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IlpencTaBieHa KapTHUHa 3a00jeBaHUA JeTeil C CUH-
apomom JlayHa. JJaloTcsA CBeJieHUsI, HeOOXOAUMEbIe Me/Ice-
CTpe IIpU yXoJie 32 TAKUMU JAeTbMU U PeKOMEHJALUU IO
GeceaM ¢ UX POAUTEIAMHU.

Kniouesvle caosa: cundpom Jayua, smuonozus, KoHmpons, be-
cedvl ¢ podumenamu, yxoo.

Cunzpom JlayHa — BPOXKAEHHAsA XPOMOCOMHAs aHO-
MayuA (TpucoMusA 1o 21-1 mape XpoMoCOM), XapaKTepH-
3yI0IMAsACsa 0COObIM BHEIIHUM BHUJIOM OOJIBHOTO U 3a-
MeTHBIM CHIDKEHVeM ero MHTeJUIeKTa. /lpyrue usme-
HeHUs:d, BKJIIOYasd BPOXKJEHHble IOPOKU Ppa3BUTHUA,
BCTPEYAIOTCA perke, HO OHU MOT'YT BbI3BaTh OCJIOKHEHUA
U JIaXke ITOTPeOOBaTh CIEeITUaJbHOrO JIeYeHN A, BKI0Ya sl
IIPUMEeHEeHNe JIeKapCTB U ONlePaTUBHYIO IIOMOIIb.

CuHZpPOM BIEpBble OBLT BBbIJeJIEH B CaMOCTOS-
TeJIbHYI0 (OPMY YMCTBEHHOM OTCTAJIOCTU aHIJINU-
cKUM BpadyoM [IxoHOM JIsHIZoHOM /layHOM B 1866 T.
U SABJIAETCA HauboJiee 4acTOW XPOMOCOMHOW aHOMa-
JIiel 4eJIoBeKa; ee YaCcTOTa Y HOBOPOXKJeHHBIX — 1:800.
XO0TA BO MHOTUX CTPaHaX MUpa BHeIpeHbI IIPOrPaMMbI
IIpeHaTaJbHOU AMAarHOCTUKU 3TOTO CUHJAPOMaA, 4Yac-
TOTa ero He CTaHOBUTCA MeHbIIe. [loMHHUDPYyeT
MHeHUe, YTO pa3yMHee TPAaTUTH OOJIbINe YCYIJINK Ha
TIOMOINb Y2Ke POSUBIINMCA JeTAM C CHHAPoMoM JlayHa
U T€M CaMbIM yJIy4YIIaTh Ka4eCTBO UX KU3HU U yBeJIU-
4UBaTh ee IPOAOIKUTETBHOCTD.

JTHoIorua
Haubosiee yacTo (B 94% ciiy4aeB) BCTpedyaeTcs pe-
TyJAApHAaA TPUCOMUA, KOrja «JIMMHAA» 21-1 XpPOMO-
COMa BBIABJAETCA NPAKTUYECKU BO BCEX KJIETKaX

KyJbpTypbl. CyIecTBOBaHUe «3KCTPAKOIIMI» F'eHOB Ha
21-11 xpoMocoMe M3MeHsAeT Pa3BUTHe IJIOAA BO BpeM:A
GepeMeHHOCTH, IPOAOJKAaeT BJIUATH Ha pebGeHKa
Tocje poXKJeHUs 1 Ha IPOTAXKeHUHU Bcell XKU3HU.
Puck poxeHus pebeHKa ¢ cCHHApoMoM JlayHa i
JKeHIIMHBI YBeJIM4YnuBaeTcA ¢ 35 JIeT U K 39 rojam co-
craBisger 1% (rumoTesa o0 «M3HAIIMBAEMOCTH» Opra-
Hu3Ma MaTepu). Yamle Takue JeTH POXKJAIOTCA y IIO-
JKUJIBIX pOAUTeNIell M y Marepell, IepeHeCcIIUX Te-
matut B wim C, TyGepKyse3 (MHpEKIVMOHHAA T'HUIIO-
Te3a). Jpyrue Teopuu ceHyac IPeJCTABIAIOTCA
HOCAIIUMU TIPeJIoJOXUTeJTbHBIN XapaKTep (Ha-
IIpuMep, FUIO0Te3a O INOJUINIAHAYIAPHON HeloCTaTOd-
HocTH), X0TA ee aBTOp C. Benda (1946) — BecbMa nouu-
TaeMbIU yueHbIH. OfHO U3 eT0 CYKAeHUUN TUTUPYeTC
BO BCeX PYKOBOJCTBAaX IO CUHApoMy JayHa: «PeGeHOK
¢ cuHApoMoM JlayHa HUKOTZA He CTaHOBUTCS MBIC-
JIAIUM YeJIOBeKOM, CIIOCOOHBIM IIPEOJ0JIeTh CBOIO

Cynpoy».

IlesreBbIe YCTAaHOBKU Gecesi C pOAUTETIAMU

3uaHue crenuuKy 3a60JeBAaHUA II03BOJISET Me-
JUITMHCKOMY PaOOTHUKY IPaBUJIBHO OPUEHTHUPOBATH
pozuTeseil B OTHOIIEHUYU OPTaHMU3AI[UU YXOJa 3a pe-
0GeHKOM U JUHAMUYECKOTO KOHTPOJIS er0 COCTOSHUA.
YXoz, HeCOMHeHHO, TpeOyeT MCTUHHOIO CaMOOTpe-
YeHUs, JIIOOBU U OTPOMHOro TpyZa. Bpau/mencectpa
00OBIYHO (POKYCUPYIOT BHUMaHHe Ha MeJUITMHCKUX 3a-
Jadax, HO CYIeCTBYIOT U JpyTHe IIPOGIeMBI,
BJIMAOIMYE Ha (QU3NYeCcKoe 3[0POBbe U COLMAJIbHBIE
ycmexu pebeHKa. 3ajada — HKCIOJIb30BATh MAJISA yC-
TEeNTHON peabMIUTALUU JeTell ¢ cuHApoMoM JlayHa
He TOJIPKO MeIUIMHCKUE PeCypPCHI.

HekoTopble peKOMeHJAIMK MOTYT IOTPe6GOBaTh
y4aCTUA CIIENHUAJIUCTOB, KOTOPbIX HET B IOJUKJIU-
HUKe U Jake peruoHe. MeIWUIWHCKUN DPabOTHUK
JIOJKeH IIOMOYb BBIOPATh HAWJIYUYIINUA U3 IIOCTe-
JNYIOIIUX IIaroB, KOTAA YTO-TO He MOXeT OBbITh cJe-
JIAHO GBICTPO WJIU BOJIM3U OT MeCTa IMPOKUBAHU .

PonuTesisiM IIpu MOCEIeHNH Bpava CIeZyeT UMeTh
GJIOKHOT MJIM Ja’Ke HOYTOYK, YTOOBI 3aIIMCHIBATH He-
obxopuMyto nHpopManuio. BecbMa M0OJI€3HO XPaHUTh
pe3yJabTaThbl OCMOTPOB U HUCCJIeOBAHUM, YTOOBI Je-
MOHCTPHUPOBATh UX IIPU BCTPeYe C JPYTUMU BpadaMu
WIU JIULAMUY, YYaCTBYIOIINMU B yXoJe U peabuinTa-
LIOHHOM IIpoIiecce.
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AKTYA N B R AZAREHWY

