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'eHeTHMUeCcKUU annapatT KJIETKH YeJI0BeKa MPECTAaBIIEH AAPOM, CO/IEPKAIITUM
XPOMOCOMBI, I MUTOXOHZPUAMHU, COAEPKAIUMU KOJIblleBble MoJieKysibl [IHK.



OpraH U3aund reHomMa 4esioBeKa

CeppuesnHa
HyKneocomb! (kop)

(b) ConexHoup
(30 Hm B guamerTpe)

AHK

(2 HM B AvameTpe) gﬁ

(d) MeradazHan xpomocoma

Xpomaruaa
(700 HM B avamerpe)

- (c) XpomaTuHOBas HUTb
(300 HM B AvameTpe)

MpomexyroyHas AHK,
©BA3aHHan C rMCTOHOM H1

[MCTOHOBLIA OKTaMep,
-~ caszanHblit ¢ AHK AnnHoi
=3 147 n.H.

(a) Hykneocomb!
(11 HM B AnameTpe)

Xpomocoma — CTPYKTYPHBIU 3JIEMEHT
KJIETOYHOTO s/1pa, cocrosAamun u3 JIHK
1 OEJIKOB

OyHKIIMH XPOMOCOMBI:

Il . XpaHeHnEe reHeTUYECKOUN
nH@opMaumn

) . Peastnzanis reHeTUYECKOU
nH(opMauu

3. Ilepe/taua reHETUYECKOU
WHPOPMAILIUH B PAIY KJIETOUHBIX
IIOKOJIEHU U




KpaTKaa ncrtopmyeckaa cnpaska

HANS WINIWARTER (1875-1949)

Hans Winiwarter 1912 r. — riepBble HUCCJIeIOBAHUA XPOMOCOM
IIOJIOBBIX KJIETOK udesioBeka. OOHApYKEHO 47 XpOMOCOM B
JTUILIOUHBIX CIIEPMATOTOHUSX U 24 XPOMOCOMBI B TaILJIOUTHBIX
criepMaTonuTax. IIpeinosoKui, 4To 3KeHCKUU T10J1 OIpeaesisaeTcs
HaO0OPOM MOJIOBBIX XpoMocoM XX, a My»kckoi — XO.

THEOPHILUS SCHICKEL PAINTER (1889-1969)

Theophilus Schickel Painter 1923 r. — onmrcanue
Y xpoMocoMmbl, TAKUM 00pa30M MYKCKOH MOJI
ompejesseTca Kak XY, HO obIIee YnCIo
XPOMOCOM TaK3Ke COCTABJIAIIO 48.




KpaTkas McTopuyecKasa crnpaBkKa

JOHN L HAMERTON (born 1929)

JOE HIN TJIO (1919-2001) | ALBERT LEVAN (1905-1998)

Joe Hin Tjio Albert Levan Charles E Ford John L Hamerton

1956 TI'. — JIBe HE3aBUCHMbIE IPYIIIILI HccaeqoBaTenei (B IlBenuu — npu
M3YyUYeHUHN KYJIbTUBUPOBAHHBIX (pUOPOOIIaCTOB JIETKOTO S MOPHOHOB YeI0BEKA,
1 B AHIVINN — TP U3yYEeHUH KJIETOK TECTUKYJIAPHOU TKAHU) YCTAaHOBUJIH, UYTO

JTUIIOU/THOE YHCJIO XPOMOCOM Y YeJIoBeKa - 46.



KpaTkasa uctopmyeckas cnpaBKa

ANEE

Raymond Turpin

Marthe Gautier Jerome Lejeune

Lejeune J, Gautier M and Turpine R (1959) Etude des chromosomes somatiques
de neuf enfants mongoliens. C. R. Acad. Sci. 248,1721-1722.

IIposedeHo uccaedosamue memagpasHulx XpOMOCOM U3
KYAbMusuposaHHwvlx ubpob.aacmos dessimu demeil ¢
MOH2010U0HOU uduomueil (MU MANBUUKOB U Uemblpex
degouex). Bvlsis1eHo 47 xpomocom, ceepxHuCAeHHOTl
0Ka3anacb MA1eHbKas me1oueHmpu4eckas xpomocomd.
Bnepsble nokazaro, 4mo npuuuHoil 6041e3HU 16848emcs
HapyuleHue 8 kapuomune.




