I'eHeTHYeCKHUHA AHAJJIN3

HopMmanbHbIN KAPUOTHIT YeI0BEeKAa

XpOMOCOMHBIN HaOOp YeJOoBEKa COCTOUT W3 22 Tap OAMHAKOBBIX XPOMOCOM M 23-€il maphl,
Koaupytomien nosossle paznuuus (XY y MyxunH 1 XX y KEHIIHH).

XPpOMOCOMHBIIT HA0OP BHINIAIUT MPUOTUZUTEIHHO CIEAYIOMNUM 00pa3oM:
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Ka)l(,[[aﬂ XpoMocoMa COACPIKUT Ha6op TCHOB, OTBCYAKOIIHX 3a NPOU3BOACTBO OTACIBHBIX 6CJ'IKOB,
CIICHHUAJIBHBIX T'C€HOB-MApPKEPOB, KOTOPHIC YKA3bIBAIOT HA HYXHBIC T'CHBI B XPOMOCOME, a TaKKEe
OOJIBIINX «MYCOPHBIX» YYaCTKOB, KOTOPLIC JOCTAJIUCh YCJIOBCKY B HACJICACTBO OT 3BOJIFOIIHH.

I'eHeTHYECKHE H3MEHECHUSHA

B remomMe uemoBeka MOXeET CyHI€CTBOBATH PAA I'CHCTHYCCKUX W3MEHEHHUI — OTKHOHGHHﬁ, KOTOPBIC
KaK MpaBuJIoO MPUBOAAT K TCHCTUYCCKHUM 3a00JIeBaHUsIM.

IMoaucomus

[TnonaHOCTh — YHCIO HAOOPOB XPOMOCOM, HAXOAAILIMXCS B sApe KICTKH WIM B sIpax KIIETOK
MHOTOKJIETOYHOTO OpraHu3Mma. Y 4yeyioBeka 3To 4ucio 2. HapyiieHus MIOWIHOCTUNIPUBOIAT K
cepbE&3HBIM 00JIE3HEHHBIM 3MEHEHUAM. [IpuMeprl TakuxX HapyIIeHUH y YeloBeKa:

e cunapoMm Jlayna — Tpucommus 1o 21-it xpomocome (21-1 xpoMocoma IpeIcTaBlIeHa TpeMs

KOMUSIMU )

* CcHHJIpOM DxaBapjaca — Tpucomus no 18-it xpomocome

* cunapom Kisiindensrepa — u3obiTounas X xpomocoma (XXY)

e cuHapoM TepHepa — HYITMCOMHUS IO OJHOM M3 MOJIOBBIX XpoMocoM (XO0).



Onucanbl Takxke TpUCOMUS TO X XPOMOCOME M CiIyyau TPUCOMHHM IO HEKOTOPBIM JIPYTUM
ayrocomaMm (momumo 21-if). [lpumepsl MNOMUIUIOWIUU JOCTATOYHO peakd. YacTHBIA ciydaid

INOJIUCOMHUHU — MOHOCOMUAI.

MoHocomus

MoHOCOMHUSI — 3TO HaJIUMYUME BCETO OJHOM W3 Mapbl TOMOJOTMYHBIX XpomocoM. [Ipumepom
MOHOCOMHHM Yy YEJIOBEKa SIBISIETCS CHHIPOM TepHepa, BbIPaXaroIIMIICd B HAJIWYUM BCETO OJHOM
nonoBoi (X) xpomocoMmbl. ['eHotun Takoro yenoBeka X0, Moi — KEHCKHA. Y TaKUX JKEHIIUH
OTCYTCTBYIOT OOBIYHBIE BTOPUYHBIE TIOJIOBBIC MPU3HAKU, XapaKTEPEeH HU3KUM POCT.

Heneuns

Aynnukanus

XpOMOCOMHas MepecTpoiika, MPH KOTOPHIX MPOUCXOIUT TOTEPS y4acTKa XPOMOCOMBI.
[Ipumeps! reHeTHUECKUX OONE3HEH, BRI3BAHHBIX JeNICIIUeH:

* CHHJIPOM KOLIaYbhero Kpuka (Jesenusi KOpoTKOro Iieya 5-0if XpoMOCOMBI);

e cunapom Ilagepa-Bumm (nenenwms B 15-i xpomocome).

CTp}/'KTypHaSI XPpOMOCOMHAA MyTalus, 3aKIIFOUaOIasicCsa B YABOCHUN Y4aCTKa

XPOMOCOMEI.
Tpanciaokauus
Before translocation After translocation
Derivative
Chromosome 20 Chromosome

B =>

J

Chromosome 4

Derivative
Chromosome

Tun XpoMOCOMHBIX MyTauuid. B xome TpaHcnokanuu
OPOMCXOIUT OOMEH  y4YacTKaMH  HErOMOJIOTMYHBIX
XpOMOCOM, HO OOlIee YHCIO T€HOB HE W3MEHSAETCH.
Paznnunble TpaHCIIOKalMM TPUBOAAT K  Pa3BUTHIO
aumpom, CapKoM, 3a00JIEBaHUIO JIeHKEMHUEH,
mu3oppeHueii.

HexkoTopseie THIBI TpaHCIOKAIUI MOJIEKAT JICUEHUIO TTPU
MTOMOIIY PETPOBUPYCOB.



]IpOBeneHnereHeaneCKoroanann3a

Bbl60p 2eHemu4ecKoco anaiusa u3 Cnucka.

AHann3 KpoBWU

OnA aHanwza pocTynHo 10 mMn KpoeW.BubepuTe aHanMsz M3 CNUCKa:
O UnTonorndecknin aHannz (1 mn)
O lopMoHaneHel adanuz (5 mn)
® NeHeTudecknin aHanuz (5 mn)

MNpoUsBECTH aHanus I BepHyThCA



HOpMCUZbeZIZ 2CHOM 4ell08eKad Oe3 OMKIOHEHULL:
PEBYJ'H:: TaTbl reHeTM4eCKOoro adalnmsa:

13 14 16 18 17 18 19 20 21 22 23

BeeoMTe XpoMOCOMHEIA Habop: [ 3anpocuTh MHAOpMaLWD

[ BepHyTbCH




s Kaxcootl XpomMocombl MOJNHCHO Y3HAMb NOOPOOHYIO UHGDOPMAYUIO 0O OMKIOHEHUSX:
PEBYJ'II:: Tath reHeTM4ecKkoro aHanunsa:

13 14 16 18 17 18 19 20 21 22 23

BeeanTe XpoMOCOMHbA Habop: |23 [ 3anpocuTh MHopHaLMIo

[ BepHyTbCH l

XpomocoMHuln Habop 23 (MONOBOW) B HOPME.

B nanHoM ciydae Xxpomocoma He COEPKUT UCKaKEHHI.



Bom npumep ceHoma deiloeeKka ¢ padcnpocmparienibiM ceHenmuyecKum 3ab01e8anuem:
PEBYﬂbTaTH reHeTM4eCKoro aHalin3a:

13 14 16 18 17 18 19 20 21 22 23

BeeanTe xpomocomHbil Habop: |g [ 3anpocuTh MHopHaLMIo

[ BepHyTbCH

XpOMOCOMHEIA Habop 5 MMeeT WM3IMEeHeHWA: OeneuMA KOpPOTKOro nneda.

Wudopmarus o maToil XxpoMOCOME COAEPIKUT JeTalld 00 U3MEHEHUSX.
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