CBezleHUsA O MeIUIMHCKUX IOTPeOHOCTAX JeTer
C cMHAPOMOM JlayHa HYKHBI, YTOOBI IIOMOYb POZIU-
TeJIAM 06eCIeyuTh pebeHKa HeOOXOAUMBIMU KOPPEK-
IVOHHBIMU IPOTPaMMaMU, PeIIUTh IPoOJIeMbI C II0-
BeZleHUeM, YCTPOMCTBOM B IeTCKUU CaJi ¥ MIKOJIY U T.JI.
Ba’kHO MMeTh KOOPAMHATHI TPYIIIBI COLPYKeCcTBa Po-
JuTenel, KOTopas MOXeT IIOMOYb POILUTEIAM
U CeMbsIM MOJIYYUTD IeHHYI0 HHGOPMALIUIO O Bpavax,
COIMAJIBHBIX CIYXKOaX U T.J.
Hazo oOBACHUTL POAZUTENAM Ieb BOCIUTAHUA
U yX0Za: peOeHOK JJOJKEH BBIMTH Ha MAaKCUMAaJIbHO BO3-
MOXXHBII ypPOBeHb DPa3BUTUA. BO3MOXHOCTU [eTelt
C cUHApPOMOM JlayHa 4YacTO HeJOOIeHUBAIOT, XOTHA
HeJIb3 OTPUIATh OyAyIIel cepbe3HOH 3aJIePXKKU  pas-
BUTUS U HU3KOM pabGOTOCIOCOOHOCTHU. JleTH C CUH-
JIpoMoM JlayHa IIOHUMAIOT O0JIbIIle, YeM OHHM MOTYT Pac-
CKa3aTh. BOJIBIIMHCTBO UX HUX IPUOGPETAIOT XOPOIILe
COIlMaJIbHbI€ HABBIKMH, OCO6EHHO eCJIM OHHN HMEIT
Ipy3ell B KaueCTBe MOJieJiel I IMOoApakKaHuU .
JuarHocTupyoT 3abojieBaHUE YyiKe IIPU POXK-
JeHuu. O6pamanT Ha cebsd BHUMAaHUe:
® NUCIJIACTUYEeCKHe YepPThI «IJIOCKOrO» JIKIA
Y TOJIOBBI B II€JIOM: MOHTOJIOW/THBIN pa3pes IJIas,
AMUKAHT, KOPOTKUH HOC, IJIOCKAs IIepPeHOCUIIa,
He6oJIbIIME YIIHBIE PAKOBUHBI, IMHMPOKO pPac-
CTaBJIeHHbIe I71a3a YJIN CTPabu3M, MUTMeHTHbIe
IIATHA Ha pajJly’KKe, KaTapakTa, bpaxunedanrus,
IUIOCKUH 3aThLJIOK, apKOOOpasHoe HeGo, 3yOHbIe
aHOMAaJINM, HeJOpa3BUTHE HIDKHEH 4YesIoCTH,
OTKPBITBIHM POT, OOJIBIIION BBICYHYTBINA A3BIK;

® NVCIPONOPIHA TYJOBUINA ¥ KOHEYHOCTEI:
durypa mnpuzeMucras, IJIeYH ONYINEHBHI,
KOPOTKUEe KOHeYHOCTH U Iesl C KOXKHO CKJIAJIKOM,
CBOeOOpasHble MajbIbl (6paxuMesodayaHTHA,
KJIVHONAKTIINA, YeThIpeXIaiblieBas 60po3na
Ha KHUCTH — «00e3bgHbA CKJIATKAY);

® 0o0mIas MpllIeyHass TUIOTOHUS;

® MHOXXeCTBeHHbIe IOPDOKU DPa3BUTHUA: Cepla,
YKeJIYIOYHO-KUIIEeYHOTO TPAaKTa, KUJIEBUIHAA
WM BOPOHKOOOpasHasA AedpopManuis TPyTHOMN
KJIETKY, THITOIIA31 A IT0JIOBBIX OPTAHOB;

® BCe JIeTU C CUHIPOMOM JlayHa OTCTAIOT B IICUXO-
MOTOPHOM Da3BUTUM — IIO3Ke, YeM HUX CBepCT-
HUKY, HAaYUMHAIOT CUJETh, XOOUTb, TOBOPUTH,
peyb HeJJOpa3BUTA, CHI)KEH UHTEJJIEKT;

® eTW WMEIOT BBICOKUI PUCK CHHIpPOMa BHe-

3aITHON CMepTH.

Crnenuduka HeWPOAHATOMUU I[eHTPAJIbHOU
HePBHOU CHCTeMBbI, IPUCYIIAS JIOAAM C CUHAPOMOM
JayHa, oOBsACHAET XapaKTepHble JUII HUX OCOOeH-
HOCTY TIOBeJIeHUA U IICUXUKU. Y JIoflell ¢ CUHAPOMOM
JlayHa MMeIoTCA CleAyiouue 0COO0eHHOCTH B Mopdo-
Joruu Mo3ra (Ypazuunkad H.A., 2012):

® MeHBIIINI OOIIUI 00BeM I'OJIOBHOTO MO3ra M KaK

CJIe/ICTBUE — CHI)KeHMe 00'beMa KaK Ceporo, Tak
U 6eJIoro BellecTBa;
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® VCIIPOIIOPLIMOHATIBHO MaJIbIN MO3XKeUOK;

® yBeJIMYeHHbIe OTHOCUTEIbHbIE 00beMBI CYOKOD-
THUKAJbHOIO M TEeMEeHHOIO Ceporo BeIllecTBa
U 6eJIoro BellleCTBAa B BUCOYHOU J0Ie.

CnernuduyecKkass aHATOMUA JOOHBIX JOJIEN OIpe-
JlesisieT TaKue OCOOeHHOCTH JIoZiell C CHHJPOMOM
JlayHa, KaK CKJIOHHOCTb K IlepceBepanuAM, AedUIuT
BHUMAaHUA, CHIDKEHE dMOIIMOHAJIBHON aKTUBHOCTH.

Ocobas 06sacTh Mo3ra, KOTOpas H30HMPaTeJbHO
CcTpajaeT npu cuHApoMe JlayHa, — runmnokami. Kaxk
W3BECTHO, THIIIIOKAMII — OfHA U3 KJIIOYEBBIX 30H rO-
JIOBHOTO MO3ra, OTBeTCTBEHHBIX 3a HaydeHUe U IIa-
MSATh; OH UMeeT OOUINPHbIe HeHPOHHBIE CBA3U C MHO-
»KeCTBOM MO3TOBBIX CTPYKTYP.

lunomna3usa Mo3KeyKa OOyCJIOBJIMBAaeT THIIO-
TOHMIO U TPYJHOCTU KOOPAMHAIIUU ABMKeHUM, Hapy-
meHua GYHKIMOHUPOBAHUA apTUKYJIALVMOHHON MYyC-
KyJIaTypbl, C 4YeM CBA3aHBI HapylIeHUsa OeraocTu
U IJIABHOCTH pPeyH.

TOJIOBHOII MO3T y ITOAABJSIONIEr0 OOJBIIMHCTBA
Jofed ¢ cuHgpomoM JlayHa 1mocie 35 JIeT CXOX C Ta-
KOBBIM y JIIOZieW, CTPAJaloliuX OOJIe3HBIO AJIbIrel-
Mepa. OFHAKO JeMeHIWs, XapaKTepHas A 60Je3HU
AnpurefiMepa, oTMedaeTcs MeHee YeM y IIOJIOBUHBI
JIAL, ¢ cUMHAPOMOM JlayHa. McciemoBaTenu yxe SABHO
o6paTuIv BHUMAaHNe Ha IOBBIIIEHHYIO CKJIOHHOCTD
3TUX GOJIBHBIX K MHCYJIBTaM (OOBIYHO — B CBA3U C TPOM-
603MbosIMel cpeJHell MO3TOBOI apTepuu; baparrHeB
10.1. u coasr., 2007).

JuHaMuyecKuil KOHTPOJIb

C mepBBIX JHEH >KWU3HU pebeHKa THIATeNbHO 06-
CJIeIYIOT, YTOOBI OLIEHUTh TaKUe aHTPOIIOMeTpuve-
CKUe II0Ka3aTesd, KaK Macca Tesa, POCT, OKPYKHOCTh
TOJIOBBI U I'PYAU. DTU HAHHBIE CPaBHUBAIOT C IlepLieH-
TUJIBHBIMUA TabJIUIaMU, Pa3pabOTaHHBIMU CIIEIU-
aJIBHO I JleTell ¢ cuHApoMoM JlayHa, a He C Tabiu-
LIAMHU JJIA 3[0POBBIX JleTeil. DTO CBA3aHO C 0COOBIMU
TeMIIaMU POCTa GOJIbHBIX ZeTel — y OOIBIIIMHCTBA OT-
MevaeTcA 3aJlepKKa IoKasaTesel (Pu3MYecKoro pas-
BUTUSL.

[TaTosyorusa co CTOPOHBI Pa3HBIX OPraHOB He Bcerja
MIPOABJISIETCA B IePBble JHU KU3HU pebeHKa, YTO OIl-
pezeseT HeOOXOAUMOCTS JOMOJHUTEILHOT0 06Ce/0-
BaHUA U HaOJIIOLeHUA.

