XpOoMOCOMHble 60n1e3HU, CBA3aHHbIE
C USMEHEHUEM CTPYKTYpbl
XPOMOCOM



XpomocomHble 60s1e3HU - 3TO HoabLLaA rpynna
BPOXAEHHbIX HAac/eACTBEHHbIX bone3Hen.

YacTtoTa XpomocomHon natonormm - 0,6-1,0%.

70% XpOMOCOMHOWM NATONIOIMNN - B MaTepuane paHHUX
CMOHTAHHbIX abOpTYyCOB. EO/IBLLUMHCTBO XPOMOCOMHbIX
aHOMaNNN Yy YeNloBEKa HECOBMECTUMO AarKe C
PAaHHUMM 3Tanamm ambpuroreHesa.

HemHorne BapmaHTbl aHOMaanMmM XPOMOCOM
COBMECTUMbI C NOCTHATa/IbHbIM Pa3BUTUEM U BeOYT K
XPOMOCOMHbIM 3abosieBaHUAM.



XpON\OCON\HbIe 60/1e3HKN NOABAAIOTCA BCaeacrtesune
nospem,u,eHMf/ﬁ reHoMa, BOSHUKaOWUX MPK:

* CO3peBaHUUN TaMET,
* B Inpouecce onaoagorsopeHUuA
®* HJd PAHHUX CTaANAX ,£I,p06f|€HVIFI 3UTOTbI.

Bce xpomocomHble 601e3HU MOTyT ObITb pa3geneHol
Ha 3 6onbluMe rpynnol:

1) cBSAA3aHHbIE C HApYLWEHMEM NIONAHOCTU;
2) obycnoBneHHblIE HAPYLLUEHMEM YMC/Ia XPOMOCOM;
3) cBA3aHHbIE C USMEHEHMEM CTPYKTYPbI XPOMOCOM.



O6Lwue npoABAEHUA XPOMOCOMHbIX
bonesHewn:

MHOECTBEHHOCTb HapyLLUeHUI (BpoXKAeHHbIE NOPOKN Pa3BUTUA),
3a/eprKKa GU3NYECKOro U MCUXOMOTOPHOIO Pa3BUTUS,
YMCTBEHHas OTCTaNOCTb,

KOCTHO-MbILWEYHble aHOMANK, MOPOKU CEPAEYHO - COCYANCTON,
MOY€EN0/IOBON, HEPBHOM U AP. CUCTEM,

OTK/IOHEHWE B FOPMOHANIbHOM , BUOXMMMYECKOM U UMMYHONOTNYECKOM
cTaTyce u Aap.

CTeneHb NOpa*KeHns 3aBUCUT OT:
TUNa XPOMOCOMHOM aHOMaAnu ,
reHoTUNna opraHnU3ma,
* YC/IOBWUI Cpeabl, B KOTOPOM Pa3BUBAETCA OPraHU3M.

3TNONOrMYecKoe neyeHmne 3Toro suaa 6onesHen B
HacTosALLee Bpems He pa3paboTaHo.



[leneunu

* NPOTAKEHHbIE Y4ACTKU
XpoOMoCcoM (CMHApOM
KOLIAYybero KpmKa)

* MUKpoaeneuuu (cMHapom

[lpapepa-
Bunnun/AnbrensmaHa u
cMHApom Bunbamca)




CnHApoOM Kollavbero Kpuka, 1963 r., Kkepom JlexkeH

* JleneyumnAa y4acTKa KOpPOTKOro naeya 5
XPOMOCOMbI.

 Hepopassutme roptaHu (c
XapPaKTEPHbIM KPUKOM,
HAaMOMMHAIOLLMM KOLa4ybe MAYKaHbE),
obLlee oTcTaBaHMe
PA3BUTUA, YMCTBEHHAA OTCTA/IOCTb,
JIYHOODOpPa3HOe NNLO C LUMPOKO
PACCTaBNEHHbIMW FNa3amMMm.

* 1:45000.
e M1:1,3.
* Kapuotun 46 XX nnun Xy, 5p-.

* [lnarHos - Kapmonornyeckoe
nccnegoBaHue.




