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AHHOTanma. CuHzapoM /JlayHa- 3TO oOJHa M3 HauboJiee 4YaCTO BCTpeYarLUXCHA
reHeTUYEeCKUX NAaTOJIOTUH, IPU KOTOPOU y pebeHKa 06HapyKUBaeTcsl J060aBOYHas /|BaAllaTh
nepBasi XxpomocoMa. OCHOBHbIM KJWUHUYECKUM NPU3HAKOM JJaHHOTO 3a60/1eBaHUS SIBJISIETCS
OTCTaBaHHe MaJblllia B UHTEJJIEKTyaJIbHOM Pa3BUTUH, a TAKXKe MHOXECTBO JAPYTUX BHEIIHUX
M BHYTPEHHUX HU3MeHeHUW. B HacTosiiiee BpeMs cuHJpoM JlayHa H3y4YeH JOCTAaTOYHO
xopowo. Kak U mnpu JApyrux XpOMOCOMHBIX MyTalysX, cCleluPUueckoe JedyeHHUe He
cyuectByeT. OJIHAKO, KaK MOKa3bIBaeT CTATUCTUKA, IPU AOCTATOYHOU HHGOPMUPOBAHHOCTHU
poAuTesiel 0 NpaBuJax yxo/a 3a TAKUM peOEeHKOM OH MOXKET BIOJIHE YCIELIHO pa3BUBATbCS
Y pacTH.

KiroueBsle cioBa. Cungpom /layHa, XpoMOCOMa, IMAarHOCTHKA,

CBoe Ha3BaHUe cCUHZApPOM /JlayHa nosy4yusa no ¢paMUINM aHTJIMUCKOTO Bpaya, BIepBble
onucaniiero ero B 1866 roay. XpoMmocoMHasi Ipupoja JaHHOM 60Jie3HU Obljla YCTaHOBJIEHA
no3e — MpaKTU4YeCKU 4epe3 CTO JeT. YacToTa BCTpeyaeMOCTH 3ab0JieBaHUS COCTaBJSET
IpUMEPHO OJUH CJIy4yald Ha BOCEMbCOT HOBOPOX/JAEHHbIX. MaJbUUKKU U [IeBOUYKHU OJMHAKOBO
4acTo pOXKAAKTCA ¢ CMHApoMoM /JlayHa.

CumnroMel cuHApoMa /JlayHa JocTaTo4yHO crneuuduUyHbl. BbiHamuBaHue pebGeHKa C
3TON 00JIE3HbIO COMPSDKEHO C BbLICOKMM PHUCKOM CaMONPOU3BOJIBHOTO MpepbIBaHUS
6epeMeHHOCTU (4alle Bcero B IepBble JBa Mecsla 6epeMeHHOCTH). JleTu ¢ CUHAPOMOM
JlayHa, Kak MpaBHJIO, POXK/IAIOTCS B TIOJIOXKEHHbBIN CPOK, OJTHAKO HA MOMEHT POX/AEHUS UMEIOT
HEKOTOPbIN JePUIIUT MACChI TeJia.

[Ipy paHHOM 3aboJsieBaHUMU peOEHOK HMMeeT XapaKTepHble BHEIIHHWE MNPU3HAKH,
M03BOJISIOIME 3aM0I03PUTh CUHAPOM /JlayHa yKe BO BpeMsl ero mepBUYHOro ocMoTpa. JIuio
U NlepeHOoCHlla Y TaKUX JleTel yIJIOLeHbl, TaK e KaK 3aTblJI0K, T0JI0Ba UMeEeT KOPOTKYIO U
HIKMpoKyo ¢opMy, Iiess TaKKe YKOpO4YeHa, a yIIHble pakoBUHBI AedopMupoBaHbl. Kpome
3TOro, OGHAPYXUBAKOTCS BepTHUKaJbHAas KOXHasl CKJaJika B 00J1aCTH BHYTpPEHHEro yrJa
ri1asa, HeJl0pa3BUTHE HUKHEH 4YesalocTH. PoT pebeHKa NOCTOSIHHO TNPHUOTKPBIT, S3bIK
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Yype3MepHO YBeJIMYeH U UCYepUEeH.