O6s3aresieH KOHTPOJIb PAGOTHI CepAIA A1 UCKITIO-
YeHUsA IOPOKOB, IIPUYEM 3XOKapAuorpadus mpoBo-
JUTCA Jake B TeX CJIy4adX, eCIM OHA BBIIOJHAIACH
B IIPEHATaJbHBIM ¥ IIOCTHATAaJbHBIN IIepPUOJBI.
IIpu3HaKy, BBI3BIBAIONIME 0COGOe OeCIOKOMCTBO, —
y4alieHHoOe JIbIXaHue, ITuaHo3. [IoJIoBuHa feTel C CUH-
JpomoM JlayHa POXJAAIOTCA C IOPOKaMHU CepZla.
Haubosiee yacTo Habmo0OZAOT JedeKT MeXK:Kelyood-
KOBOW IIE€PEropojiK¥, OOINUI OTKPBITHIA aTPUOBEH-
TPUKYJIAPHBIN KaHai, TeTpaxy dayro u dubpoasa-
cTo3. Y geTell ¢ cuHJApoMoM JlayHa CUMITOMBI Jie-
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TOYHOM TUIIePTeH3UM IIPU BPOXKAEHHBIX IIOPOKaX
cep/illa BO3HUKAIOT paHbIlle U yalle, YeM Yy JPyrux
JleTeli, XOTA CIIpaBel/IMBOCTH Pajiu CjleflyeT OTMETUTD,
4TO YHUCJIO OCJOKHEHWU B IOCJeolepalrlioOHHOM IIe-
puozie U IOCjeolepalliOHHAA JIeTAJIbHOCTh y JeTel
¢ cuHgpoMoM JlayHa He OTJIIMYAlOTCA OT CTaTUCTUYe-
CKUX TIOKa3aTeJsiell APYyTUX IPYIII leTel.

CTpoeHue BepxXHUX JbIXaTeJbHbIX IIyTel IIPU CUH-
JpoMe JlayHa OTJIMYaeTCs Cy:KeHHeM HOCO- U POTO-
IJIOTKY, €BCTaXUEeBOH TPYObI, HAPY>KHOTO CJIYXOBOTO
IpoxoZia M13-3a TUIIOIJIa3UU CpefHeW 4YacTu JULA.
B pesyibraTe BO CHe MOXKeT IPOUCXOAUTD OOCTPYKITUA
POTOIJIOTKU KOPHEM fA3bIKa. Y IIOJIOBUHBI leTell C CUH-
JpoMoM JlayHa BBIABJIAETCA aIllHO3 BO CHe, XOTA
U B pa3Hble BO3pacTHBIe nepuojbl. CHHAPOM 00CTPYyK-
THUBHOI'O aITHO3 BO CHe IIPOABJIAETCA KaK IIOJTHOU OCTa-
HOBKOH, TaK U 3aTPySHEHUAMU JbIXaHUA BO CHe, CO-
NIPOBOXKJAIOMIUMUCA TUIIOBeHTUJIAILMEH, TUIIOKCe-
Mmued. JJaHHBIA CUHJIPOM IIJIOXO AMATHOCTUPYETCA
U JIOBOJIBHO 4aCTO IPOITycKaeTcCA. AITHOS BO CHe IIPU-
BOAUT K BAJIOCTY, COHJIMBOCTH B JHeBHOe BpeM:, IIPoO-
6JleMaM B IIOBeJIeHUY, HEOOBIYHBIM I103aM (CUZSA MU
COH C 3aIIPOKUHYTON TOJIOBOMU), CHIDKEHUIO TEeMIIOB
(pusryeckoro pa3BUTHUA.

Jia peteit ¢ cuHpoMoM JlayHa xapaKTepHBI pac-
CTPOMCTBa NUIeBapeHUA: CPbITMBAHUA, B3LyTHE Ke-
JIyAKa, pacCTPOMCTBAa WU 3afZepxkKa cryna. CienyeT
HUCKJIIOYUTh Y HUX aTPe3uio NMHUIIEeBO/A, TpaXeoluIle-
BOJHBIN CBUI, TMJIOPOCTEHO3, aTPe3UI0 JBeHa IlaTH-
MepCTHOM KUIIKM, 60Je3Hb ['mpmmpyHra. Y HeKo-
TOPBIX JeTel JUATHOCTUPYIOT IeJTUAKUIO, YTO TpedyeT
COOITIONIeHN A ATJINAAMHOBON AeThI. LleTmakusa MoXxeT
TIOBJIUATH Ha POCT, pabOTy KUIIeYHUKA U TIOBeJIeHNe.
VCKIIOUNTD LeIMAKUIO CJIeflyeT IIPHU: Pas3KMKeHHOM
CTyJle; TPYAHOKYIINPYeMOM 3aIlope; MeJIJIeHHOM POCTe,
roTepe Beca; OOJIU B JKUBOTE WJIW B3JyTUU >KUBOTA;
U3MeHeHUHU IIOBelleHUs WJIN OTKJIOHEeHUU ero OT
HOPMBL K 00muM mpobyieMaM OTHOCATCA 33JIePKKa
TIPOPEe3bIBAHUA U OTCYTCTBUE 3y60B, HapylIeHUe X0a
IIPOPe3bIBAHUA MOJIOYHBIX 3yOOB.

Jetu ¢ cunjgpoMoM JlayHa CKJIOHHBI K HH(}EK-
nuaM. V3-3a NOBBIINIEHHOTO pUCKa WHGeKIUM (oco-
0GeHHO — JBIXaTeIbHBIX IIyTeH) X 3aIUINAIOT OT JIIO-
60ro HeHY?KHOTO KOHTAKTa C GOJIBHBIMU POACTBEHHU-
KaM{ U MHBIMHU JullaMU. HapyleHuUA CUCTeMBI UM-
MyHHUTeTa OOBIYHO CBA3aHBL C KJETOYHO-
OIIOCpeJJOBAaHHBIMU HMMMYHHBIMU peaKIUAMH,
HapylmeHUAMYU (ParomuTosa U aHTUTEI000Pa30BaHUA:
CHIXeHO KosimuecTBO T-xenmepo (CD4), NK-kjeTok,
yMeHbIIIeHa IPOLYKIMA NHTepJIeKIHa-2; IOBBIIIEHO
KOJIMYeCTBO LUPKYJUPYIOIIUX aKTUBUPOBAHHBIX
T-KJIeTOK, TPaHYJIOIIUTOB U NHTepJIeNKIHA-6.

Y Takux gmeTell MMeeTCA PUCK Pa3BUTHUA Cepb-
e3HBIX 3a00JIeBAaHUI OPTaHOB UYBCTB, B CBA3U C YeM
UX HeOZHOKPATHO OCMaTpUBalOT opranabmoror u JIOP-
Bpay C yCJI0BHEeM MHCTPYMEHTaJIbHOIO TeCTUPOBAHUA.

V3 GoJyie3Heli IJ1a3 MOI'YT Pa3BUTHCSA BPOXKJEHHA:
KaTapaKTa, HHUCTarM, KocoIjlasue, IJlayKOMa, KepaTo-
KOHYC, 6yreapyT U HeJJOCTATOYHOCTH HOCOCJIE3HBIX ITPO-
TOKOB. HeZloCTaTOYHOCTH MJIM OOCTPYKLMA HOCOCJIE3-
HOT'O KaHaJja IPOABJAeTCS KOHBIOHKTUBUTOM, CJIe30Te-
4JeHMeM, IIpU Maccake HOCOCJIe3HOTO MeIlloYKa BhbIZeid-
eTcAd cje3a uau THoM. KoHcepBaTuBHaA Tepanus
KOHBIOHKTUBHUTA 3aKII0YaeTCA B Macca)ke HOCOCJIe3HOTO
MeIIoYKa ¥ MeCTHOM JIeYeHU! aHTHOMOTUKaMU. B He-
KOTOPBIX CJIy4Yasx IPOBOAAT 30HAWPOBAHME KaHaJa.
Heo0xomyMbl paHHAA JUATHOCTUKA IVIAYKOMBI U IIPOBe-
JleHre XU Py prudeckoi koppekuu. CBoeBpeMeHHOe UC-
TI0JTb30BaHMe 3alljIaT Ha IVIa3a, OYKOB WJIU TOTO U JIPy-
roro MOI'yT IIOMOYb BOBpeMs MCIIPaBUTh KOCOIJIa3Ue.

