XPOMOCOMHbIE CUHOPOMBI




* XpOMOCOMHbIMW BONE3HAMN
(XpOMOCOMHbIMU CUHOPOMAaMW)
Ha3bIBAKOTCA KOMMI1EKChI
MHOXECTBEHHbIX BPOXOEHHbLIX MOPOKOB
Pa3BUTUSA, Bbl3biBaEMbIX YACNOBbLIMU
(reHOMHbIE MyTaLUKW) NNU CTPYKTYPHbIMU
(XpOMOCOMHblIe MyTaLUnN) NSMEHEHUAMMU
XPOMOCOM, BUOUMBLIMU B CBETOBOW
MMKPOCKOI.



XPOMOCOMHBbIE BOJIESHU

e N

XPOMOCOMHbIE MyTaLWuKn reHOMHbIE MyTauuu
/ \ < TeTpannowauAa
BHYTPUXPOMOCOMHBIE MEXKXPOMOCOMHLIE il it g
_ % aHeynnoumauAa
L geneynn o TPaHCNOKaUuKnAa
<+ OyNNUKauMA v npocTan;
“+* HWHBEpPCHA v peUWNpPOKTHASR;

TPaHCNO3WLMA v poDepTCOHOBCKAA



 XPOMOCOMHbIEe abeppaunm u U3BMEHEHNS KONMMYECTBA
XPOMOCOM, KaK U reHHble MyTaumn, MOoryT BO3HUKaATb
Ha pa3HbIX 3Tanax pa3BuTns opraHmama. Ecnv oHm
BO3HMKAIOT B raMeTax poauTternen, To aHomMmarnms
bynet HabnogaTbCa BO BCEX KIeTKax
pa3BuMBaloLLEroca opraHmama (MOofHbIN MYTaHT).

« Ecnn aHomanusa BO3HWKAET B npoLecce
9MOpPUOHaNbLHOro pa3BnTNA Npu ApoodrieHnn 3UroThl,
KapuoTtun nroaa 6yaet Mo3anyHbIM.

* MosaunyHble opraHn3amMbl MOTYT coaepXaTb HECKOMbLKO
(2, 3, 4 n bonee) KNeToYHbIX KITOHOB C pa3finyHbIMU
Kapuotunamu. I3To ABIEHME MOXET COMNPOBOXAAaTbCH
MO3anLUM3MOM BO BCeX NUOO B OTAENbHbLIX OpraHax u
cucTemax.



ITnonornyeckme goaktTopbl XPOMOCOMHOM
naTtonoruu

* BCE BUAblI XPOMOCOMHBbIX MyTauUnn (XPOMOCOMHbIE
abeppaunmn) n HEKOTOPLIE T’EHOMHbIE MyTaL MK
(M3MEHEHUS Yncna XpoOMOCOM).

* Y yenoBeka BCTpe4aloTCHA TONbKO 3 TUNa rEHOMHbIX
MyTaUMn: TeTpanionans, TPMNIonansa n aHeynnongus.

* /13 BCex BapnaHToB aHeynonaun y XXUBopoXXaeHHbIX
BCTPeYalTCA TOMbLKO TPMCOMUM MO ayTOCOMaM,
NoONMCOMMK NO NOSOBbLIM XpPOMOCOMaM (Tpu-, TETpa- U
NneHTacommu), a U3 MOHOCOMUW - TONbKO MOHOCOMMUS X-
XPOMOCOMbI.
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 [1pnmepHo 170 n3 1000 ambpmoHoB 1 nroaos
normbatoT oo poxxaeHus, n3 HUx okono 40% -
BCreacTBme BIUAHUS XPOMOCOMHbIX
HapyLLeHUN.

* TeM He MeHee, 3Ha4YnTeNbHas YacTb MyTaHTOB
(HocuTenem XpoOMOCOMHOW aHOManmMn) MUHyeT
OENCTBUE BHYTPUYTPOOHOro otbopa.

* XpOMOCOMHble BOME3HN Y HOBOPOXAEHHbIX
OETEN BCTPEYaloTCA C YacToToM NnpumMmepHo 2,4
cnydaqa Ha 1000 poanBLLnXcs.



[TaToreHe3 XpoOMOCOMHbIX OONeE3HeEN

 Cneundunyeckme apdekTbl CBsA3aHbl C UBMEHEHUEM
4yucra CTPYKTYPHbIX reHOB, KOOAUPYHOLLNX CUHTES
cneundonyecknx 6enkos (yBenmyeHne rnpu TpPUCoOMUAX U
YMEHbLUEHNE NPU MOHOCOMMUSAX).