KinvHuyeckas KapTHUHa TakKe /[ONOJHAETCA CHHXXEHHWEeM MBbIIIEeYHOr0 TOHYCa,
M30bITOYHON MOJBUXKHOCTBIO CYCTaBOB, JepopMalUsMU CO CTOPOHbI I'PYAHON KJIETKU. Y
pebeHka c cuHApoMOM JlayHa MOTYT BBIIBJAATHCA HeLOpasBUTHEe QaJlaHI U yKOpOYeHHe
najbleB Ha pPyKax M HOrax, nonepeyHas CKJaJKa B 00J1aCTH JIaJIOHH, llepeceKarouias ee,
IIMPOKUHM NPOMEKYTOK MEX/1y NepBbIM U BTOPBIM NaJbL@MH CTOTHI.

[IpaKkTHYeCcKH y KaXKJOro MATOro MaJjbllla OOHApyKUBalOTCA OesiecoBaTble MATHA,

pacnnoJio’KeHHBbIE 110 KpadAM paAyXKKH. HpI/IMepHO B IIOJIOBHUHE CJIy49a€eB BbIABJIAECTCA BbICOKUH
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apkoobpa3HbIi CBOJ, TBepjaoro Heba. KpoMme 3Toro, MoxkeT HabJIOAATbC TAKOW CUMIITOM,
KaK KocorJasue.

OfuH W3 TIJIaBHBIX MNpPU3HAKOB CHUHJApoMa JlayHa - 3TO OTCTaBaHUe B
WHTeJJIEKTyaJIbHOM pa3BUTUU. B 2015 roay ydeHble M3 YyBallICKOro rocyAapCTBEHHOIO
yHuBepcuTeta UM. U.H.YibaHOBa ony6/iMKoBaiu pe3yJsbTaTbl paboThl, B KOTOPOW ObLJIO
YCTAHOBJIEHO, YTO IOKa3aTeJd CTeleHM HHTe/JIeKTyaJbHbIX HapylleHWH cpefu JeTeu c
cuHapoMoM JlayHa BapbUpPYIOTCA OT Jerkux GopM [0 WAMOTHH, HO 4Yalle BCero
JIMarHOCTUPYETCS YMCTBEHHAs OTCTAJIOCTb CPeJHEN CTeNIeHU TSXKEeCTH.

Takue fgeTu mnpefpacnosioKeHbl K YacTbIM PEeCHUPATOPHBIM HMHQPEKUUAM. Y HHUX
HepeJKO 0OHApY>KUBAIOTCA pa3MyHble BPOXKJeHHble IOPOKHU CepAla, 0QTalbMOJIOTHUeCKUe
HapylLleHUs B BU/Jle BPOXK/J€HHOW KaTapaKThl UJIH I1ayKOMbl, IOPOKH PAa3BUTHUA KeJIy[04HO-
KHUILIEYHOI'0 TPAKTa, HallpuMep, Helopa3BUTHe NHUILEBO/AA WU ABEeHaJaTUIIePCTHOM KUILKHU.
Takxke JJi1 HUX XapaKTepHbl M30bITOYHAsA Macca TeJsa, HapylleHHe (QYHKLMOHAJIbHOU
aKTUBHOCTU LIMTOBUAHOM xeJsie3bl. My>XYMHBI C JJaHHBIM 3a00JieBaHMEM, KaK [PaBUJIO, He
MoryT uMmeThb JAeTed. CMOCOOHOCTb 3a4yaTh pebeHKa Y >KEeHIIMH ¢ CUHApoMoM JlayHa
3HQUYUTEJIbHO CHUXKEHa.

Kpome 3TOro, HepeZijko Hab6J/110Jal0TCS pa3/IMUHbIE PACCTPOMCTBA CO CTOPOHBI JAbIXaTeJbHOU
CHUCTEeMbl, HalpuMep CHUHAPOM COHHbIX anHo3. B 2014 roxgy ydeHnle u3 Poccuiickoro
HALlMOHAJIBHOTO HCCJIel0BaTeJbCKOro MeJULMHCKOro yHuBepcuTera MM. H.M.[luporosa
ONy06JIMKOBAJ/IM pe3yJibTaTbl pab0Thl, B KOTOPOU ObIJ CZeJlaH BBIBOJ O TOM, YTO Y MOJIOBUHBI
JeTel ¢ cuHApoMoM JlayHa BBISBJSAETCA alHO3 BO CHe, XOTA M B pa3Hble BO3pacCTHbIE
NepUobI.