BbICOKMI PHUCK IIOTEPU CJIyXa y TAaKUX JileTell BO3-
HUKaeT B CBA3U C 3aTPyJHeHUeM OTTOKA >KUJIKOCTU U3
CpefHero yxa M3-3a 4aCTbIX OTUTOB. [IOBTOPHBIN OTUT
IIPUBOJUT K KOHAYKTUBHOM TYTOYXOCTU U KaK CJIeJ-
CTBHe — K HapyIleHUIO pasBUTUA pedu. [IoBbIIIeHO
BBIJleJIeHMe cepbl B YIIHOM KaHaje, BO3MOXHBI Jie-
(beKTHI CIIYXOBBIX KOCTOYEK, OTMEYaeTCs U30BITOTHOE
HaKOILJIeHVe >KUJKOCTU B CPelHeM yXe B CBA3U C JIUC-
(dyHKIVEel eBcTaxmeBoul TpyObl. IIOKa3aHBI ayauo-
rpaMma Ha 1-M Mecsle XKU3HU U KOHTPOJIb CJIyXa B JU-
HaMuKe. [I71d jledeHUA IPUMEHAI0TCA KaK XUpyprude-
CKUe MeTOZbI (aIeHSKTOMHUA), TAK U KOHCepBaTUBHbIE
(kaTeTepU3anMsA eBCTAXHEBOU TPYyObI, MeIUKaMeH-
TO3HOe JIeueHUe).

PeGeHOK HYXaeTCA B IPOBEPKe YPOBHA TOPMOHOB
ITUTOBUTHOM KeJie3bl (OH MOXKeT OBITH CHIKEH; OIle-
HUBAIOT ypOBeHb THUpeoTpoIlHoro ropmoHa — TTT)
¥ HaGJIIOJleHNU SHAOKPHUHOJOra. be3 TecTupoBaHusA
TOPMOHAJIBHBIN AUCOATAHC IIUTOBUTHON KeJje3bl 00-
HapyXuTh TpyJgHoO. llluToBUAHAA »Xeje3a IepecTaeT
HOPMaJIbHO (PYHKIJMOHUPOBATh y IIOJIOBUHBI JeTel
c cuHApoMoM JlayHa HpU AOCTUKEHUU IIOJPOCTKO-
BOT'O BO3PAacTa, Y MHOTHX — eIlle PaHbIIIe.

Opmoneduueckas namosozus. Y AeTedl C CHHIPOMOM
JlayHa MOTYT Pa3BUTHCSA CKOINO3, AUCIIIA3UA Ta300e.1-
PeHHBIX CYCTaBOB, IIOJIBEIBUX WJIN BBIBUX Oefpa, HeycC-
TOMYMBOCTh KOJIEHHON dallledKH, IIJIOCKOCTOIIHe.
XapakTepHO aHOMaJbHOe CTpOeHUe KoJijareHa -
6eJIKa, ABJIAIOIIErOCS BAXKHBIM CTPYKTYPHBIM KOMIIO-
HEeHTOM CYXOXKWJINH, XPAIel, KOCTel, KOXKU. DTO 00y-
CJIOBJIEHO TeM, YTO OAUH M3 TUIIOB KoJuiareHa (VI) 3a-
KOZVPOBAH B TeHe, PacCIloJoKeHHOM Ha 21-if XpoMmo-
come (collagen, typ VI, alpha 2; COL6A2;
IIUTOTeHeTUYeCKUH JIOKyC 22q23;3). PesysbraT Tumep-
IIPOAYKIIUY dTOTO TeHa — CJIA0OCTh CBA30YHOTIO aIlIa-
paTa, IpUBOAAIMIAA K THIIePMOOMIIBHOCTY, HEYCTONYU-
BOCTH CYCTaBOB, X UYpe3MepHON IOJBUXHOCTU.

Ocob6as mpobyieMa — HeCTaOMJIBHOCTH IIEHHOTO OT-
JleJla TI03BOHOYHMKA. HeyCTOM4YNBOCTH CYyCTaBOB B CO-
4YeTaHUU C MbIIIEYHOM I'MIIOTOHKEeH BIUAeT Ha TeMIIbI
PpasBUTUA KPYIIHOU U MeJIKOM MOTOPUKH B IlepBble 10
JIeT KU3HU. HeyCTOMYNBOCTh KPYIIHBIX CYCTaBOB IIPU-
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BOJUT K HapylIeHUIO IIPONPHUOLENTHUBHON YYyBCTBU-
TeJbHOCTY U TPYJHOCTAM KOOPAWHALMU JBUKeHUM.
MoTopHbIe HaBBIKU Y AeTel ¢ cuHApoMoM JlayHa 1mpo-
XOJNAT Te K€ ITaIbl PasBUTUA, YTO U y OOBIYHBIX
JleTeli, HO 3aMeTHO MeJjleHHee. HapymeHue nponpuo-
LIeITUBHON YYBCTBUTEJIHLHOCTU CIIOCOOCTBYET ITOBBI-
meHHOMY TpaBMmatusmy (Yybapoma A.M., CemeHOBa
H.A., 2010). [Ipu 601X, OTPAHUYEHUU IBIKEHUH PYK,
60JIAX IIPU IIOBOPOTE T'OJIOBHI, X0 b0e, ITOSBJIeHUY OHe-
MeHMs WJIU NOKAaJbIBAaHUA B PYKaxX MM HOTrax, JMC-
(pyHKIVM KUIIeYHUKA WM MOYeBOIO ITy3bIPs BBINIOJ-
HAIT peHTTeHorpauio NO3BOHOYHHMKA. PeKoMeH-
JlyeTCs CJIeIUTh 3a IIOJIOXKeHUeM IlIe U IT03BOHOYHUKA
IIpuU JTIOOBIX MEAUIMHCKUX IIPOIefypaxX. TAKUM JeTaMm
HY>KHa e)XeJJHeBHasA (pU3nvyecKasa aKTUBHOCTb.

PexoMeHzyeTcA y BcexX JeTel IepUOAMYECKU HC-
CJIeJOBaTh ITOKa3aTeNIu KINHUYeCKUX aHaJIN30B KPOBU
u mouu. g meteit ¢ cuHpoMoM JlayHa IOCje poxK-
JleHUA XapaKTepHO ITOBBIMIEHHOEe KOJIUYeCTBO JIEHKO-
IOUTOB U SPUTPOIUTOB.

C panueeo 8o3pacma demam ¢ cunopomom Jlayna noxka-
3aH0 pezynapHoe HabatodeHue y Hespooza. OIeHUBAIOT
HeBPOJIOTUYeCKUU CTaTyC, TeMIIbl IICHXOMOTOPHOTO
U PeYeBOro Pa3BUTHUA, IIPU HEOOXOAUMOCTH IIPOBOAAT
aJieKTposHIedasorpa@uio U Apyrue crenuaabHble UC-
CJIeJOBaHUA.

OnuH 13 3HAKOBBIX IIPM3HAKOB cUHZApoMa [layHa -
3a/lep>KKa HepPBHO-TICUXMYECKOTO Pa3BUTHA, YTO IIPexe
BCero IpOABJAETCA OTCYTCTBHEM HEeOOXOJUMOrO IIpo-
rpecca B pasBUTUU peuyd. XOTA U C OINO3JAHUEM, GOJIb-
IIMHCTBO AeTell 00yYIaroTCsA TOBOPUTH XOPOIIO, HO MOKa
peuyb 3aTpy[HEHA, JeTH MOIYT HCIIOJNb30BaThb CYyppoO-
TaTHbIE CIIOCOOBI OOIIEHU: A3BIK JKeCTOB, KAPTUHKU,
YTeHUe WM JaXke CPe/iCTBA IeKTPOHHOM CBA3U.