 NMonycneuundomuyeckne adpdPeKkTbl NPN XPOMOCOMHbIX
borieaHAx MoryT 6biTb 00yCnoBreHbI UIAMEHEHNEM YUMCTIa
reHoB, NpeacTaBliEHHbIX 1 B HOPME MHOIOYUCNEHHbIMU
konusamu (reHol TPHK, pPHK, ructoHoBbIX 1 pbOCOMHbIX
benkoB 1 T. n.).

e Hecneuundunyeckmne adodekTbl XPOMOCOMHbLIX aHOManmn
CBS3bIBAOT C coaepXaHNEM reTepoxpomMaTuHa,
UrparoLLEro BaXKHYy ponb B AeNeHNn KNeTOK, NX POCTe U
apyrux dunsnonornyecknx npoueccax.






cuHapom KapTareHepa

How Situs Inversus Totalis Works

Y Oeten c CMHOAPOMOM Normal Organ Placoment g sonuty
KapTareHepa (MOHOreHHoe
3aboneBaHne ¢ ayTOCOMHO-
peLeccuBHbIM TUMOM
HacrnegoBaHus, KOTopoe
XapakTepusyeTcs Tpnagou,
BKMtovatoLlen obpatHoe
PacrnonoXXeHne opraHos,
BPOHXO03KTa3bl U XPOHUYECKUI
CUHYCUT) ObINK BbISIBMEHDI
N3MEHEHNS
OKOJTOLLEHTPOMEPHbIX
reTepoxXpoMaTMHOBBLIX PANOHOB
Xpomocom (C-
retepoxpomatumHa) 1, 9, 15, 21

(n3 nature.web.ru)



e OOWwmm ans Bcex popM XPOMOCOMHbIX BOrie3HeN
SIBMAETCA MHOXECTBEHHOCTb NOPaXeHUdA. ITO
YepenHOo-NMLIEBbIE NMOPaXXeHUs, BPOXAEHHbLIE MOPOKU
Pa3BUTUA CUCTEM OpPraHoB, 3aMeaSIeHHbIe
BHYTPUYTPOOHbLIE 1 MNOCTHaTalbHble POCT U pa3BUTHE,
OTCTaBaHMe B MNCUXUYECKOM pPa3BUTUN, HAPYLLEHUSA
doyHKUMN HEPBHOWU, UMMYHHOW N 3HOOKPUHHOU U
OPYrnx CUCTEM.

« CTeneHb nopaxeHns opraHoB MNP XPOMOCOMHbIX
CUHOPOMAX 3aBUCUT OT MHOIMX OaKTOPOB - TUNa
XPOMOCOMHOW aHOManumu, HegoctaTka Unm n3dbiTka
MaTepuana nHansuayanbHOM XpOMOCOMbI, FeHOoTMNa
opraHmama, yCrnoBuu cpeabl, B KOTOPOM pa3BUBaAETCA
OpraHun3m.
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[lpymMepbl TPUCOMUN Y YenoBeKa
Cungpom [ayHa

e (Tpucomust XpoMoCcOoMbI No21).
J171s1 OOJIbHBIX XapaKTEPHO:
OKpYIJION (hOPMBI TOJIOBA C
YIUIOIICHHBIM 3aThUIKOM, Y3KUM
7100, IUPOKOE, TIIOCKOE JIUIIO,
AMIMKAHT, 3alaBIiliasi CIIMHKA HOCA,
KOCOM (MOHT'OJIOM/IHBIN) pa3pe3
IJ1a3HBIX LIEJICH, TOJICTHIE TYOHI,
YTOJIIIEHHBIN SI3bIK C TITYOOKHUMU
00po31aMH, BBICTYIIAOIIAN N30
pra. 13 mopoKOB BHYTPEHHUX
OpraHoB HAM0OJIEE TUITUYHBI
MOpPOKH cepina (J1eheKThl
MEXKETYIOUKOBOM UITH
MEKIPEACEPIHON NEPETOPOJOK) U
OpraHoB MHUIIEBAPECHUA (aTpE3Us
JABEHAATUIIEPCTHON KUIIIKH).




