus: 1. PabGoune pacTBOpbl TpurnicuHa W ['MM3bl TOTOBUTH B JICHb
OKpalllUBaHUs U HE XPaHUTh.

2. bydep Copenca st IpuUroToBiIeHUs paboyero pacTBopa TPUIICHHA MOKHO
3aMEHUTH pacTBOpoM Bepcena.

3. PabGoune pactBopsl TpuricuHa U ['MM3bl MOYKHO HAaHOCHUTbH HAa MOBEPXHOCTh
MPEAMETHBIX CTEKOJI, PACIOJOKEHHBIX Ha IITATUBE-PEIbCcax JJIsl OKPAILIMBAHHUS.

4. M0>XHO IPOBOAUTH OHOBPEMEHHYIO 00pabOTKY CTEKOJ TPUIICUHOM U OKpa-
muBanue ['mmzoit. [l atoro ememats 50 M 5 %-ro pactBopa ['uM3el Ha Oydepe
Copenca u 0,1...0,3 M 0,25 %-ro pacTBopa TpurncuHa. OmyCTUTh Mpenapar Uiu
HAHECTU Ha IMPEIMETHOE CTEKJIO pacTBOp I'mM3bl ¢ TpurncuHOM. OnTuManabHOE
BpeMsl M TeMIIepaTypy OKpammBaHus (IpU KOMHATHOW TeMIIepaType WM IPH
+37 °C) nmonOupaTh SMIUPUUECKH.

3ananus

1. [IpuroToButh mpemnaparsl MeTadaszHbIX XPOMOCOM M3 JHUMQOIUTOB
nepupepudecKoil KpoBH.

2. [TokpacuTh NOJyYHBIIHECS TIPeMapaThl COrjacHO MeToauke nuddepenim-
anpHOTO OKpamuBanus (GTG).

3. C noMoI1IbI0 MUKPOCKONA U CHEHUATM3UPOBAHHOTO MPOrPaMMHOr0 obecrede-
HUSI TIOTyYUTh M300paxeHus MeTada3HbIX MIACTUHOK U MPOAHATN3UPOBATh KAPHUOTHIL.

4. Hanimcatb (popMyJTy IPOAHATU3UPOBAHHOTO KapUOTHIIA U 3aKIIFOYEHUE K HEMY.
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HHPUJIOXEHUA




2. lIpumepsl popmya

KapUOTHUIIOB ¢ TCHOMHBIMHU U XPOMOCOMHBIMH

MyTallUsAIMH H 3aKJII0YEHU K HUM

®opMynna KapuoTHIIa

3akiaroueHue™

Dopmynvl KApUOMUNOE C 2eHOMHBIMU MYMAYUAMU
69 XXX KapuoTun anomanbHbI, TPUIIIOUAHBIN, C TPEMS
’ X-XpoMocoMaMu
69 XXY KapuoTun anomanbHbli, TPUILJIOUAHBINI, 1BE
' X-XpoMocoMbl U 0JiHa Y-XpoMocoma
92 XXXX KapuoTun anomanbHbli, TETPANIOUIHBINA, YETHIPE
' X-XpOMOCOMBI
47 XY +21 Kapuotun my>Xckoii aHOMaJIbHBIA, TPUCOMUST XPOMOCOMBI 2 1
o (cootBercTBYeT cunpomy JlayHa)
45 XY —12 Kapuorun anoMaJbHbINA, MOHOCOMUS
’ v

XPOMOCOMEI 12

Dopmynvl KAPUOMUNOE C MEHCXPOMOCOMHBIMU NEPEeCMPOotKaMU

46,XY,1(5:15)(q22;426)

Kapuotun mysxckoii aHoManbHbI cOalaHCUPOBAaHHBIN, peLu-
IIPOKHAsI TPAHCJIOKALUs MEKIY XpoMocomamu 5 u 15

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

Kapuotun mysxckoii aHoMalnbHbli, cOaTaHCUPOBaHHbI, pe-
LUMIIPOKHAsL TPAHCIOKAIMs MEXKIY XpomMocomamu X U 2

46,t1(X;Y)(022;911.2)

Kapuotum myxckoil aHOMaIbHbII cOATaHCUPOBAHHBIN, PEIIH-
MIPOKHAsl TPAHCJIOKAIMS MEXIY X- U Y-XpOMOCOMaMHU