PaccTpoiicTBa IOBeJleHUA YacTO CBA3aHBI C IIPO-
6sieMaMu OOINEHUA, HO MOIYT OBITH OTpPaKeHUEeM
WHBIX IIPUYWH, B TOM YHCJIe CHUHApPOMAa Jeduiura
BHUMAaHUA M TUNEPAKTUBHOCTU UJIMU ayTuU3Ma.
3aepKKa A3BIKOBBIX HABBIKOB U CKPBITBIE OCKOPO-
JIEHUs PacIpOCTpaHeHbI OOJIbIE, YeM ayTU3M, HO He
JIOJKHO OBITH CIIEIIKHM C IIOCTAHOBKOM JHMarHo3a.
HabiofaoTcsa conyaabHas 3aKPBITOCTh U JleJIeHue
BCEr0 Ha «Xopoumiue ¢H IIJIOXWE€ IIPUKOCHOBEHUA).
VIMeHHO 3TUM OOBACHSIETCA PA3HUIA B TOM, KaK JeTU
C cUHApPOMOM JlayHa HUTpalT U paboTarT JoMma,
B IIIKOJIe WJIM Ha YJIHIE.

Hetu ¢ cuHApoMoM JlayHa UMEIOT OCOOEHHOCTH,
KOTOpBbIe MEHSIOTCA C BO3PACTOM, YTO HEOOXOZUMO
VIUTBHIBATH IIPU HPOBeAeHUU Gecel C POLUTEAMU
U ompeJieJIeHUY TaKTUKU BeJeHUA TaKUX MAaIlMeHTOB
(Tabu. 1).

Yxom u 1edeHUe
Vxon 3a geTbMH C CUHIAPOMOM JlayHa IIpeJIosa-
raeT omnpejejieHHYI0 CIeqUuPUKy KOPMJIEHHUA.
OCco6eHHOCTU CTPOEHUs YeJTIOCTHO-TUIEBOTO aIllia-
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paTa, HU3KUI MBIIIeYHBIN TOHYC, He3PeJIOCTh HePBHOM
CHCTeMBbI Y HOBOPOXKAEHHBIX C CHHAPOMOM JlayHa o06y-
CJIOBJIMBAIOT TPYJHOCTU TPYJHOTO BCKAaPMJIMBAHUA.
CrenyeT NOAeP:KUBATh Y MaTepu >keJaHUe KOPMUTh
peGeHKa TPYABIO WU CIIeKeHHBIM I'PYAHBIM MOJIOKOM
KaK MOXHO Jojbllre. MjaJeHIIa KOPMAT MeJJIeHHO,
BCerjja IpH CTPOTOM KOHTPOJIE, YTOOBI He BO3HUKJIO
aciupanuu. KopMmiileHre CIie)KeHHBIM TPYIHBIM MO-
JIOKOM IIPOBOAWTCA II0 CTAaHJAPTHOU MeTORUKe.
CoxXpaHATH TPYAHOE BCKAPMJIMBAHKE PeKOMEHIyeTCs
JUI1 YKpeIlJIeHUA HNMMYHUTeTa, NPOPUIAKTUKU
OTHUTOB U HapylleHU# peun. OGpamamT BHUMaHUe Ha
BBIPAOOTKY II03bI, YTOObI PeOEHOK He 3achIIajl U He
UCIIBITHIBAJI IOITOJIHUTEJIEHOTO 6eCITOKOMCTBA. B 6otee
MO3JHeM Iepuojie MeAUIIMHCKUN PAGOTHUK MOXKET
TIOMOYb POAUTEJISAM PENIUTh BOIIPOC O HEOOXOAUMOCTHU
WCIIOJIb30BAHUSA IIPUKOPMOB, ITUINEBHIX JOOABOK U BU-
TaMUHOB.

JleKapCTB WJIM Tepaluu, HeOOXOZUMBIX BCEM
OOJIBHBIM C CHHZpPOMOM /[layHa, He cymecTByeT. Her
U JIeKapCTB WJIU TeXHOJIOTUH JiedeHUs, KOTOphIe II0o-
3BOJIAIOT «BBIJIEYUTH» TAKOr0O HanuenTa. Kaxk bl Miia-
JleHeI] C CHHAPOMOM JlayHa YHUKAJeH C TOYKYU 3peHUA
ToKa3aTeslel 3/0pPOBbA, BO3MOXKHOCTeNl OOydYeHHUA.
VIHguBUyaIbHbIE BOSMOXKHOCTU peOeHKa OIlpeZiesiaT
OPTraHM3AIUI0 yXOfa U JiedeHUs. Mepbl IOMOIIU
TaKUM JIeTM MOTYT BKJIIOYATh B CebA KaK JIeKapCT-
BeHHEBIE CPeJICTBA, TAK U OIlePAI[UH, YTO CBA3AHO C Ha-
JINYUeM COIIyTCTBYIOIINX IIOPOKOB DPa3BUTHUA. [liA
NPOOUIAKTUKU OOCTPYKTUBHOTO AITHOD PEeKOMEeH]Y-
eTcA NOAHMMAaTh TOJIOBHOM KOHel KpoBaTu Ha 10°
U YKJIAABIBATH peGeHKa Ha GOK.

OueHBb BaXXHO A pebeHKa U ero pojuTesei
UMeTh BO3MOKHOCTD ITOJIYIUTH KOHCYJIBTAIIUIO OT 3Ha-
KOMBIX C 3TOI IPOGIeMON Bpada WX MeJCeCTPhI, TaK
KaK /IS pellleHus MHOTUX IPo6JieM 4acTo TpebyeTcs
cepbe3Has MeIUITMHCKAsA KBAJIUPUKALUsA. B moTHOM
o6beMe COBTIOZIAI0TCS CPOKU OCMOTpPA peGeHKa Ieu-
aTpPOM ¥ BpPaYaMU-CIIENUAJUCTAMU, IIPUHATHIE IJIA
OOBIYHBIX JZieTell B paMKaX JUCIIAHCEPDHOI'O HaGJIIo-
JeHu (Tabl. 2).

XopoIIo u3BeCTHAa CKJIOHHOCTD JIUI] C CHHADPOMOM
JlayHa K OKUPeHUI0. B CBA3M C 3TUM OLIEHKA JHeThI
pebGeHKa, B TOM 4HCJIe OllpefiesieHUe cOaJIaHCUPOBaH-
HOCTY U KaJIOPUMHOCTY IPOAYKTOB ITUTAHUA, IIOKa-
3aHBI B KQKIOM BO3PACTHOM Itepriofie. OGpanaoT BHU-
MaHUe Ha yPOBeHb (PU3MUeCKON aKTUBHOCTU JleTel.

Y ZeTell ¢ MHTEJIEKTYaIbHOM HEJOCTATOYHOCTHIO
MIPUMEHSIOT U cpedcmaa «K02HUMUBHOI» apmakonozuil,
XOTA BO3MOXKHOCTHU 37leCh BeChbMa OTDAaHUYEHBI.
MeuKaMeHTO3Has TepaluA He MOXKeT 3aMeHUTH Tpa-
JIUITVOHHEIE TeJaTOruYecKie U KOPPeKIMOHHBIe Me-
TOAUKU U APyTHe BUIbI PeabUIUTAIINU, XOTI yIeHbIe
MIPeJII0IaraloT, YTO UAeHTU(UKAINA HelPoOUoIory-
YeCKON OCHOBBI 3aJIepXKKU WHTEJJIEKTYaJIbHOIO pas-
BUTHUA WJIW WHTEJJIEKTYaJIbHON HeJOCTaTOYHOCTU

MEODHUHHOKRAAM
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Tabnuua 1

CyuwecTBeHHas MeanUMHCKasA MHopMauus o cuHapome [layHa Ans poauTeneii B 3aBMCUMOCTH OT Bo3pacTa pebeHKa

Bo3pact pe6eHka

PekomeHaauum meauLUHCKOro 1 MeANKO-COLMANbHOIO XapaKkrepa

MpeHaTanbHbI
nepuog (Bpems
L0 POXAEHUA)

OT poxAaeHua no
1 mec

0711 mec o
1ropa

1rop -5 ner

5-13 net

13-18 net u ctap-
we

MeanKo-reHeTNYeCcKoe KOHCYNbTUPOBAHME CEMbMU, XEeNatoLen MMEeTb NOTOMCTBO, /1 MPUHATUS 0CO3HAHHOTO peLleHus
o0 cyabbe Gyanyuieit 6epemMeHHOCTH; ecn B JOPOAOBON Nepuos oOHapyeHbl cMHApPOM [layHa (Tpucomus 21) unu nobsle
ApYyrue XpoMoCOMHbIe AedeKTbl, CeMbsi AOMKHA NONYYUTL HeobXxoaUMYI0 MHDOPMALUIO; BHYTPUYTPOGHAsA ANArHOCTUKA
nopoKa cepALa ¢ NoMoLblo 3XoKapArorpadmy No3BOAMT PELLNTL BONPOC O MECTE POAOB M XapaKTepe MeANLMHCKOI
nomolLu, Kotopas noTpebyeTcs npu poaax