Kapuotun mans4nka ¢ TPMCOMUEN
XpomMmocombl Ne21




CuHpgpom [ayHa

« Cpenun 6onbHbIX ¢ cuHaOpomMoMm [layHa ¢ 6oree BbICOKOM
4aCTOTOM, YeM B NOonynAunm, BCTpedarTCs cnyyau
NenkeMnn 1 rmnoTupeonsa. ¥ MmaneHbkux geten pesko
Bblpa)eHa MbllleYyHas rMnoToHUA, a Yy AeTen ctapLuero
BO3pacTa Yyacto obHapyxuBaeTca katapakta. C camoro
paHHero Bo3pacrta OTMe4YyaeTcs OTCTaBaHue B
YMCTBEHHOM pa3Butun. CpegHee 3HadeHue 1Q
cocTtaBngaeT 50, HO Yallle BCTpevyaeTca ymepeHHas
3afepxka ymcTBeHHOro passutua. CpegHas
NPOAOITKNTENBHOCTL XU3HW Npu cuHapome [ayHa
3Ha4YUTESIbHO HMWXe (36 NneT), YeM B Nonysnaumu.



CuHpgpom [ayHa

* CJI - camas yactas (popMa XpOMOCOMHOM ITaTOJIOTHH Y
yesoBeka (1:750). Llutorenetnuecku cunapom JlayHa
IpEeACTaBICH IIPOCTON TprucoMuen (94% ciydaen),
TpaHCJIOKaMOHHON opMoit (4% ) nin MozauuaMom (2%
CIy4aeB). Y MJIBUYUKOB U JEBOYEK IATOJOTHS BCTPEUACTCS
OJIMHAKOBO 4acCTo.

e JIOCTOBEPHO YCTAHOBIIEHO, YTO JIETU C CUHApPOMOM JlayHa
yaire poXKIarTCA y MOXKUIBIX poauTelier. Eciu Bo3pact
Marepu 35-46 jeT, To BEPOSATHOCTD POKICHUS OOJIBHOTO
pebdeHka Bo3pacTaet 10 4,1%.



3aBMCMMOCTb 4YacTOTbl POXAEHUSI AETEN C XPOMOCOMHbIMM
bornesHssMn OT BO3pacTa MaTtepu

BospacTt matepu, rogbl UacToTa poxaeHuna geten c UacToTa poxaeHuna geten c
bonesHbto [JayHa nobon XpOMOCOMHOM 60OsEe3HbIO

20 1:1800 1:500

25 1:1300 1:500

30 1:1000 1:400

35 1:300 1:200

40 1:100 1:70

45 1:30 1:20

49 1:12 1:8




PobepTCcoOHOBCKOE CINUSHUE 2-X XPOMOCOM
Ne21 B kapuotune 6onbHOM c.[layHa




CuHpgpom [laTay

e (Tpucomus xpomocombl Nel3). HaOmromaerces ¢
yacToTod 1 Ha 6000 poxoB. Y HOBOPOXKIEHHBIX
CpeaHsisi Macca Tejia. YMCTBEHHAsl OTCTAJIOCTh
TAXKEIas], MHOTHE JIETH CTPAJAIOT IVIyXOTOM.
Hepeako o0OHapy:xuBaeTcsi yMepeHHasi
MHUKpo1edaaus ¢ HABUCAK UM JOOM,
0oJIbIIME aHATOMUYeCKHe He(eKThI MO3ra,
He3apanieHue Hé0a U BepxHeH ryonl. Yacro
HAOJII0AIOTCS MoNepeYHas JaJ0HHAA CKIAAKA,
NOJUIAKTIWINSA U Y3KHE BbINMYKJIble HOTTH HA
najbuax pyk. bosee yem B 80% cayuaen
PErUCTPUPYIOTCS BPOXKIAEHHBIE TIOPOKH CepPaALa.
boabmuHCTBO 00JBbHBIX (70%) HACTOABKO
Cepbe3HO NMOPAaKeHbl, YTO NOrudaIT B BO3pacre
10 6 mecsineB, TOJAbKO 20% mo:kuBaeT 10 rojaa.

