





Infant facies with thick, conjoined
eyeteows isynopheysi and thin lips

Adult fackes with synophrys
and long eyelashes

® ELSEVIER. INC. - NETTERIMAGES.COM

CuHdpom KopHenuu Oe JlaHze —
HacrneacTBeHHoe 3aboneBaHue,
NposiBNAoLLEeecs YMCTBEHHOM
OTCTanoCTbio U MHOXXECTBEHHbIMU
aHoOManuaMun pasBuUTus. ITO peakoe
HacneacTBeHHoe 3aboeBaHne, KOTOpPoe
BCTpeyvaeTcd B 1 crniyyae Ha 30 Thicay
HOBOPOXAEeHHbLIX OCOB6eHHOCTL Heayra B
TOM, 4YTO y pebEHKa C caMOoro poXXgeHus
MOXXHO BbISABUTb MHOXXECTBEHHbIE
aHoManuu B pa3BnTuUn, a BNOCNeacTBum u
YMCTBEHHYIO OTCTanocTb. Bcero 3a Bpems
nepBoro onncaHmsi 0one3Hn JOCTOBEPHO
N3BECTHO O 222 criyyasx.
BriepBblie 3T0 3aboneBaHne 66110 ONUcaHo
B 1916 rogy Bpayom u3 'epmaHnm No UMEHN
B. bpaxmaH. OgHako CBOE coBpeMeHHoe
Ha3BaHWE OHO MNOSTyYMIIO OT MMEHMU
neguatpa ua lonnaHgmn, KopHenun age
ITaHre, koTOpast Habnogana cpasy NATeEPbIX
OEeTen ¢ 3ToM naTorormen n cgenana
nogpobHoe onncaHne cuHapoma. B
HEKOTOPbIX Cy4asx ero Ha3blBalT eLUE




« MNpeanos 2:0oT A, *TIOE OSECR2 ™), 3 IEF AT 3 OT0
CMHOpPOMa nexaT HEKOTOpPble reHeTUYecKne aHoMarnumm,
XOTS, 4O CUX MOP, eLLe He AoKa3aH cnocob nepeapayn.

HekoTopble HabntoaeHns, OTHOCSLLIMECS K MOSTHOW
KITMHNYECKOWN KapTUHE Y O0nbLUIEN YaCTW YSTIEHOB O4HOM
N TOW XXEe CEMbW UIMN NPUCYTCTBUE HEKOTOPLIX
9JYIEMEHTOB CMHAOPOMA B CEMbE DOSIbHbIX, Kak byaTo
MOXET JoKa3aTb CEMEWUHbIU XapaKTep cCUHApoMa.

[10 HOBBIM MAaTOreHETUYECKNM TEOPUSIM, aHOMAaNUU
30HbI rMnoTanamMyca unm ero CBA3m ¢ BbiCLUUMU
LleHTpaMmn, MOryT ObITb, XOTH Obl YaCTUYHO,
OTBETCTBEHHbLIMU 32 ANPPPY3HbIE MO3roBble
HapyLEeHNS U MOryT OO bACHUTb HEKOTOPbLIE
KNMUHUYECKNE NPOSABIIEHUSA CUHAOPOMA.



CVIMHTOMbI

Cpenmn OCHOBHbIX CUMMTOMOB Yallie BCEro
npeobnapator:

Mwukpouedanma — ymeHblLLeHWe pa3mepa
yepena, KoTopoe MOXET cocTaBnATb 40 10% n
©bonee oT BO3pacTHOW HOPMbI.
bpaxnuedanusa — ykopoveHue yepena, npu
KOTOPOM MonepeYvHbie pasmepbl
YyBEMYNBAKOTCHA B HECKOSbKO pas

3meHeHna Ha nuue: cpoclimecst bpoBsy,
3arHyTble peCHULbI, 4eOpMNPOBaHHbIE YLLIN,
HOC MarieHbKUX pa3mMepoB, OTCYTCTBUE X0aH, U
HO34pu, KOTOPblE OTKPbLITLI BNEpPEL, TOHEHbKas
BepxHsAs ryba. («npuiyanmeoe nuuo».)

A3mMeHeHMs B pOTOBOM MONMOCTN — BbICOKO
pacnonoXXeHHoe HEDO, ero pacLLenuHa,
HapyLleHna B NpopesbiBaHMn 3y00B.
HapyweHus 3peHunsd, BnnoTb 40 MUOMNK
BbICOKOW CTEMNEHN, Kocornasme, acTurmaTmsm,
nonHas atpoduns 3pmUTesibHbIX HEPBOB.