MonHoe du3nyeckoe obcnenoBaHme 4s NOATBEPKAEHMA AMArHO3a, MOTYT NOTPe60BaTHCS KOHCYNbTALMUM CNELUAnCcToB
APYruX Npoduneil; reHeTMYecKoe TeCTUPOBAHME; €C/IM MELOCMOTP NOC/E POXAEHWS NMO3BOASET MOCTABUTbL NNLWb Npea-
NOJOMNUTE/bHbIN IMATHO3, TPEOYIOTCA KOHCY/bTALMA Bpaya-reHeTKa M XpPOMOCOMHbIN aHanuns
MeAMKO-NCMX0N0rMYecKas nomolb MOXET BK0YaThb B Ce65 Cneunan3npoBaHHy0 MEANLIMHCKYIO NOMOLLb, hunye-
CKYI0 TEPANMUIO U MCUXONOrMYECKOE KOHCYbTUPOBAHME CEMbY

HepBHO-NCUXMYECKOe pa3BUTHE; YiKE B 1-i1 MecsL MU3HM pebeHKa ¢ CMHAPOMOM [layHa HaunHalT NOMUCK opraHu3auum,
rae npoBoamnTcs 06yyeHe No Nporpammam A0NOAHUTENIbHOMO Pa3BUTUA AeTel

PerynsipHble KOHCYNbTaLMKN Bpaya; ATV HAbNOAAIOTCSA Y CBOEro y4acTKOBOroO Bpaya v cneymanncTos, YeTKo cobntogatoT
CPOKM MnoceLieHni

MOCTOAHHO KOHTPOAMPYIOT POCT, Maccy Tena, UHAekc maccbl Tena (MMT), OKpPYIKHOCTb FONOBbI

MprBMBKK: COBMOAAIOT 0OLLENPUHATLIN KaneHaapb NPUBUBOK (KenaTenbHO UCMO/Ib30BaHNe KOMOUHUPOBAHHbIX BaK-
L{MH), BK/KOYAs eXeroaHblie NPUBUBKK OT rpunna

CoumnanbHas 1 NCMXONOrMYeCcKan NOAAEPKKA; CEMbM HYXAAIOTCA B JOMONHUTEIbHOM NOMOLM, OPOPMAAETCA MHBANUL-
HOCTb; AETU C CMHAPOMOM [layHa noceLanT KOPPEKLMOHHbIE KNacCMYeCKMEe NN MHTErpaTUBHbIE eTCKME YYpeXeHUs
Peabunutauus: MCnonb3yloTcs cnelnanbHbie nporpammsl (0cTeonaTus, Maccax v Ap.); B 0TAeNEeHUAX BOCCTAHOBUTENb-
HOTO NIeYeHNs OpraHM3yLT U Apyrie Heo6xoaMMble MpoLeaypbl

MeanKo-reHeTMyecKoe KOHCYNbTMPOBaHMe (KacaeTcs U ApYrix BO3pacTHbIX NEPUOLOB); B C/lyyae NaaHUPOBaHMUSA Cle-
nytouieit 6epeMeHHOCTU CeMbA A0MKHA NONYYUTb MHPOPMALLMI0 0 BO3MOXHOCTU pUCKa POXAEHNA elle 0fHOro pebeHKa
C CMHApPOMOM [layHa; pUCK, KaK NpaBuo, HU3KUIA; YTOYHSAIOT, FAe UMEEeTCA LLEHTP NpeHaTaNbHOW JMAarHOCTUKN

[vcnaHcepu3aums; Npm eXeroAHbIX KOHTPOJIbHbIX OCMOTPAX YTOYHSAETCS NepedyeHb CneunanucToB U aHann3os, 06s3a-
Te/NbHbIN AN UCMONHEHWs; 06eCneynBaioT BHUMaHMe CNeLnanucToB K U3BECTHLIM NPo6iemam; YyTOUHAKT CPOKU NPUBH-
BOK ¥ TYPOBbIX BaKLMHALWIA B 3aBUCMMOCTH OT UCTOPUU BonesHn pebeHka

dusmnyeckunii ctatyc; 0co6oe BHUMaHME YAENAIOT CEPALY, NPOBEPAIOT CyXx (Kaxable 6 Mec ¢ ayAnorpammoint 1 TUMMNaHo-
MeTpuen, KaXaoe yXo — OTAENbHO), 3peHue, QYHKLUIO WMTOBUAHO Xene3bl (@Hanu3 Ha TTI — eXXerofHo); UCK/IYaKTCA
aHemus U cupeponeHns (@Hann3bl KPOBU — €KErOHO)

CoH; fieTn ¢ cHAPOMOM [layHa NPOXOAAT OLEHKY CHA C 4 IeT B COMHO/IOTMYECKOM LieHTpe (TaKne LeHTpbl eCTb He BO
BCEX PernoHax CTpaHbi)

[lucnaHcepusauns; exerofHo COCTABAAIOT CMUCOK NOCELEHNA Bpaden 1 TUaTeNbHO CneayoT emy

du3nyecknin ctaTyc; Npu oTCYTCTBMU NPo6NEM C CEpPALEM B paHHEM BO3pacTe B 0NOHUTENbHOM 06C1eJ0BAHUN B 3TOM
BO3pacTe [eTN He HYKAAITCA; NO-NMPEXHEMY KOHTPONMPYIOT CyX (TeCTUPYIOT Kaxable 6—12 mec), 3peHue (ocmoTp
otTanbmonora — 1 pa3s B 2 roaa), GyHKLUMIO WUTOBUAHON ¥ene3bl (@Hanu3 Ha TTI NnpoBOAAT KaX /bl rof UAu yatie, ecnu
NPOSABUANCL CUMNTOMbI 60/I€3HM); UCKNIOYAIOTCA aHEMUS U CUAEePONeHNs

MoBeseHMe N NCUXMYECKOEe 30pPOBbE; MOMUMO PACCTPOICTB CHA, Y AeTeil ¢ cuHAPOMOM [layHa obpallaloT BHUMaHKe Ha
cnefylolie NOBeAEHYECKMNE UNU NCUXUYECKUE OTKNIOHEHNS OT HOPMbI: TPEBOXHOCTb, TPYAHOCTM KOHLIEHTPaLUUW BHUMA-
HWsl, BbICOKAn GuU3nyecKas aKTUBHOCTb, MNJ10X0e HAaCTPOEHME /OTCYTCTBME UHTEPECA K TPYAY, HU3Kas IMOLMOHANbHOCTb,
noteps HaBblKOB (pebeHOK He B COCTOAHMUM [1eNaTh TO, YTO paHee 0CBOWI), HEeNocaylaHue, KOMNYNbCUBHOE NoBeaeHne®
u ap.

Coumanusauns; AeTv HYXAalTCs B LONONHUTENbHON NOALEPKKE NPU Nepexoae 13 HayanbHOW B CPefIHION LWKOAY; oLe-
HWUBAIOT: LWKOJ/IbHbIE YCMEeXM U I0CTUHKEHMUS, MECTO B WKONbHON Mepapxuu; couuanbHble HaBblKK (colManbHas He3aBucH-
MOCTb): HaBbIKM CAMOMNOMOLLM 1 YYBCTBA OTBETCTBEHHOCTM, NOBYANTENbHbIE MOTUBbI K CAMOCTOATENLHOCTI BO BpPeMS
KynaHus, rurmeHnYeckux npoueayp v T.4.