Chromozome 15 CM H.ﬂlpOM CVI H|ﬂ|pOM
= [lpagepa — Bunau AnbrenbmaHa

* OTCYTCTBYIOT UJIN HE SKCMNPECCUPYHOTCA
NPUMepPHO 7 reHoB 13 15-n xpomocombl,
yHacn1ea0BaHHOMU

"7 orortua OT MaTepwu
* Kapuotun 46 XX nau XY, 15g-11-13.
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CnHapom Bunbamca
e crneundmnyecKas BHELHOCTb (3nbd)
33/1ePKKa YMCTBEHHOTIO Pa3BUTUSA

aeneuma oKono 26 reHoB PacnoONOXKEHHOro Ha ATMHHOM
naeye 7-u XpoOMOCOMbI

Kapuotun 46 XX nan Xy, 79-11.23
1 Ha 20 000 HOBOPOXKAEHHDIX.

NwnarHo3s - FISH (pntoopecueHTHOM rm6pmp,m3au,mm in S|tu)
nnun AHK-mukpoumna. 3 7




ynnankayuum

* MPOTAMEHHbIE YYACTKM
Xpomocom (cuHapom 9p+,
CUHApOM BunpgemaHa-
bekBurta)

* 3KCMaHCUA TPUHYKNEOTUAHbIX
NOBTOPOB (CMHAPOM
bparnabHOM X-XpOMOCOMbI)



CuHApOM AYN/IMKALUKM KOPOTKOrO njaeva
Xpomocombl 9 (cmHapom 9p+).

LinToreHeTnka cmHapoma pa3HoobpasHa: NpocTble
AynanKaumum, n3oxpomocomsbl 9p,
HecbanaHCUMPOBAHHbIE TPAHC/IOKALMM.

Kapuotunn 46 XX nnun XY, 9p+.

cneunduKa Anua, NaToNorma Nnovek, onmroppeHus.

60/IbHbIEe IOKURAKT no noxunoro Ro2nacta 25%




CnHgpom BupemaHa-beksuta

LinToreHeTM4eCckn — AynNanKaLuma y4acTka KOPOTKOro
naeda 11 xpomocombl-11p15, reHa "mHcynnHonogobHOro
daKTopa pocta Il TMna»

Kapuotunn 46 XX naun XY, 11p+15.

MaKpornoccus, Makpocomus, Haaimvyme BePTUKA/IbHbIX
60p0340K Ha MOYKaxX ywen, AePeKTbl
MEKKeNyao4YKOBbIX NeperopoaokK, A4obaBoYvHan
ceneseHKa, ymepeHHass yMCTBEHHas OTCTa/I0CTb.

46 Beksura NleMaHa CHHIAPOM i R




CuHapom nomkou (pparnnbHoi) X-xpomocombl

* 1 Ha 1500-3000

e B IOKyce Xq 27.3, B nepBoM 3K30He reHa FMR1 (anrn. -
Fragile site Mental Retardation 1 - nomKni y4acTok
XPOMOCOMbI, CBA3aHHbIW C pa3BUTUEM YMCTBEHHOM
otctanoctn 1 tuna) - CGG.

* Hopma oT 5 a0 52, y 6onbHbix 200 1 bonee.




3aboneBaHUA C HeCTabuAbHOCTbIO
XPOMOCOM

LinToreHeTu4yecKkun - ypennyeHume Yncaa CeCTPUHCKMX
XPOMaTUAHbIX 0bMeHOB Ha KneTky Ao 120-150 (B
Hopme 6-8 obmeHoB Ha 1 KneTKy). XpomaTuaHble
PA3pPbIBbI, @ TAK}KE ANLUEHTPUKU, KObLA U
XPOMOCOMHble GparmeHTbl.



CnHgpom PotmyHAaa-ToMmcCoOHa

XapaKkTepusyeTtca runepnurmeHTaumen KoXn pasHbix
OTTEHKOB, KaTapaKToW, BPOXKAEHHbIMN AedeKTamMu
KocTen, 3yboB, rMNoroHaan3mom

yalle 601eroT XKEHLMUHbI,
IOKanmM3auma naTtonorn4yeckoro reHa — 8q24.3.




CnHppom baroma

* y3KOE 1ML C 3pUTEMON B BUAE
6ab0uYKM, CKNOHHOCTb K
3/10KAQ4YeCTBEHHbIM
HOBOODOPAa30BaAHUAM,
OTCTaBaHUe PU3NYECKOro
Pa3BUTUA, NpMBOAALLEE K
Kap/IMKOBOCTU, HEJ0pa3BUTUE
nosi0BoU cepobl

* Mytauunu B reHe AIHK-nurassbl 1,
NOKa/In30BaHHOM Ha 19 xpo-
mocome- 199 13.3, oaHaKo reH
cuHapoma batoma KapTUpoBaH B
cermeHTe 15026.1.