HenopasBuTtme KUCTen 1 CTorn, natoniornyeckoe
KOSINYECTBO NasnbLEB Ha pyKax Uin Horax,
YaLe Bcero 4 unun gaxke 3.MpamopHbI OTTEHOK
KOXMW.

[MoBbILLEHHOE KONMYECTBO BOMOC Ha Tene. Y
AeTen 4acTo OTMeYaeTcd OTCTaBaHMe B POCTe
(HAHU3M), YTO Xe KacaeTcd YyMCTBEHHOU
OTCTanocCTu, TO OHa MOXET BapbnpoBaTLCH OT
eBa 3aMeTHbIX NPNU3HaKoB A0 pPa3BUTUA
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PacnpocTpaHeHHOCTDH B
HONYJIAIINHN:

iy Y 58 o

YHacTtoTta cuHaopoma KopHenuu [e JlaHre
oueHuBaeTcd oT 1/30 000 oo 1/60 000 u3
o0LLEro Yncna HoBOPOXAEHHbIX, C paBHbIM
pacnpeneneHmnem mexagy obonmm rnosiamm.
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cywecTsyet!!!
[eten npu
HeobXxoaANMOCTH
ONepUPYIOT B PpaHHEM

e BO3pacTe ans
h )ﬂ\ | venpasrenms nopokos
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BHYTPEHHUX opraHos. [pu
HeobXxoaNMOCTH
npoBoaMTCH
cUMNTOMaTnyeckoe
redyeHne — npenaparbl OT
CyZopor, Maccax,
HOLLEeHWe OYKOB U MHOroe
apyroe.

e AN T S S HAT—

paHo BCneacrteue
HaCITOEHHbIX MHMEKLNN.



AMaBpO3 J'Ie6epa
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AmaBpos J1e6epa — HaCJ'Ie,EI,CTBeHHoe €
3aboneBaHue ceTyaTku.
- W3-3a gpedekTHoro reHa RPE65 B
A Ad) ceTyaTtke ymuparT U He
BOCCTaHaBNMBaOTCS CBETOMYBCTBUTEN
bHbIE KNETKMW.

[MTosiBNsieTCS Ha NepPBLIX MecsLax
XU3HW, NN gaxe npu poxaeHun. o
cTaTUCTUKe, OT amaBpo3a Jlebepa
cTpagaeT OaNH YernoBek Ha 81 ThbicaYy.

3aboneBaHue bObIno onucaHo
HeMeLuKuM odoTanbmosiorom Teogopom |
Jlebepom) B XIX Beke. [laHHOE

3aboneBaHne cymMTaroT OgHUM U3
caMbIX TSHKENbIX Cry4YaeB MMIMEHTHOrO |
peTUHUTa — 3TO peaKas, HO Taxenas
OonesHb.




.| * OTcyTCTBI/Ie

ST andbdbepeHumaumnmn KneTok
MUIMEHTHOIO 3NUTENUA U
dOoTOPELIENTOPOB.

* ecnn oba poanTenst UMetoT
NEMEKTHBLIN reH.

* KIMETKN MUIMEHTHOIO
anutenusa u
cbOTopeuenTopOB Yy
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CMnTOMBbI:

SN e e T ~
' OTcyTCTBI/Ie LI,eHTpaJ'IbHOFO
3peHund

HucTtarm (konebaTtenbHoe un
BbICTpOE ABMXKEHME rMa3sHbIX
s1610K)

Kocornasue

KepaToKoHyC (porosuua
NCTOHYaeTCHa N NpUHUMaET
KOHMYEeCKYto popmy, nocrie 15
nerT)

[MNnepMeTponua BbICOKOMU
cTeneHu (4anbHO30PKOCTb)

CHMXEHMe cnyxa
YMCTBeHHaﬂ OTCTalnoCTb




3
| -.

nevyeHnsa B Halle BpemMsa He
cywiecrtsyert!

ecTb HagexXxabl Ha reHHo-

NHXXEHEPHYIO Tepanuio,

OOHaKO Ha CerogHAWHNN |y
[NeHb MOXHO JIULLIb BbIABUTb [
HanMyne MyTaHTHbIX FTEHOB
n npepBatb bepeMEHHOCTb. A




Paccmpoucmeo aKkcripeccusHoU
peyu - crieyughudeckoe HapyueHue
paseumus, rpu Komopom
3Ha4YumersibHO CHUXXeHa criocobHoCcmb
K UCI0/Ib308aHUI0 8blpasumeribHol
pa32080pHOU peyu.

[Mpn obLem HegopassuUTUn peun i
YPOBHS OTMeYaeTcHa beaHbIn
ClioBapHbLIN 3anac, HapyLUeHo
3BYKOMNPOWU3HOLLEHNE, UMEIOT MECTO
arpamMmaTtu3mMebl (HernpaBunbHOE
MCNONb30BaHME NageXxen, CKIOHEHUN,
npeanoroeB U T. 4.).