(u3 C.1.Koznosa u ap., 1996)



CuHapom 3aBapaca

e (Tpucomus no 18 xpomocome).
JlomonuresbHast 18 xpomocoma
oonapy:xuBaerca 'y 1 u3 7000
HOBOPOKIAEHHBIX. YacTo nposBIsieTcs
MUKpoueda s, HU3KO0 MOCAKEHHbIE
YPOMJIUBBIE YIIIM M PACIIEJINHA I'y0Obl HJIH
HéDa. /locTaTouHo YacTo HAOJIIOAAETCA
OTCYTCTBHE CKJIAJIKM HA MU3HUHIIE, 0COObII
XapaKTep PacnoJIOKeHUN KOKHBIX
rpedHel Ha KOHYMKAX najabues. Hepeako
HA0JHI2eTCH YKOPOYCHHE UJIH J1aKe
OTCYTCTBHE 00JIBIIOIO NAJIbIA HA HOTAX,
KOCOJIANIOCTh, CHHAAKTHINA. MOryT HMeTh
MeCTO MOPOKH CePAa U KPYIHBIX
COCYI0B, BPOXKACHHbIE aHOMAJIUM JETKUX,
auapparMbl, MO4YeK U MOYETOYHUKOB,
IPBIAKH, CKJIAJAKU HA miee. boJibHbIE JKUBYT
HECKOJIbKO MECSIEeB, a Yy TeX, KTO BCE ke
BbI’)KHBAET, BbISIBJISIETCH TS KeJIas
YMCTBEHHAsl OTCTAJIOCTh.

(n3 C.N.Kosnoea u gp., 1996)



Tpucomma 8

* XapaKTepHbl OTKITOHEHUSA B
CTPOEHUU nmua, NOPOKN ONOPHO-
ABuraTenbHOro annapara u
Mo4yeBoun cuctemsl. [pu
KNUHM4Yeckom obcnengoBaHnm
BbIABISAOTCA BbICTYNatoLWmmn noo,
Kocornasue, anukaHT, rmy0bokKo
NOCakeHHble rnasa,
rmnepTenopusm rras n COCKoB,
BbICOKO€ HEDO (MHOraa
pacwienunHa), ToncTtble ryosol,
BbIBEPHYTadA HWXKHAA ryoa,
BbonbLIVE YLWHbIE PAaKOBUHBI.

* MPOrHO3 PmM3n4eckoro,
NCUXUYECKOro PasBUTUSA U XKNIHN
HebnaronpuUATHbLIN, XOTS ONUCaHBbI
nauueHTbl B Bo3pacTte 17 ner.

(n3 C.N.Kosnoea u gp., 1996)



AHOManNMM coyeTaHmns NonNoBbIX XpOMOCOM

* [lon byayuwero pebeHka onpenenserca B
MOMEHT OnJiogOTBOPEHUA B 3aBMCUMOCTU OT
COYETaHUA NOMNoBbIX XPOMOCOM (XX - XXEHCKUU
opraHnam, XY - MY>XCKON).

 [1pn HapyweHnn Te4eHnsa MmMTo3a MoryT
0bOpa30BbIBATbLCSI HEOObLIYHbIE OCODU -
rTMHaHOPOMOPMLI.

« CooepxaHune nosioBbIX XPOMOCOM B pa3HbIX
KIeTkax Takmx ocoben MoXeT ObITb pasHoe
(MO3anumnsMm). Y yernoBeka MoryT ObITb pasHble
cnydan mosaunumnama: XX/ XXX, XY/XXY,
XO/XXX, XO/XXY n gp.



TUnbl NONMCOMMIA NO NOSIOBLIM XPOMOCOMAM Y YenoBeka

X-nonmcomMuu npu X-nosmcomun ¢ ogHo# | Y-nosucomuu ¢ ogHol | [Toamcomuu no obeum
OTCYTCTBHH Y-XPOMOCOMBI Y-xpomocomoii X-xpomocomoii XpoMOCOMaM
47,XXX 47, XXY ‘* 47 XYY o a8 xXXYY
48 XXXX 48, XXXY 48 XYYY 49, XXXYY
49, XXXXX _ |45AXRXY _ [49XYYYY




Tpnnno-X-XeHLWWHbI

* Yacrora Bctpeuaemoctu 1:1000. Kapuorun 47,XXX.
B Hacros1ee BpeMss UMEIOTCA OIIMCAaHUs TETpa- U
MEHTOCOMUU X. JKEHCKHUI OPTaHU3M C
MY>KETTOAOOHBIM TEIOCIOKEHUEM. MOTryT OBITH
HEI0Pa3BUTHI IIEPBUYHBIE U BTOPUYHBIC MTOJIOBBIC
npu3Haku. B 75% ciydyaeB y 00JIbHBIX HAOIIOAAETCS
yMEpPEHHAas CTEIIEHb YMCTBEHHOU OTCTAJIOCTH. Y
HEKOTOPBIX U3 HUX HapylIeHa (yHKIUS SHIHUKOB.
MHoraa Takue XEHIUHBI MOTYT UMETh JE€TEH.
IIoBEIlIEH pHUCK 3a00jeBaHus mu3oppenuei. C
YBEJIMYCHUEM YHUCIIA JOMOJTHUTEIBHBIX X-XpPOMOCOM
HApacTACT CTEIIEHb OTKJIIOHEHUS OT HOPMBI.