OCHOBHble onpeaeneHna 1 NOHATUA

 I[umozeHemuxka — HayKa O CTPYKTYPHO-QYHKIIMOHATIBHOMN
OpraHu3anuyu XpOMOCOMBI

- Kapuomun — coBOKyITHOCTh MOP(POJIOTHUYECKHUX 0COOEHHOCTEMU
IIOJTHOTO XPOMOCOMHOTO Ha0Opa, CBOMCTBEHHOTO KJIeTKaM JITaHHOTO
O61OJIOTHYECKOT0 BU/ia (BU0BOM IPHU3HAK). BUI0BOM KapuOTHI
YyeJI0OBEKA COCTOUT U3 22 I1ap aymocoM U OJHOU ITaphl N0A08bLX
Xpomocom. B KIMHUYECKOM IIUTOTeHETUKE KAPUOTHUII — HAOOP
XPOMOCOM HCCJIEOBAHHBIX KJIETOK MalleHTA.

« KauHuveckas yuumozeHemuka — pasaea MeEJUIIUHCKOU TEHETUKH,
M3yYaolIUU CBA3b U3MEHEHNH B KADUOTHIIE YeJIOBEKA C IIaTOJIOTHEN

« KapuomunuposgaHue — TUarHOCTUYECKOE HCCIeA0BaHNE XPOMOCOM
alyeHTa, BKII0Yalollliee aHaJIN3 Yricjia XpoMocoM (TeHOMHBIX
MyTaIllil) U aHAJIN3 CTPYKTYPbI XpPOMOCOM (XPOMOCOMHBIX MYyTaIUi)



MOpCbOﬂOFMH XPOMOCOM Mopdbonormus XxpomMocoMbl onpeaensaeTcs

NONOXEHNEM LIEHTPOMEPHOIO panoHa, KOTOPbIN

AennT XpoMocoMy Ha aBa nneda. B tepmuHansHom

yacTu nneda (ter) HaxoguTca Tenilomepa,
Tenomepa (tel) - ﬂ LEHTPOMEPHbIN PaNoOH COAEPXKUT KUHETOXOP.

KopoTtkoe nneyo P CryTHYK (S)
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LileHTpomepa (cen) ——% ——/*\\
[eTepoxpomatuH (h)
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[nuHHOoe nnevyo ¢
99
AKPOLEHTPUK
—= CybmeTaueHTpuK
MeTaueHTpuk

[TonnmopdHble y4acTkn xpoMmocom (s, stk, h) cocTosaT U3 noBTOpSOLLINXCA
nocnegosatenbHocten JJHK, He coaepaTt yHMKarbHbIE reHbl, UX YBENIMYeHune nnm
noTeps He NPUBOANAT K reHeTUn4Yeckomy ancbanaHcy U He NposiBAAKTCS (PEeHOTUNUYECKN.



HopMa/ibHbIM KapuoTHN YesI0BEKA

Jleneepckan kaaccudpukauus Xxpomocom
(1960-196622)
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HopmaibHbIM Kapr1oTUn YenoBEKA

Iapwiceckan kaaccudpuxkauun xpomocom (1971 2)

OnddepeHumnansHOe oKpallmMBaHMe XpOMOCOM
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ANropmuTM onncaHMA JIoKyca reHoma
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[pUHUMNbI 3anMcK popmyaibl KapuoTmna

lpu onucaHuu kapuomura 8 nepsyto o4yepeldb 3arucbigarom obujee
KOJIU4eCcmeo XpOMOCOM, 8K/1H0Yasi 1105108bIe€ XPOMOCOMbI, 3ameM 4yepes
3ansgmyro Oaemcsi ornucaHue [10f108bIX XPOMOCOM. AymoCOoMbI
OMuUCkIBaOMCSI MOJILKO 8 CrlyYae UX U3MeHeHUU.

46,XX — HOpManbHbIN )XEHCKUNA KapUOTUI
46,XY — HopMarsbHbIM MY>XCKOU KapuoTun



AHOMaIMn KapmoTuna

» 'eHoMHBIEe MyTaniuM (U3MeHEHNE YKCIa XPOMOCOM) — Pe3yJIbTaT
HApYyIIEHU PACX0K/IEHUA XPOMOCOM B MpoIiecce KJIETOYHOTO JIeJIEHU

- HapyieHnue miouiHoCcTH (KpaTHO N=23) — TpUIIouAus (3n),
TeTpamionaus (4n)