[vcnaHcepusaumns; exeroaHo yTo4HAT U COONI0AAIOT CMUCOK NOCELIEHUIA Bpaden

®un3nKanbHbIN KOHTPOb; KapAKONOora NoCeLLatoT, ecnn pebeHoK ObICTPO YCTAET UK UCTbITHIBAET OAbILKY B COCTOSHUM
MOKOS UK BO BPEMS HE3HAYUTE/IbHbIX HArPy30K UM NOABAAOTCA HOBble CUMNTOMbI; C/IyX NPpoBepsA0T 1 pa3 B roj, 3pe-
Hue — 1 pa3 B 3 roaa; aHanu3 Ha TTT NpOBOAAT KaXAblii FOA UK Yallle, eCU NPOABUANCH CUMNTOMbI 60€3HM; aHaN3bI
KPOBW NOBTOPAIOT €KET0AHO; NPU CUMNTOMAax 06CTPYKTUBHOTO anHO3 BO CHE pebeHKa HanpaB/istoT B COMHONOTMYECK M
LeHTp

Mpo6nembl CeKCyanbHOCTM M NONOBOr0 CO3PEBAHMUA; AETAM HYXHa NOMOLLb, YTOObI NPaBUIbHO cebsl BECTM NPU COOTBET-
CTBYIOLLMX COLMANbHbIX KOHTAKTaX; B Nepuof NosioBOro co3peBaHus Tpebyercs 06CYyANTb: U3MEHEHUA B epnoj NoioBo-
ro CoO3peBaHus; ynpaB/ieHne CeKCyabHbIM noBefeHnem (MacTypbaLuus 1 T.4.); TMHeKoornYecKkne npobiemsbl, npexzse
BCEro — YX0A4 ANA AeBoYeK; npobnembl GepTUabHOCTH, KOHTPOIb POXAAEMOCTH, NpodunakTka nHdeKUnin, nepesasae-
MbIX MOOBLIM MyTEeM, PUCK ANS YeNoBEKa C CMHAPOMOM [layHa nMeTb pebeHKka ¢ cMHApomoMm [layHa

Counanusaums; npumMepHble TeMbl 6eces MefULUMHCKOTO PaboTHIUKA C poAUTENAMU: YCMEXW B LWUKONE U Lienn 06pa3oBaHms,
BK/Il0Yas NnaH npoteccMoHanbHoi noarotoBkY (kBanudukayms); npobaembl OneKkn 1 JOATOCPOYHOTO MaTepUanbHOTo
obecneyeHns; yCTPONCTBO Ha paboTy M MECTO NPOXMBAHNUA — CEMeliHbIe OTHOLWEHUA, GOpPMUPOBaHME FpynMbl 06LeHUs

1 BO3MOXHOCTM CaMOCTOATENbHOM XMU3HU; CAMOOOCNYKMBAHME U HABbIKM CAMOCTOATENbHOMN KU3HM B 06l eCTBE

[ina B3pocnbix ¢ cMHAPOMOM [layHa xapakTepHa TeHAEHLUMUA K paHHEMY CTapeHuto

* KOMFIyﬂbCVIBHOE nosefeHne — Henpeoaonnmoe BnevyeHue K HeﬁﬂarOBMﬂHblM MNOCTYNKaMm, XOTA N 0CO3HaBaeMbIM KaK HeENMpaBu/ibHblE.
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EYERYICHAS TEMA

y #eTell ¢ cUHApPOMOM JlayHa MOXKeT OTKPBITH IIyTh
K OIlpeJieJIeHHUIO YCIIeNTHOM (papMaKOJIOru4ecKou cTpa-
TeTuu B aHHOU obsactu (Capone G., 2011).

HetipoGuosiornyeckue 0CO6e HHOCTU TPUCOMUU-21,
TaKHe KaK peAyKI M IVIOTHOCTU U MJIACTUYHOCTHU CHU-
HAIICOB, JVICTeHe3UsA IIPOBOAAIIUX IIyTel CIMHHOTO
MO3Tra, COIPOBOXKJAETCA YCUJIeHUEM CUHANITUYeCKOro
CUTHaJla U OJHOBPEeMeHHBIM CHIDKeHUeM (OHOBOTO
IIyMa — 3TO OCHOBHAasA TOYKA IPUJIOKEHUA «KOTHU-
TUBHOWI» (apmakosoruu. [Ipu cuHApome JlayHa BO
BCEX CJIOAX U 30HAX KOPBbI T'OJIOBHOI'O MO3ra MMeeTCA
BPOXKJIeHHAA CIa60CTh U AUCTeHe3Us HeMPOHOB IIpU
O4YeBUJHON MaJIOUYUCJIeHHOCTU MaJblX WUHTEepHeU-
POHOB BO 2-M, 3-M M 4-M CJIOAX ¥ TUPAMUIHBIX Heu-
POHOB MeXx Ay cinoamu 3 U 4. Jaxe 10-15% ynydiieHue
ToKasaTesield UX paboOThI II0 CPAaBHEHUIO C II€PBOHA-
YaJIbHBIMU MOKeT CYUTAThCA CyIeCTBeHHBIM 3(-
(exToM y feteit ¢ cuHApoMoM JlayHa, UMeHHO IIO-
5TOMY [JeTAM JOIIKOJBHOIO U IIKOJIBHOI'O BO3pacTa
Ha3Ha4yaloT HOOTPOIHBIE M IICUXOTPOIHBIE IIpemna-
paTelL.

Hoomponuuvie npenapamol. JJOBOJIBHO IIHUPOKO IIPU-
MEHAIOTCA B TepalluMd TaKUX JeTel C IeJbI0 Kop-
PeKIMU HapyllleHUI pe4eBOro Pa3BUTHUA U CBA3aHHBIX
C HUMM TPYAHOCTeW 0O0y4eHHU MUpalleTaM U ero aHa-
JIOTH (CTaHJapTHadA fo3a — 80-120 Mr Ha 1 KI' Macchl
Tesa B ZieHb). [OBOPUTH O 3HAUMMBIX pe3yJsbTaTax Jie-
YeHUA M0 OOJIBITMHCTBY KOTHUTHUBHBIX U ITOBeJleHYe-
CKUX TIOKasaTejlell He NPUXOJUTCH; BBIABIAIOT TeH-
JEeHIUI0 K YIYy4YIIeHUIO IIPOCTPAaHCTBEHHOIO BOCIIPU-
ATUA ¥ TaMATH. Y 1/3 feTell 0TMeYaloT I060YHBIe 3¢d-
(eKTeI: pasgpa’kKUTENBHOCTDb, AXKUTALIUIO, arpec-
CUBHOCTb, CEKCyaJIbHOe BO30YXXJeHUe, HapylleHUA
CHa.

[lcuxoTpomHbIe IMpenapaThl (TUTUN, OeH3omMa3e-
NIAHBI, TPULUKINYECKHE aHTUACIIPECCAHTHI, CeJIeK-
TUBHbBIE HHTUOGUTOPBI OOPATHOTO 3aXBaTa CEPOTOHUHA
U [IP.) YCIICIITHO IIPUMEHAIOT Y B3POCJIBIX C CUHAPOMOM
JlayHa B JIeYeHUU PACCTPOUCTB 06CeCCUBHO-KOMITYIb-
CUBHOI'O XapaKTepa, TPeBOXKHOTO LIMKJIA, a)KUTALWH,
TICUX030B. B OTHOIIIeHNU HeTell MOJOGHBIX OOHAJEKU-
BAaIOIIUX Pe3yJIbTaTOB HeT.

['UIIepaKTUBHOCTD, NTPOGJIEMBI UMIIYJIbCUBHOCTH
U pasfpaKUTeIbHOCTH, IlepceBepanuu, CTepeoTUIINH,
PpaccTpOMCTBA Ay TUCTUYECKOTO CIIeKTPa TUIIMYHBI 1A
3HAUYUTEJBHOI0 YMCJa JeTell ¢ cuHApoMoM JlayHa.
JINIIL aHTUIICUXOTPOIIHbIEe Mpemaparsl II mokoneHuA
(pucniepuioH, apUIIMIIPa30Ji, AOHEIe3WJ) MOTYT pe-
QJIBHO OOJIEI'YUTH CUMIITOMBI 2y TUCTUYECKOT'O CITEKTPA
U IIOBefleHYeCKye pacCTPOMCTBA Y TAKUX JleTel IITKOJIb-
Horo Bospacta (Capone G. et al.,, 2008; Kishnani P. et
al., 2009).

HasHavaioT mpemapaTsl, yaydllaroonire oOMeHHbIe
IIPOIIeCCHI U JBUTATEJBHYI0 aKTUBHOCTB, TIIyTaMU-
HOBYIO KUCJIOTY, IlepeOpOIU3UH, TUPEOUANH, BUTA-
MUHBI Ipynnsl B u ap. IlokasaHbl 3aHATUA C IIefa-

roroM M JIOTOIIEZIOM JJIs ITOBBIMIEHUSA BO3MOXKHOCTU
ajanTanyuu B obmecTBe. JleTU, KaK MpaBuio, obyda-
I0TCA B CHEIIMAIU3UPOBAHHBIX IIKOJAX, OZHAKO OHU
CITOCOOHBI OBJIA/IETh HABBIKAMU CaMOOOCTY>KUBAaHUA
¥ BBIIOJHATH JOMAITHIOKW PaGoTy.