[ns Il ypoBHSA xapakTepHo bonee
rpyboe paccTponcTBO NCMNOb30BaHUS
3BYKOB U rpaMmMaTmyecKkux popm.

| ypOBHSA (MOTOpPHasa ananus)
NposIBNSAETCS KpanHe HU3KOW pevyeBoU
aKTUBHOCTbIO, dopasoBasl peyb
HOHBIIHE ()] 141 VI (]
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[IpUYnHbI:

‘ [lpnymHa paccTponucTBa
Pa3BUTUNA SKCNPECCUBHOU
peYn HEN3BECTHaA.

BecnaarHbii 8pat




CnmMnToMbI:

OTcyTCcTBME OTAENBbHbIX CITOBOOOpa3oBaHnM ,
NPOCTbIX NPeaNoXeHNN n ppas.

Bonee no3gHue HapyLleHus - orpaHUYeHHoe
croBapHoe pasBuTne, Ucnosrb3oBaHne HebGONbLLOro
Habopa WwabnoHHbIX CNOB, TPYAHOCTK B Noabope
CUHOHWMOB, COKpaLLleHHOE NMPOon3HOoLLIEHNE, He3penas
CTPYKTYypa nNpeanoXxeHnin, CUHTakcn4eckne omnobkn,
NPOMYCKN CNOBECHbLIX OKOHYaHUW, NPUCTaBOK,
HernpaBuibHOE UCMOSb30BaHWE MNpeasioros,
MECTOUMEHNWN, CNPAXKEHUIN, CKITOHEHNW IMarosios,
cywiectBuTeNbHbIX. OTCYTCTBME NNIABHOCTN B
N3NOXEeHNN, OTCYTCTBME NOocrieqoBaTeNIbHOCTU B
N3NOXEHNU N NPU NepecKase.

MoryT 6bITb KOMNEHCATOPHbIE 3MOLIMOHaNbHbIE
peakLun BO B3aMMOOTHOLLEHUSAX CO CBEPCTHUKaMMU,
NnoBeeHYeCcKne paccTponCTBa, HEBHUMATENbHOCTb.

PaccTponcTeo pasBuUTuUda KoopanHaumm 1
doyHKUMOHArbHbLIN 3HYPE3 YacCTo ABMNSATCSA
COMYyTCTBYIOLLMMWN HAPYLLUEHUAMMN.




PacnpocmpaHeHHOCMb

UacToTa paccTpoOMnCTB 3KCNPEeCCUBHOU peyn
Koneobnetca oT 3 4o 10% y OeTeu
LLIKONbHOro Bo3pacTa. B 2-3 pa3a valle
BCTpeYyaeTcd y Marib4mMKoB, YEM Y OEBOYEK.




MeToabl ne4yeHus:

[lpegnoyvTuTensbHa pevyeBad u ceMenHas
Tepanuda. PeyeBas Tepanua BKNOYaeT
oBflageHne ooHeEMaMU, CIIOBaPHbIM
3anacom, NOCTPOEHMNEM npeasioxXeHunn. ['pwu
Hann4YnMM NPU3HaKoB BTOPUYHOIO UMK
COMNYTCTBYIOLLEro HapyLleHUa B cjpepe
noBeaeHns nnn aMounn nokasaHbl
MeOnKaMeHTO3HOE JieYeHne U ncnxorepanus.




CMH.U.pOM MapuesaHu

. CVIH.EIPOM Mapqesal-wl —
HapyLLEeHVEe NOMNOXeHNS
LIAPOBMAHONO
XpycTanuka.

Bnepsble onuncaH
dopaHLy3CcKMM BpaydoMm
Weill I. B 1932 1. n bonee
NOSTHO HEMELIKUM
odoTanbMosiorom
Marchesani O. B 1939 .
HacnencreBeHHoe
3aboneBaHue c
ayTOCOMHO-
peLieccuBHOMU
nepenadven.