B 3aBUCUMMOCTHU OT XapaKTepa XpOMOCOMHOM MyTaLMH BBbIAEJAT TPU POPMbI CHHApPOMA
JayHa:

e peryispHasg ¢opMa - BCTpeyaeTCcs HauboJiee 4aCTO, XapaKTepU3yeTcs HaJhu4yueM
JIONIOJIHUTE/IbHOM ABa/laTh IEpPBOM XPOMOCOMBI BO BCeX KJIeTKaX OpraHU3Ma;

e Mo3auyHasd ¢opMa - JUArHOCTUPYeTCs pefKo, NMpU JaHHOW ¢opMe A06aBOYHAsA
JiBaJillaThb IepBasi XpOMOCOMa NPUCYTCTBYeT TOJIBKO B YAaCTH KJIETOK YeJI0BEYeCKOro
OpraHu3Ma;

e TpaHC/JOKalMoHHass ¢opMa - /JBajLaTh I[epBasg XpoMocoMa WM ee ¢QparMeHT
INpUKpeNJIAeTca K Jpyroil XpoMocoMe, Yallle BCero - K YeTbIpHAa/|LIaTOW, B pe3yJbTaTe
yero IMOCJAeJHSA COJEp>KUT OoJiblilee KOJUYECTBO TeHeTHYeCKod HHPopMaLuy,
He>XeJIU JI0JKHO OBbITh B HOPMe.

B HOpMe KJIeTKH 4es10Be4YeCKOro OpraHM3Ma coziepkar 10 [iBaZillaTh TPU Mapbl XpOMOCOM.
[Ipuy cungpome JlayHa nosiBaseTcd JAo6aBo4yHasd [iBaJllaTb MepBas XpOMOCOMa,
00yc/1aB/IMBaOILAsA YepThl, XapaKTepHble /1 JaHHOro 3aboJieBaHud. [Ipy 3TOM nosiBieHue
JIONIOJIHUTEJIbHOH XPOMOCOMBI MOKeT ObIThb OOYCJIOBJIEHO HacjeJOBaHUEM reHeTHYeCKOH
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MyTalUM{d OT OTLA WJM MaTepu, HapylleHHEM KJIETOUHOrO /[ieJIeHUSl TMOoCJe CAUSHUS
SAUIEKJIETKH U CIepMaTO30M/a, XPOMOCOMHOW MyTallMel Ha 3Tale pa3BUTHSA MYXXCKOU WU
»KEHCKOM I10JIOBOH KJIETKH.

EfMHCTBEHHBIM /[l0Ka3aHHbIM (aKTOPOM pHCKa BO3HHUKHOBeHHUS CcHUHJpoMa /layHa
SABJIIETCA BO3pacT MaTepu. YCTAHOBJIEHO, 4YTO 4YeM CTaplle >XeHUWHA, TeM BbIllIe
BEpPOSITHOCTD 3a4aTh pebeHKa C 3Tou 60Jie3HbI0. OcTa/ibHble GAKTOPbI, TAKUE KaK 9KOJIOTUS,
00pas KU3HHU, IPUEeM MeJUKAaMeHTOB U TakK Jajiee, He UTPAIOT POJIU B PAa3BUTHUMU CHHApPOMA

JayHa.
'
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JuarHoctuka cuHapoMma JlayHa BKJIIOYAaeT B cebsl NpeHaTaJbHOE W TMOCTHATaJbHOE
ob6cnenoBaHue. K HUM OTHOCATCA clefiylolide MeTO/bl: YIbTpa3ByKOBOE HCC/IeJOBAaHUE.

fABnsieTcs HauboJiee pacnpoCTPaHEHHBIM U JAOCTATOYHO HHGOPMATUBHBIM CIOCOOOM
JIMarHOCTUKHK cuHZpoMa /JlayHa. 3anof03pUTh JaHHOe 3aboJieBaHMe MOXXHO Ha OCHOBAaHUM
TaKUX MPU3HAKOB, KaK yTOJIIlEHMEe BOPOTHUKOBOTO MPOCTPAHCTBA, HempaBuJbHasg ¢opma
roJI0OBbl, OTCYTCTBUE HOCOBOM KOCTH, aHOMaJMM pa3BUTUA MaJblleB U TaK JaJiee.
Buoxumuueckrii aHa/lu3 KpoBU Oyayiied matepu. MccienyroTca Takve mokasaTesd, Kak
XOPUOHUYECKUUW TOHAJIOTPONUH YeJsioBeKa, ajbda-peTonpoTenH, 3CTpUOJ. MHBa3UBHbIE
JIMarHOCTUYEeCKHE MeTO/bl.