45,XX,der(13;21)(q10;910)

Kapuorur >xeHcKuii aHoMalIbHbINM cOataHCUpOBaHHBIHN, Po-
OEepTCOHOBCKAs TPAHCIOKAIUS MEX Ty XpoMocoMamu 13 u 21

46,XY,t(8;10)(p23;p13)inh

Kapuotun myxckoil aHoOManbHbIN cOaTaHCUPOBAHHBIM, pe-
LUIIPOKHAs TPAHCIOKAIUs MEXIy Xxpomocomamu 8 u 10,
YHacJIe[JOBAHA, POAUTEIBCKOE POUCXO0KIEHUE HEU3BECTHO

46,XX,der(8)t(8;10)(p23;p13)dpat

AHOMaJIbHBII KapUOTHII, 0OHapyXeHa XPOMOCOMHasl [1aTo-
JIOTHSI: YaCTUYHAs MOHOCOMMSI I10 KOPOTKOMY IIJIEUy XpOMO-
COMBI 8 M YacTHUYHAsi TPUCOMHUS 110 KOPOTKOMY ILIeUy Xpo-
MocoMbl 10 B pe3ynbraTe HecOamaHCHPOBAHHOM TPAHCIIOKa-
UM MeX1y XxpomocoMamu 8 1 10, yHaciieoBaHHOM OT OTIa

46,XX,ins(4;9)(p15.2;q13q22)

KapuoTun xeHckuil aHoMasbHbI cOanaHCUpOBaHHbIHN, HH-

cepius MeXay XxpoMocomamu 4 u 9

Dopmynvl KAPUOMUNOE C BHYMPUXPOMOCOMHBIMU NEPECMPOtKaAMU

46,Y,del(X)(p21)

KapuoTtun my>xckoil aHoMasbHbI HeCOATaHCUPOBAHHBIMH,
TepMHUHAJbHAS IEJIEUS CETMEHTAa KOPOTKOTIO Iieya X-Xpo-
MOCOMBI

46,XX,del(5)(q13933)

Kapuotur xeHckuii aHoManbHbI HecOaTaHCUPOBAHHBIH,
HHTEPpCTUIIHAJIBHAA ACICHUA CErMCHTA JJIMHHOTIO IJI€Ya
XPOMOCOMBI 5

46,XX,del(4)(q?)

KapuoTun xeHckuil aHoMasbHbIi HecOalaHCUPOBAHHBIM,
JieNielns ¢ HEM3BECTHBIMU TOUKAMHU pa3pbiBa B JJIMHHOM

IJIeYC XpOMOCOMBI 4

Dopmynvl KAPUOMUNOE C BHYMPUXPOMOCOMHBIMU NEPECMPOUKAMU

46,X,dup(X)(q22q13)

KapuoTun xeHckuil aHoMaJbHbIN HecOallaHCUPOBAHHBIH,
VHBEPTUPOBAaHHAsA TyIUIMKAIUs CErMEHTA JUIMHHOTO IIIeda
X-XpOMOCOMBI

46,XY,inv(7)(q11.2936)

Kapuorum my>xckoit aHoMasIbHBIN cOaaHCHPOBAHHbIH, apa-
LIEHTPUYECKAsl HHBEPCUS B JUIMHHOM ILIEYE XPOMOCOMBI 7
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Oxonuanue maou.

dopmyna KapruoTuna

3aKiIrouyeHue

46,XY,inv(1)(p36.1942.1)

Kaprotun mMy>kckoit aHOMaTbHBIN cOaTaHCUPOBAHHBIN, TICPH-
LIEHTPUYECKAsi UHBEPCHUSI XPOMOCOMBI 1

46,X,i(X)(q10)

KapuoTumn xeHckuii aHoMallbHbIA HecOalaHCUPOBAHHBIM,
oOHapy’KeHa CTPyKTypHasl epecTpoiika X-XpoOMOCOMBI:
M30XPOMOCOMA M0 JUIMHHOMY ILIEYY

48 XY ,+marl,+mar2

Kapuotun my:xckoil aHoOMaIbHbINA, OOHAPYKEHBI CBEPXUUC-
JICHHBIE MAPKEPHBIE XPOMOCOMBI