* BapuaHThl cuHipoma X-11OJUCOMUHU 0€3 Y-
XPOMOCOMBI C YHUCJIOM, OOJIBIIIAM, YEM 3,
BCTPEYAIOTCS PEIKO.

e C yBEJIMYCHHUEM YHMCIIA JOIMOJIHUTEIBHBIX X-
XPOMOCOM BO3PAaCTACT CTCHECHDb OTKIIOHEHUH OT
HOPMEL.

e Y OKEHIIMH C TETpa- M IICHTACOMHUEU OIIMCAHBI
OTKJIOHCHHS B YMCTBEHHOM Pa3BUTHH, YECPEITHO-
JIULEBbIC AU3MOpP(HUH, aHOMAJIUM 3y00B, CKEjIeTa H
IIOJIOBBIX OpraHoB. (OIHAKO JKCHIIMHBI JAXE C
TETpAaCOMHEH IO X-XpOMOCOME CIIOCOOHBI HMETH
ITIOTOMCTRBO.



CuHapom WepelueBckoro- TepHepa

* MOHOCOMUS X-XpOMOCOMBI. HacTora
BcTpeuaemoctu 1:2000-1:3000.
Kapuorum 45,X0. OTmeuarorcs
MIPU3HAKA JUCTIIIA3UM: KOPOTKAS MIES C
MU30BITKOM KOKHM Y KPBLJIOBUIHBIMHU
CKJIaJIKaMH, JTUM(pATUIECKUN OTEK CTOTI,
TOJIEHEW, KUCTEU PYK U MPEATIICUUM,
MHO>XECTBEHHBIC TUTMEHTHBIC MATHA,
HHU3KOPOCIOCTh(POCT B3POCIBIX
135-145¢cm). XapakTepHO HEAOPa3BUTHE
MIEPBUYHBIX U BTOPUYHBIX MOJIOBBIX
MIPU3HAKOB, IMCTCHE3WS TOHA/,
COIPOBOXKJAIOIIASICS TIEPBUYHOMN
aMeHopee - OeCIIoIueE.

(u3 C.1.Koznosa u ap., 1996)



CuHgpom KnanHdhensrepa

 Kapuorun 47,XXY, penorun
my:xkckou. Yacrora - 1:1500
HOBOPOXKICHHbIX MAJILYNKOB.
BOJBHBIX OTJIMYAIOT
CJIeAYIoLIUe NPU3HAKH:
BbICOKMI1 POCT,
HENPONOPIHHUOHAIBHO IJIUHHbIEC
KOHEYHOCTH, ’KEHCKUM THUII
TEJIOCJI0KCHNA, THHEKOMACTUSA,
kpunropxusm. Cj1ad0 pa3Bur
BOJIOCHHOM MTOKPOB, CHUKEH
HHTEJUIEKT. becruioaue B
pe3yjabTare HeI0PA3BUTHS
ceMeHHUKOB. UHPAHTHIBHOCTH
U NMOBeJAeHYeCKUe MPodIeMbl
CO31AaK0T TPYAHOCTH B
COILIMAJbLHOM aJanTaluu.

(n3 C.N.Kosnoea u gp.,
1996)

(u3 www.medicalbrain.ru)



eeeeeeeeeee

N

Lol oot ol 1

N

¢ 1)

I

l( l( ))

T I l‘,’



XYY - cuHgpom

e xapakrepusyercs kapuotunoM 47, XYY. OH BOepBbIe
ormmcad B 1960 r. Yacrora cuHIpOMa COCTABIISICT
Cpeau HOBOPOKICHHBIX MaIbIUKOB 0K0y10 1:1000.
Hanbonee yacTbIM NPHU3HAKOM SIBISIETCS BHICOKHUI
POCT, KOTOPBIN Y B3POCIIBIX OOJbHBIX COCTABIISET B
cpeaHeM 186 cMm. Y 4acTh OOJIbHBIX OTMEUAIOTCS
HEPE3KO BHIPAKCHHBIC €BHYXOHUIHBIC YEPTHI
TEJIOCI0KECHHUS U JUCIUIACTUYECKUE IIPU3HAKH.
Hannune 1o0aBouHO# Y-XpOMOCOMEI MOXKET M HE
COIIPOBOXIATHCA KIMHUYECKON MATOJIOTUEU, HO,
HECOMHEHHO, OHO KOPPEJIIMPYET KaK C
MHTEIUICKTYJIbHBIM HEJIOPA3BUTHEM, TAK U C
SMOIIMOHAJIbHO-BOJICBEIMU HAPYIICHUSMU.



