Cunapom KaanHopeAabTepa

BoinoAHMAa: BuHorpaaposa MapuHa
Dw-204



CuHapoM KaanHdeabTepa

OTO XPOMOCOMHOE 3a60AEBaHME, €ro
OCOBOEHHOCTbIO IBASETCA pasHoobpasue
LLUTOreHeTUYECKUX BapuUaHTOB. bbiro
onucaHo B 1942 roay Nappu
KaanHpeabTepom n @yarepom
OnabpanTom. Hanboaee pacnpocTpaHeH
cuHApoM KAaamHpeabTepa — 47 XXY .
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Buobi cundpoma Knatingenbmepa:

Kapuorumn OcobeHHOCTH pa3BUTHA 00/1e3HU
47XXY | Opna Knaccuge cKuil c/iyuaid, BCTpeuaer cs yallle BCero
JLOT1 O/TH UTe/TbHast
XpOMOCOMa
48XXXY | [Ige B0o3MOMKHBI: [7Ta3HOH THITEPTeI0p U3M, I/I0OCKas
JLOI1 OJTH T e/TbHbIe MepeHOoCHI[a, Iy Ue/IOKTeBOH CMHOCTO3, KTUHOAAKT HTHS
XPOMOC OMBI NATOro najbija. Peub 3ame/ieHa.
Tpu Bo3MoHbI: MUKpOT[e ha/Iis, T/Ia3HOM T'UllepTeI0OPU3M,
49X XXX | A0 0/IHUTe/IbHbIe TUIOCKasi TTep eHOC hIja
y XpOMOCOMBI MoryT uMeTh paciiiel/ieHHbIM He OHbIN S3bIY0OK, BOTUBLIO

IMacCTh, IIOPOKH Cepala

JIyue1OKTeBOM CHHOCTO3, HCKPUBJ/IEH e KOJTeHHBIX
Cy CTaBOB, JedopMaljusi CToI

48XXYY | [lono/HUTeIbH ast
X-XpomMocoma,
JIVILHASA Y-Xp

TspKkennast yMCTBeHHas! OTCT &/10CTh U BbIpaKeHHbIe
MOBeJeHUeCKHe PacCcTpPOoICTBa

46XY Mo3anuHas
47XXY | popma

Hopmaano Pa3BHTbIE IT0/IOBbIE ¥Ke/1e3bI



YacToTa BCTpedaeMocTH

CuHapoM KaatHpeAbTepa fiBASIETCS
PacnNpoOCTPaHEHHOM MaTaAOrMen U
BCTPEYaeTCA CPEAU MY>KUYUH C YaCTOTOU
0,2%, To ecTb Ha Kaxxable 500
HOBOPOXAEHHbIX MPUXOAUTCS OAMH
pebeHOK C AaHHOM MaTOAOTMEN



OTUOAOTUS

HapyweHune yncaa xpomocom obycAOBAEHO
MX HEPaCXOXKAEHMEM AUDO MpU AEAEHUM
Meno3a Ha paHHen CTaAUN pPa3BUTUS
3apOAbILLEBBIX KAETOK, AMOO Npu
MUTOTUYECKOM AEAEHMU KAETOK Ha
HaYaAbHbIX 3Tanax pa3BUTUS 3MOpUOHa.
[IpecbArapaeT naToAorus memosa; B 2/3
CAYYa€eB HEpPaCXOXAEHME UMeeT MecTo
NpU MaTEpPMHCKOM oBoreHese n B |/3 —
NPU OTLLOBCKOM CrepmaToreHese



KAMHMYeCKMe NposiBAeHUS

Ao Hayaaa MOAOBOro pasBUTUSA YAAETCSH OTMETUTD
TOABKO OTAEAbHble $pU3NYECKMEe NPUSHAKM:
AAVHHbIE HOTU, BbICOKAs TaAMS, BbICOKMUIA POCT.
[Tk NpnbaBKKM pocTa NPUXOAUTCS Ha NEPUOA
MeXXAY 5—8 roaamu 1 cpeAHMM pocT B3POCABIX

NaLMEeHTOB COCTaBAAET NpubAnanTeAbHo 179,2 +
6,2 cm.

K HavaAy noAoBoro cospeBaHUs GpOpMUpYIOTCS
XapaKTepHble MpONopLuK TeAa: BoAbHbIe HYacTo
OKa3blBalOTCS Bbllle CBEPCTHUKOB, HO B OTAMYME
OT TUMUYHOIO EBHYXOMAU3MA, Pa3Max PYK Y HUX
PEAKO MpEBbILLIAET AAUHY TE€AQ, HOTU 3aMETHO
AAMHHee TyAoBuwa. Kpome Toro, HekoTopbie
AETU C AAHHBIM CUHAPOMOM MOTYT MUCMbITbIBaTb
TPYAHOCTU B Y4€be 1 B BblpaXKeHUN CBOUX
MbicAel. B nopopocTKkoBOM Bo3pacTe CMHAPOM
Yale BCEro NMpoOSIBASETCS YBEAUYEHUEM MPYAHbBIX
XKeAes, XOTA B HEKOTOPbIX CAy4asX 3TOT MPU3HaK
MOXET U OTCYTCTBOBATb.




[lporHos

[1lporHos npu cnHapome KaanHdpeAbTepa,
KaK MpaBUAO, OAAronpusiTHbIN,
MCKAIOUEHUE COCTABASIIOT CAYYaU HAAUYUUS
Y NaUUEHTOB rPyObIX BPOXKAEHHbIX
MOPOKOB pPa3BUTUS.

[1pn cBOEBpEMEHHO Ha4aTOM
3aMeCTUTEAbHOU FTOPMOHaAbHOU Tepanuu
BO3MOXHO NMOAHOE M30aBAeHME OT
CUMNTOMOB 3a60AE€BaHMS



/A\eyeHue

[MockoabKy 6oaee yem y 90 % nauneHTOB C CUHAPOMOM
KAaariHpeAbTepa OTMeYaeTCs rMNOroHaAn3Mm, OHM
HY>XAQIOTCS B MOXXU3HEHHOM 3aMeCTUTEAbHOM Tepanuu
npenapaTamy TECTOCTEPOHA. 3aMECTUTEAbHYIO TEParnuIo
CAEAYET Ha4YMHATb KaK MOXKHO paHbLue, YTOObI
NPeAOTBPAaTUTb NMOSIBAEHUE CUMIMTOMOB U MOCAEACTBUM
aHAPpOreHHoM HepocTaTovHocTU. Kak nokasaHo, B
4aCTHOCTM, PaHHSAS 3aMeCTUTEAbHasA Tepanus
TECTOCTEPOHOM HE TOAbKO CHMMaeT TakMe CUMMATOMbI, KaK
aHeMMUs, OCTEOMNOPO3, MbllLeYHass cAaboCTb M HapyLLeHue
NOAOBOM GYHKLIMU, HO U CNOCOBCTBYET COLLUAABHOM
aAanTaumm BOAbHBIX M UX MHTErpauMm B 0OLLECTBEHHYIO
Xu3Hb. [1pn cuHaApome KaaltHpeAbTepa Ayylue
MCMOAb30OBaTb NpenapaTbl TECTOCTEPOHA AAUTEABHOTO
AEUCTBUA.



CITACHUBO 3A BHUMAHMHE!