CDOpMyJZbl Kapuomunoe, codemaroujue ceHomHbvle u/unu XPOMOCOMHbLE Mymayulu

A47,XX,+10,inv(10)(p13qg22)

Kapuorun anoMainbHbIi, 00HApY>KEHbI aHOMATIMH XPOMOCOMBI
10: TpucoMust ¥ epULIEHTPUYECKast HTHBEPCHSL.

lIpumeuanue ons yumamerneti: €CI B KAPHUOTUIIE IPUCYTCTBYET
OJJHOBPEMEHHO YUCIIOBAs U CTPYKTYpPHAasi MyTallMid TOMOJIOT Y-
HBIX XpOMOCOM, TO YMCJIOBasi YKa3bIBACTCS IEPBOM

A7.Y 1(X;13)(927;q12),
dup(1)(921g32),inv(1)(p31g41),
inv(10)(p13922),+21

OOGHapy»KeHbl MHOYKECTBEHHBIE XPOMOCOMHBIE AHOMAJIUH: pe-
LMIIPOKHAsl TPAHCIOKALUS MEX Iy XxpoMocomamu X u 13, my-
IUTMKALUS CETMEHTOB B JUTMHHOM IUI€Y€ OJHOT'O M3 TOMOJIOTOB U
MEPULIEHTPUYECKas HIHBEPCHS IPyroro roMoJiora XpoMOCOMSI 1,
MHBEPCHS B KOPOTKOM ILIede XpoMocoMsl 10 1 Tpucomust Xpo-
MoOcOMBI 21.

IIpumeyanue ons wumameneri: AHOMAIUH TOJIOBBIX XPOMOCOM
(cHauamna i X, 3aTeM Ui Y') yKa3bIBatOTCsI IIEPBBIMU, TIOCIIE
YEero CIeAyI0T aHOMAJIUM ayTOCOM B IOPS/IKE BO3PACTAHUS HO-
Mepa ayTOCOMBI M HE3aBUCHMO OT TOT'0, SIBJISIFOTCS JIU OHU YHUC-
JIOBBIMH WJIM CTPYKTYPHBIMU. CTPYKTYypHbBIE aHOMAJINH YKa3bl-
BAIOTCS B AJI(aBUTHOM TIOPSIIIKE, CAMBOJ «_» (HIDKHEE TTO19ep-
KUBAHKE) 03HAYaET, YTO AaHOMAJTMH MTPOU3OILIN Ha PA3HbIX T0-
MOJIOTUYHBIX XPOMOCOMaX

47,XX,1(12;16)(q13;p11.2),+mar

Kapuotun anomanbHbIH, 00HapyKeHbI XPOMOCOMHBIE aHOMa-
JIMW: peUIIPOKHAs TPAHCIOKAIM MEXKIY XpoMocomamu 12
u 16 ¥ 1onoaHUTENBHAS MapKepHas XpoOMOcoMa

49,XX,+8,del(20)(p12),+r,+mar

Kapuorun anoManbHbIiA, 00HApY>KEHbI XPOMOCOMHBIE aHOMa-
JIMU: TPUCOMHUSI XPOMOCOMBI §, TEpMHUHAJIbHAS JENIeus B KO-
POTKOM TIede XpoMocombl 20, 106aBOYHBIE KOJIBIIEBAS U
MapKepHasi XpOMOCOMBI

Ilpumeuanue: caeayer euie pa3 NOJYEPKHYTh, YTO MPUBEICHHBIE (HOPMYIUPOBKHU 3aKIOYE-
HUN HE SBJSAIOTCS a0CONMIOTHBIMU U OCHOBAHbI Ha COOCTBEHHOM OIIBITE aBTOPA, a TAKXKE HUH-
dopmanuu [IpakTuueckux pekomeHaamnuii [8] 1 HOMEHKIATYPBI XpOMOCOM uesoBeka [3].

45




3. MeTada3znasi IiIaCTHHKA U3 KYJbTYPbl KPOBH
U ee kapuorpamma (oxpameno GTG)

®opmyna kapuortumna: 46,XY
3aKI0YEHUE: KAPUOTUI HOPMAJIbHBIA MYKCKOM.

4. Kapnorpamma metada3Hoil IJIaCTUHKH
(oxpameno GTG)
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