Co CTOpPOHBI XpycTanuka 4acto MMeeTcd
cdepodrakua ( pasHOBMAHOCTb aHOMann oopmbl
- XpycTanuka) n MuKkpodakus (ManeHbKnm
XpyCTaJ'IVIK)

;F - OTmevaertcs MpunaoaoHe3 - ApoXaHne paﬂ,y)KHOVI
? 060r04KK rnasa Bo BpeMA ABNXKEHNA 3paq|<a Z
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CuHapom KnanHdensrepa

\

HaHHbIN CMHOPOM ABNAETCA MY>XCKUM
reHeTn4yecknm 3abonesaHmnem. OHO
00yCcnoBneHO HaNUYMeEM B MY>XXCKOM
KapuoTune XY NMLHEN XXEeHCKON
NMOOBOMN XPOMOCOMbI. Takmnx
AOMNONMHUTENBbHBIX XPOMOCOM MOXET
ObITb Kak HECKOSbKO, Tak 1 ogHa.
BriepBble KNMMHNYECKY0 KapTUHY

| CMHApOMa onmear [[appu

- KnanHdoenstep, B YeCTb KOTOPOro




Cunapom KnanHdenotepa, 47 / XXY
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[TpUYnHBI:

MyTaLI,I/IFI reHoB, B pe3yJlibrate
KOTOpOI/I I'IpOI/ICXO,EI,I/IT yaABOEHUNE
YKEHCKOW MosioBomn XpOMOCOMbI B
reHeTn4eCKoM Koae MyX4YnHbl. ‘ 'l

dakTopbl pUcka:

HebnaronpusTHas

aKonorunyeckasa obcrtaHoBKa B "
OAHHOM PEernoHe; '

OeTtn oT bpakos Mexay
POLCTBEHHUKaMU;

Hannymne HacneacTBeHHbIX
3aboneBaHuin B NpeablayLwmx
NOKONEHUAX poanuTenen;

BO3pacT Matepu (CrnULLKOM
MOJi040U /cTapbln).




[lposaBneHnsa cuHapoma:

* BbICOKMM pOCT (3HauUnTENbLHAA NpubdasBka B
BO3pacTe nocne 5 ner);

 HenponopunoHanbHoe TenocnoXxeHue (ANNHHbIE
HOTrW, BbICOKas TOHKas Tanus);

e He3HauuTenbHas 3aAdepixKKa pe4yeBoro pa3BuUTus,

* Bo3MOXHble TPyAHOCTM BOCNPUATUA MaTepuana
Ha cnyx.

 ['MHeKomacTua (yBenMYeHue rpyaHbIx Xenes,
COXpaHsoLLeeca B Te4eHne ANUTenNbLHOro
BPEMEHMN);

e AHAporeHHas HeJOCTaTOYHOCTb, Bbi3BaHHasA
nocteneHHOU aTtpocpuen siMyek (CkygHas
PacTUTENbLHOCTL Ha Tene 1 nnue, OBONNOCEHME
nobka no XeHCKOMY TUNY, NOSIHOE OTCYTCTBME
cnepmaro3ongoB, U3bbITOYHbIN BEC, YMEHbLLUEHNE
sandek). B bonee 3penom BodpacTe (nocne 25 ner)
MY>XXYMHbI HEPEOKO NPEeAbABNSAIOT Xanobbl Ha
CHUXXEHME NOSI0BOro BIieYEHNS U UMIMOTEHLMIO;

* YyBCTBO HEXBATKU BO3yXa, NMoBbILLEHHAA
NOTJIMBOCTD,

* TSKecTb B obnacTtu rpyau;
* Mepuoandeckmne rorioBoKPYXEHNS U ronoBHbIe 6onu;




& # .
PacnpocTpaHEHHOCTb

“ o CnHgpom KnamHdpenberepa
Y aBNAETCHa KpanHe
pacrnpocTpaHEHHOM .
naTonormen n BCTpe4yaeTcsa B -*
MY>KCKOW nonynsaumm c
yactoton 0,2 % Takum
obpasom, Ha Kaxxable 500
HOBOPOXOEHHbLIX Manb4MKoB
npuxoantca 1 pebeHokK ¢
OaHHOW NaTosIornen .
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JleyeHune:

Cneuuduyeckoe nedveHne cuHgpoma KnavHdensrepa, Kak n gpyrux
XPOMOCOMHbIX 3aboneBaHnmn, OTCYTCTBYET.

C MOMeHTa NoCTaHOBKM AMarHo3a Ha3HavatroT MOXXMU3HEHHYI0
rOPMOHanbHy0 Tepanuio npenaparaMmm TeCTOCTEPOHA (MY>KCKOWN
MOSI0BOW FOPMOH).
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CnnUCoK NUCTOYHUKOB:
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- http //vashaspina.ru/chto-takoe- smdrom korn =
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elii-de-lange/#1
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- & » hitp://ilive.com.ua/health/amavroz-lebera-pri W=
chiny-simptomy-diagnostika-lechenie 78255i1 ime
5936.html

' * http://www.eurolab.ua/diseases/1945/

=

* * http://baby-calendar.ru/vrozhdennye-poroki/
sindrom-klajnfeltera/
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