KK

N L 7%
S 1 I | B

38 ‘
" ng azf ¢
22

§€



CuHOPOMbBI HAaCTUYHbIX
aHeynaonann

* [ToMMMO NOMHbLIX TPUCOMUN N MOHOCOMUN
M3BECTHbI CUHOPOMbI, CBA3aHHLIE C
YaCTUYHLIMU TPUCOMUAMUN U
MOHOCOMUAMM NMPaKTUYECKU MO todou
XpOMOCOME.

« OOHaKo 3T CMHAPOMbI BCTPEYAIOTCS pexe
ogHoro cnydada Ha 100 000 poxgeHun.



CUHOPOM TPUCOMMU MO KOPOTKOMY Mnnedy 9-u
XPOMOCOMb

« [1na 60nbHLIX C Tpucommen 9p+ xapakTepHbl YMCTBEHHAS
OTCTanocCTb, 3afepxKa pocTa, MuKkpoLedanus, aHTUMOHIONOWAHbIV
pa3pes rnasHbIX Wweneun, rmyboko nocaXeHHbIe rnasa, onyLleHHble
Yromnku pTa, HOC C XapakTEPHbLIM OKPYrfblM KOHYMKOM, HU3KO
PacrosioXXeHHbIE OTTOMbIPEHHbIE YLLIHbIE PAKOBUHbLI, HEAOPAa3BUTUE
HOIrTEN N AncCTanbHbIX dpanaHr nansueB pyk. Hacto HabnogatoTes
BbICTynatouwme nobHble KOCTU, NOBbILLEHHAss 0OBOSTOLLEHHOCTb,
NATHA UBeTa Kodoe C MOJSIOKOM Ha KOXe, 3MnKaHT, Kocornasue,
BbICOKOE AYyTO-06pa3Hoe HEDO, KOpOTKas Lesl, CKONMOo3, YaCTUYHas
CUHOAKTUNNS Nanbues cTon. [NpnmepHoO B YETBEPTU Clnyyaes
obOHapyXmnBatoTcs BPOXKAEHHbLIE NOPOKM cepaua.

[lporHo3 anga *Xn3Hu cpaBHUTENBHO Br1aronpuUATHLIN (NPK
OTCYTCTBUM NATOSIOMMN BHYTPEHHUX OPraHoB) - onnucaHbl 00SbHbIE,
OOCTUrLIME MPEKNOHHOro Bo3pacrTa.

* [lo 4yacToTe BCTpe4YaeMoCcTu cpeaun aeTen-onmroppeHoB 3aHUMaET 2
MecTo nocne 6ones3nun dayHa.



CUHOpPOM KONMbLIEBON XPOMOCOMbI 9

Kapuotun 46 XX unu XY, r (9).

OCHOBHbIE KITUHUKO-
MOpdponornyeckne Npu3Haku:
XapakTepHoe Nuuo -
MUKpouedbanus, Kocou paspes
rnas, peTporHaTms, KopoTKas
Liest.

Y Bcex OonbHbIX HabngaeTcd
YMCTBEHHAA OTCTaNoCTb,
3aJep)XKa NCUXOMOTOPHOIO
pPa3BUTUA.

(n3 C.N.Kosnoea u gp., 1996)



[eneunsa gucrtanbHOW YacTu KOPOTKOro
nne4ya XpoMocoMbl 5 y YyenoBeka

« [1na gaHHOro cuHgpoma
Hanbonee xapakTepHsbl
cneunduyecknm nnav,
HaNnOMMHAaLWMN KoLlavybe
MAyKaHbe, NTyHoobpasHoe nuuo,
MbILLEYHAA rMMNOTOHUSA,
YMCTBEHHOE U PU3NYecKkoe
Hegopa3BUTUE, MUKpoLLedhanms,
HMU3KO pacroSioXeHHble, MHOraa
nedopmMmnpoBaHHbIe YLLIHbIE
PAKOBWHbI, 3MNUKaAHT,
aHTUMOHrononaHbIN paspes
rMasHbIX Wenen, kocornasue.

bonbHoii ¢ cuHapOMOM Komaubero KpHKa
(Cri-Du-Chat Syndrome)



CuHapom Bonbda-XupLuxopHa
(4acTnyHast MoHocomMus 4p-)

[MonynaumnoHHaga YactoTta - 1:100000.

oOycroBreH geneumen cermeHTa
KOPOTKOrO rnneya XpoMocoMmbl 4.