« Aneymionsus (M3MeHEHHE UKcjia XpOMOCOM HE KPaTHO 23) — MOHOCOMHU S
(2n-1), Tpucomus (2n+1), moaucomus (2n+2, 2n+3)

\\x Y

/\ A A

® O D (D

A

[[ameTnyeckas
MyTaums

gamete

gamete

Meiosis Il \ / Non-digjuaction
/ . ) =
‘/ 1) I| | |
\ / / \ \ \‘ \
\_\_ N J \ / \ _4/' \_»\ e / \ / '\_.»_ / \ & ;
Normal monosomic gametes Disomic gametes Nullisomic game(es °"°‘“" "“" somic NW;L g:;:”"‘"

© Elsevier. Tumnpenny & Ellard: Emery's Elements of Medical Genetics 13e - www.studentconsult.com




AHOMaNIMKN KapmroTuna

Tetpannongugd [ MnepTpunnongms

92, XXXX 70,XXY,+7



AHOMaNMKM Kapm1oTuna
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AHOMaNuM KapmoTtmna

Copyright © The McGraw-Hill Companies, Inc. Permission required for reproduction or display.
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Sex chromosomes
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AHOMa/IMM KapmuoTtuna

Normal mitosis ] Non- dls;unctlon Anaphase lag ’
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stage embryo. _ normal Three cell types - Two cell types -
Potential normal, normal, monosomy
outcome monosomy, trisomy

45,X/47,XXX/46,XX

[eHeTn4YeCcKn Mo3aunK — opraHn3m, passmBatoLLIMNCA N3 OQHOMN 3UTOTbl, HO UMEOLLIUIA
KNETKM C pa3HbIM KapnoTurnom (reHOMOM ).

Mosanunam (mos), npossnsatowmmnca eHoTUNNYECKU, Bceraa siBNSeTcs pesynsratom
coMaTM4eCKOW MyTauumn, BO3HUKLLEN B paHHEM aMbOpuoreHese.



AHOManMn KapmoTuna

e XpOMOCOMHBIEC MYyTaIlUU
(13MeHeHUe CTPYKTYPhI XPOMOCOMBI )
— CTPYKTYPHbIE IIEPECTPOUKH
XPOMOCOM, BOBHUKAIOIIHE B
pesyJbTaTe HapyllIeHUA IPOIECCOB
peIUIUKaIuu, peKOMOUHAIIUN U
penapanuu /JIHK

Terminal Interstitial
deletion deletion Unequal
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Knemxe (AHOMAAbHbBLIL heHomun)
« enenus (del), ,Z[%/TIJII/IK&HI/IH (dup), Roberiorian nseron
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AHOMa/ M1 KapuoTmna
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Kapuotun: 46,XX,1(3;14)(g25;913)
3akntoyeHne: KapuoTtun XeHcKnn cbanaHcnpoBaHHbIN, peunnpoKHas
TpaHcnokauusa mexagy xpomocomamu 3 n 14



AHOMaNuKU KapmoTmna
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KapuoTun: 45,XY,der(13;14)(q10;910)
3akntoyeHune: KapumoTtun Myxckon cbanaHcupoBaHHbIWM, pobepTCOHOBCKas

TpaHcnokauus mexagy xpomocomamu 13 n 14



AHOMaNMM KapmoTmna
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Kapnotun:  46,XX,inv(6)(p12q22)
3akntoyeHne: KapumoTtun XeHCKnn cbanaHcnpoBaHHbIN, NepuULeHTprUYecKas
NHBEPCUA B XPOMOCOME 6



AHOMa/IMM KapmuoTtuna
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Kapuotun: 46,XX,r(9)(p24934)

3akntoyeHne: KapmoTun XXeHCKn HecbanaHCcMpoBaHHbIN, KONbLEBas
Xpomocoma 9 (4acTnyHass MOHOCOMUSA MO AUCTarnbHbIM

y4yacTKam KOPOTKOro M ANIMHHOIO nriiey XpoMocoMbl 9)



KAnMHMYecKkmne nokasaHuMa ana nccaenoBaHms KOHCTUTYTUBHOI'O
KapuoTUNa (nepudepudeckas KpoBb, KOCTHbIM MO3r, hMOpo6iacTbl):