K HUM OoTHOCSTCS 6GMOINCUSI BOPCUMHYATOTO XOPHUOHA, 3a60p 06pa31[0B OKOJIOMJIOJHBIX BO/
WJIU KPOBHU caMoro mioja. [losnydyeHHBIN ¢ IOMOLbI0 MHBAa3UBHBIX BMeIIATeJbCTB MaTepHual
HallpaBJIIeTCA Ha FeHeTUYeCKOoe HUCCAeL0BaHKe, TOKa3aHHOe XEeHIMHAM U3 TPYNIbl pUCKa
110 pOXKJeHUI0 pebeHKa ¢ cuHApoMoM /JlayHa. [locsie poxxeHus ocylecTBaseTCS 3a60p KPOBU
pebeHka [ KapUOTUNHUpPOBaHUsA. Takke [Jig NOATBEPXJIEHUS JAuarHosa MOTYT
Ha3Ha4aThbCA yJIbTPa3BYKOBOE vccieloBaHue OpraHoB OprOLIHOM MOJIOCTH,
3JieKTpokapauorpadusa u axokapauorpadus, HelpocoHorpadusi. B 2018 roay ydeHble u3
Poccuiickoro yHuUBepcUTeTa JApYy:KObl HApPOJOB ONyOGJUKOBAJU pe3yJbTaThl pPabOThI, B
KOTOpPOUM ObLJIO YCTAaHOBJIEHO, YTO BbISABJAWOIIEECTd MO0 pe3yJbTaTaM HelpocoHorpadpuu
yMeHbIlIEHUEe BEHTPUKYJO-QPOHTA/BHOTO pPACCTOSSHUS Y HOBOPOXKAEHHOrO MOXET
CBU/IETEJIbCTBOBATH O CUHApOoMe JlayHa.

Jleyenue cuHzpoma /layHa Ha CeroJHSIIIHUM JeHb He IPOBOAUTCS B CBSI3U C T€M, UTO HU
OJIVH U3 IpeJjlaraeMbIX METO/IOB He MOKa3aJl CBOeH KIUHUYEeCKON 3P PEKTUBHOCTH.

JleTu c JaHHBIM 3a60JIeBaHUEM J0J>KHbI HAXOAUTHCS M0/ IOCTOSIHHBIM HAbJII0/JeHueM Y3KUX
crenyaancToB. bosbiioe 3HaueHUe yJesseTcsl COLMaJbHON ajalTalliy, pa3BUTHUIO peyeBbIX
M MOTOPHBIX HAaBBIKOB y TakKoro pebeHka. /[Jii pa3BUTHUSA MOTOPHbIX HABBIKOB MOKA3aHbI
JieduebHasd QU3KYJIbTypa, PU3UOTEpaneBTUYEeCKUe Npoueaypbl. [lis yaydlleHUs] pedyeBOM
OYHKIMM NallMeHTa PeKOMEHAYIOTCS 3aHATUS C joroneaoM. 06ydyeHue JeTell ¢ CHHAPOMOM
JlayHa 4dalie Bcero nNpoBOAUTCS B ClIELMaJbHBIX KOPPEKIMOHHbBIX Y4eOHbIX 3aBe/|eHUX.
OcnoxxkHeHUs1 cuHApoMa JlayHa MOTYT ObITh CAeAyIoIIue:

e YacTble uHOEKIUY AbIXaTEJbHOU CUCTEMBI;

e T'unortupeos;

e 3puTeJsibHbIE HApYLIEHUS U3-3a KaTapaKThl, [JIayKOMbI, KOCOTJ/Ia3Hs;

CHMKeHUe clyXa, a TaKXKe MHOTroe Jipyroe.
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