KnuHnyeckn xapaktepusyetcs mBI1P
(MUKpouedanu4a, KnBOBUAHLIN HOC,
rMnepTenopunam, anmMKaHT, aHoMarsbHbIe
YUWHble PaKOBUHbI, pacLLENHbLI BEPXHEN
rybol n HEGa, aHOManuu rnasHbIx 6nokK,
aHTMMOHrONonaHbIN paspes mas,
ManeHbKMN pOT, MOPOKM BHYTPEHHUX
OpraHoB) C rnocneayrLwen peskon
3aep>KKon don3n4ecKoro u
NCUXOMOTOPHOIO Pa3BUTUA.

YKnsHecnocobHOCTb AeTen pesKko
CHMXeHa. bornbLUMHCTBO yMUpPatoT B
Bo3pacTte oo 1 roga.

(n3 C.W.Kosnoea un gp., 1996)



CuHgpom Opbenu (139-)

* 00YCJOBJIEH JeNelUMed JIMHHOro Iuieda 13- XpOMOCOMBEL.
[TonyasiroHHAs 4YacTOTa HE YCTaHOBJICHA.

e XapakTepHbl MHUKpoledanans, OTCYTCTBHE HOCOBOM BBIPE3KU
(o0 HENmOCPEACTBEHHO IIEPEXOAUT B HOC), DIHKaHT,
AHTUMOHTOJIONAHBIM pa3pe3 TI7a3, BBICOKOE HEOO, HHU3KO
pacnoiloXeHHbIe Ae(OPMUPOBAHHBIC  YIIIHBIE PAKOBHHEL.
OTmMmeuaroTcs nopaxkeHus a3 (MUKpoTaabMHUs, KOCOIIIa3He,
KaTapakTa, peTUHOOJIacTOMA), OIOPHO-IBUTaTEIbHOIO
anmapara (KOpoTkas Ies, CHHIAKTWIMH KHCTEHM M CTOII),
aTpe3ur NpsIMOM KMIIKH. YacThl IMOPOKH pPa3BUTHUS CEp/lia,
OYEeK, TOojJOBHOro mo3ra. J{aga Bcex JeTe ¢ CHHAPOMOM
OpOenu xapakTepHa NIyOOKasi OJTUro(pEHHUSL.

* BbonbIMHCTBO OOJBHBIX ¢ CUHAPOMOM 13Q- morubaroT Ha 1-M
rOJly >KM3HU.



CuHpgpom [Npagepa-Bunnum

y 70% 6GonbHbIX HabnogaeTcH
YacTu4YHas geneums OfIMHHOIO nneva
15-1 XpOMOCOMbI (OTLOBCKas
annens), y 5% 3abonesaHne cBA3aHO
C OApYrumm nepecTponkamm
XpomMocombl 15.

XapaKkTepHble BHELLUHME MPU3HaKN:
yepen co caaBrieHHon ¢ 6oKoB
NobHoOM YacTbio, MUHAANEBUOHbIV
paspes rnas, onyLleHHble Yribl pTa,
MasrieHbKNEe CTOMbl U KUCTW)

Habniopaetca orctaBaHue
YMCTBEHHOIO pPa3BUTUS,
noBegeHYECKNE HapyLLUEHUS,
3agepxka dn3n4eckoro pasBuTus,
HWU3KOPOCMOCTb, MMNOTOHUS,
MMNOroHaan3Mm.

(n3 /biology.isps.su)



CuHgpom dun xopoxu

YactnyHaa moHocomusa 22q11.2.
[MonynsuyuoHHasa Yactota - 1:20 000.

bBonbHble nMeloT crnepytoLne
KITMHUYECKME NpusHakun: gedekTol
pasBUTUA TPETLENO U YETBEPTOrO 1
[MOTOYHbIX KApMaHOB, YTO NPUBOAUT K
rmnonsiasum unu annasmm Tumyca c
nepuumTom T-KNeTok n
nMMyHoaedpumumMTOM; OedoekTbl cepaua
N XapakTepHble ANCMOPdUYHbIE
N3MeHeHns nuua (rmnepTenopunam,
KOpPOTKasi OCb BEK, 3MUKAHT, LUMPOKNIA
KOPOTKUIM HOC C BbIBEPHYTON HOCOBOM
nnacTuHomn, cnabo 0b6o3HaYeHHbIN POT,
MUKPOPETPOrHaTUs, HU3KO
pacnosioXXeHHble AUCMOPJUYHbIE
YLLIW),BOSYbA NacTb.