« XpOMOCOMHbBIE IEPECTPOUKH B aHAMHESE;
- PenponykrrBHBIE IOTepH, BIIP nisosia, MepTBOpOXKIeHU A
HEsACHOM 3THOJIOTUU;
- Hasmnuue y nmaipueHra:
s IIEPBUYHON WJIU BTOPUYHOU aMEHOPEU WM PaHHEN MEHOIIay3bl;
s aHOMAaJIbHOU CIIepMOT'PaMMblI (a300CIIEPMUM, OJUTOCIIEPMUUN);

° KJIMHUYECKU BbIPpA*KE€HHBIX OTKJIOHEHUH B pocTe (HU3KHU, BBICOKHI )
1 pa3Mepax rojioBbl (MHUKPO- WU Makpoledatns);

5 aHOMAJIbHBIX T€EHUTAJINU;

s aHOMAaJIbHOTO (PEHOTHUIIA UJIN UCMOPPUU

s BPOKJIEHHBIX aHOMAJINU;

5 YMCTBEHHOU OTCTAJIOCTh WJIM HAPYIIIEHU Pa3BUTHUA ;

° KJIMHUYECKUX MPOSABIEHUU AeIelIMOHHOT0/ MUKPO/IEJIEIINOHHOr0/
AYIUIAKAIIMOHHOTO CUHIPOMA;

= X-CLEeIJIEHHOT'O peleCcCUBHOTO 3ab0sieBaHusA (Y »KeHIIUH);

° KJIMHUYECKUX MPOSBIEHUN CUHIPOMOB XPOMOCOMHOMU
HeCTaOMJJIbHOCTH;

° IIPX MOHHUTOPHUHI'C I1I0CJIE TPAHCIIVIAaHTAIINHK KOCTHOI'O MO3rI'a,



KJMHM4YecKmne nokasaHuA ANnAa nccinegoBaHMAa KOHCTUTYTUBHOIO
KapUoTUNa (nepudepudeckas KpoBb, KOCTHbIM MO3r, MOpo6IaCcTbl):

« Cympyzkeckue 1maphl C:

5 XPOMOCOMHBIMH aHOMAJIUSAMU WX HEOOBIYHBIMH BapUaHTaAMMU Y
110712, OOHAPY:KEHHBIMHU IIPU IPeHaTaJIbHON JINAaTrHOCTHKE;

° IIOBTOPHBIMU BRIKUABIIIAMU (2 1 60Jiee), MEPTBOPOKACHUSIMU,
HEOHATaJIbHOUM CMePTHIO IJIOAA, IPHU HEBO3MOKHOCTHU
o0cJIe/ioBaHUS MOPaXKEHHOTO IJIO/A;

° HAJIM4YNeM y peOeHKa XpOMOCOMHOM aHOMaJIUU WJIN HEOOBIYHOTO
XPOMOCOMHOT'O BApHUAHTa;

= OecCIUIoueM HEeM3BEeCTHON 3THOJIOTUH



KAnHM4YecKne nokasaHua Ans LI,MTOFeHeTW-IeCKOﬁ
npeHaTaanoﬁ ANATHOCTUKU (aMHMOTMYECKAA XKMAKOCTb, BOPCHHDI
XOpPMOHA MIN NNALEHTbl, KPOBb N104a).

- Hanuuune XpoMOCOMHOI aHOMAJINH Y IIPeAbIAYIero pebeHKa B CEMbe;

« MepTBOpOKAEeHHBIN peOEHOK C XPOMOCOMHOI aHOMAaJINEH,
COBMECTHUMOM C KU3HBIO;

» XpOMOCOMHBIE IIEPECTPOUKH, XPOMOCOMHBIN MO3aUIIU3M HUJIU
aHEYILJION/IYA MO0 II0JIOBBIM XPOMOCOMAaM y POJAUTENEN;

« PesyspTaThl HCCIIEIOBAHUS CBIBOPOTKHU KPOBU Y MaTePH, YKa3bIBAIOIIHE
Ha MOBBIIIIEHHBIN PUCK XPOMOCOMHOM AaHOMAJINH Yy IJIOJA;

- Bospact marepuy;
* BrIdABJeHHBIE IPU YIBTPA3BYKOBOM UCCIEJOBAHUM aHOMAJIUU IIJIOAA;

» Ilomo3peHue HAa MO3aUIIM3M ILJIOAA IPHU IPEAbIAYIIEM
IIUTOT€HETUYECKOM HCCIEJOBaAHUN;

- ITomo3peHne HAa HAJTUYHE CHHAPOMA ¢ XPOMOCOMHOM HECTaOMIbHOCTHIO