Hetn ¢ cuHgpomom [u xopoxu
4acTo OU3NYECKN N YMCTBEHHO
oTcTanble.

(n3 www.netterimages.com)

(3 immuneweb.xxmu.edu.cn)
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DiGeorge syndrome
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cuHgpom MapTtuHa - benna

e CMHOPOM JTOMKOW, Unn doparnibHON X-XPOMOCOMBbI.

* HasBaHue cuHapoma obbAcHsIeETCA ocobon dopmon
CTPOEHNSA X-XPOMOCOMbI, KOTOpas UMEET XOPOLLO
3aMETHYI0 NePEeTAXKY Ha KOHLE OANMHHOro nneva.

* ABMAETCHA OQHOWN N3 Hanbornee pacnpoCTPaHEHHbIX
NPUYNH HACNeaCTBEHHbIX ONUIOPEHUN Y MY>KYMH
(npumepHo 1 Ha 2000 poxaeHun).
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Puc. 12.9

CurHapom 1omMKo¥ (pparnneroi) xpoMocomel X (cumHapom

MaptnHa-benna)

A - ﬂom)(aﬂ X-XpOMOCOM3 MyXYnHbI (CIEBa) M XeHLMHbI
cnpasa

g - JInyo nogpocrtka ¢ cuHapomomM MaptuHa-benna.

(13 http://imp.rudn.ru)



cuHgpom MapTtuHa - benna

e 015 OOMbHbIX XapaKTEepPHbI HEKOTOPLIE
Mopdooriorm4yeckmne npusHakn, KoTopele He Bcerga
OTYETIIMBO NPOABNAOTCA (BbICOKMW BbIMYKNbIA 1006,
KPYMHbIE YLUM U YENOCTU, KPYMNHbIE KNCTU PYK,
YBENMUYEHHbIE ANYKN). YMCTBEHHOE pa3BUTUE
konebnetca mexay 3Hadenmamm |Q ot 30 go 65 (uHorpa
B rpaHuMuax Hopmbl). Peub n3obunyet nosTopamMmm, 4acTto
BCTpe4vaeTcd cBoeobpasHoe 3ankaHune. [ins geteun
XapakTepHa aBuratesribHasi pPaCTOPMOXEHHOCTb U
HEKOTOpblE CUMNTOMbI ayTnama (pebeHok nsberaet
rMa3HOro KoOHTaKTa, NPOU3BOAUT CTEPEOTUMNHbLIE
OBWXEHUS pyKamu, ncnbiTbiBaeT cTpaxu). axe npu
NIEerkon cteneHn NHTENNEKTyarlbHOM HEAOCTAaTOYHOCTH
OEeTn ¢ TpyAOM OBnageBatoT HaBblKaMW CHETa U NUCbMA.



cuHgpom MapTtuHa - benna

[eHeTn4YeCKnin mexaHmnsm 3aboneBaHnsa CBs3aH C
9KcnaHcuen TpuHykneoTnaHeix nostoposB (CGG -
LMTO3UH-TYaHUH-T'yaHUH) B COOTBETCTBYIOLLEM
nepeTaxke yyactke X-XxpomMocombl. B Hopme yncno
NOBTOPOB He OO0MMKHO npesbiwaTb 50. KonnyecTtso
nosTtopoB oT 50 go 200 cuntaeTca npemyTtaumen,
Bblpa)eHHAsA KapTuHa b0orne3Hn HabnwgaeTcsa npu
Hannuun 6onee 200 NOBTOPOB.

[1ns naHHoro 3aboneBaHUsa XxapakTepHO sABeHNe
aHTMuMnaumm, T.e. ycureHue TaXecTn 3abonesaHus ot
NOKOSIEHUSA K MOKOMEHUID. DTO CBSA3aHO C HapacTaHMEM
4yucra TPUHYKNEeOTUOAHbIX MOBTOPOB B MyTUPOBAaBLUEM
yyacTke X-XPOMOCOMbI.