V3yyajack rOpMOHaJibHaA CTUMYJIAIUA POCTa
y AeTeil ¢ cuHApoMoM JlayHa (Anneren G. et al., 1999),
HO IIOKa POJIb TAKOM TepaIlliy OCTaeTCsA CIIOPHOM M3-3a
OTCYTCTBUA JAHHBIX 00 OTaIEHHBIX IOJIOKUTEIHHBIX
pe3yibTaTax M BepOSATHOCTU Pa3BUTUA OCJIOKHEHUH
(runmepToHmMA, TrunepriukeMmusd). IlosTomy ropmo-
HaJIbHAfA Tepanus B KayeCTBe CTAHAAPTHOIrO JieUeHU
3aIepXKKH POCTa y feTell ¢ cuHApoMoM JlayHa B IjeJioM
He IIPYKUJIACh.

B 90-e rogpr XX Beka ObLa ImepecMOTPEHA HAIIPaB-
JIeHHOCTh paHHel IOMOIIM. B IleHTp BHMMaHUA IIO-
MEeCTWJIN He U30JIMPOBAHHOIO OT OKPYKeHU: peGeHKa
C ero 0COGeHHOCTAMHY, a «pebeHKa B KOHTEKCTe» — Ta-
KOro, KAaKMM OH IPeZCTaeT BO B3aUMOJEUCTBUU C OK-
pyarommeii cpezroii. COOTBETCTBEHHO aKIEHT Ha 00y-
YeHVe HaBbIKAM CMEHWJICA aKIEeHTOM Ha B3aUMOZeH-
cTBUe peGeHKa co cpefioi. IMEeHHO TaKou MOAXO, Ha-
XOLUT OTpa)keHVe B IPaKTUKe IpOrpaMM paHHeN
TIOMOINM, IICUXOJIOTUYeCKOTr0 KOHCYJIbTHPOBAaHUA.
Apkuii ero mpumep — ceMeHHO-IIEHTPUPOBaHHAA MO-
Jleb paHHeH IIOMOINY, paspaboTaHHAs CIeIlHaiu-
cramu llenTpa paHHel nmomommy «JlayHcaij Am» u yc-
IeITHO PacCIpPOCTpaHAeMasaA B POCCUUCKUX perruoHax
(uanmosa II.JI., 2008; TIposmaa H.C., 2011).
[IpyHIMIUATbHOEe 3HAaYeHHe HMeeT y4acThe pPOAU-
Teslel B PoCcCUICKOM accoruanuu JayH-CUHAPOM (00-
1IeCTBO POAUTeENIeH leTelt ¢ CUHApoMoM JlayHa).

BHeApAIOTCA B IPAaKTUKY DPe3ysJbTaThl Hay4YHBIX
pabot mocyeHUX JieT: [IporpaMMbl «HeIpepbIBHBIN
JIUAJIOT», «OT3BIBUMBBIMY CTWJIb B3aWMOZEHCTBUSA PO-
JIUTeJIel C eTbMU. B 9aCTHOCTH, pouTesell 06y4aIoT
TeXHUKe Pa3BUTHA peud, NIpuHATON B KaHaze (It Takes
Two to Talk: The Hanen Program for Parents. URL:
http://[www.hanen.org/web/Portals). DdpdexTuBHO 1O-
cellleHHe 3aHATUN B LIeHTpaX paHHeN Ilefjarormue-
CKOMU moMoInu 1o mporpamMmme Makkaypu «MajieHbKUe
CTYIIeHbKU» U T.J.

ITpu cuHpgpoMe JlayHa 3aHATHA HAYWHAIOTCH, KaK
TOJIBKO IIOCTaBJIeH AWAarHo3, T.e. B BO3pacTe He-
CKOJIBKUX HeZesb. bilarogmapa ImpuMeHeHUIO HOBBIX
MeTOJIOB 00y4YeHUs OOJIBIIMHCTBO JleTed C OTCTaBa-
HUEM B YMCTBEHHOM pPa3BUTUM CTaJU KUTb Goiee
TIOJTHOIIEHHOM KU3HBIO, MHOT'HE IIOJYyYUIU BO3MOXK-
HOCTB ITOCeNaTh OObIYHbIE IIKOJIBI U T.. TeM He MeHee
MIPOTHO3 IIPU JAHHOM 3a00JIeBAHUU JAOCTATOYHO CePh-
€3HBIH, TaK KaK IIPO/IOJDKUTEIBHOCTD JKU3HU OOJIBHBIX
3aBUCUT OT HAJIWYHUA IOPOKOB BHYTPEHHUX OPraHOB
U 9aCTOThI MHPEKITMOHHBIX 3a00JIeBAHUM.

Baxyunonpodunaxkmura. PekoMeHZyeTCA IIPOBO-
JUTh BaKLIMHAIIMIO COIVIACHO rpaduKaM, IIPUHATHIM
JUId 3J0POBBIX JeTell B KOHKDETHOM peruoHe.
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[TpoBeeHO MHOKECTBO MUCCIIeJOBAHNUM, ITIOCBAIEHHBIX
u3ydyeHU0 3pPeKTUBHOCTU BaKIMH y JileTell C CUH-
JpoMoM JlayHa. Bospmas MX 4acTh Kacajaach BaKIU-
HallUu IIpOTHUB BUPYCHOro rematuta A u B.
VccnemnoBaHuA BBIABUJIN YAOBJIETBOPUTEJIBHBIN HM-
MYHHBIA OTBeT y JeTell ¢ cMHApoMoM JlayHa, Ipu-
BUTBIX BaKIIMHAMM IIPOTUB TelaTUTa B (pe3yibTaThl
BaKIIMHAIIUU CPaBHUBAJIU C TAKOBBIMU B KOHTpOJIe).
[MosToMy IpUBUBATH JleTel ¢ CUHApoMoM /[layHa Iiee-
coobpasHo, a caMo 10 cebe 3TO 3a060JIeBaHUe He SBJIA-
eTcA IPOTUBOIIOKa3aHUeM JJIs BaKIIMHAI[UU.

B HacToAIIee BpeM:A CTaBAT BOIIPOC O IOJHOM M3-
JledeHNY cuHApoMa JayHa. CaMa MOCTaHOBKA IAHHOTO
BOIIpOCAa CTajJla BO3MOXKHOM Gyarofaps IOJyIeHUIO
AKCIIePUMEeHTAILHOI MOZiesiu 00JIe3HU. BriepBble CBA3b
MeXxay 21-1 XpoMOCOMOU dYesioBeKa M 16-i1 XpoMmo-
COMO¥ MBIIIY ObLIA YCTaHOBJIEHA B 1979 I., U BCKOpe
MBIIIY, HeCyIIye JO6aBOUYHYIO KOIIUIO MBIIIMHOM Xpo-
MOCOMEI 16 (COKpameHHOe o6o3HaYeHUe — Ts16), ObLIN
IIPU3HAHBI NTOTEHI[MAJIbHO IIPUTOHON MOJEIBI0 I
usydyeHud cuggpoma JaysHa (Acaros A.IO. u gp., 2009;
Buckley F., 2008 u zap.).

C Havasya 1990-X rozjo0B MHTEHCHBHO U3y4daeTCA
MBIIIMHASA MoZeab Ts65Dn ¢ m06aBOYHON Komuei
YaCcTU MBIIIMHONM XPOMOCOMBI 16, KOTOpas COOTBETCT-
ByeT 4acTu 21-11 XpoMOCOMBI YesioBeKa. Mozesis Ts65Dn
UMeeT MHOT'Me IIPHM3HAKH, BIIOJIHEe CpaBHUMEBIe C (peHo-
TUNNYeCKNMU IPOABJIEHUAMU CUHApPOMa JlayHa y Je-
JIOBEKA, BKJIIOYAS MPOOJIeMBl OOy4YeHUS U IaMATH,
HelipOoaHaTOMMUYeCKUe U JpyTue XapaKTepPUCTUKMU.

Eme Goiyee ToyHasd Mojenb cUHApoMa JlayHa —
MbIIy JUHUU Dp(16)1Yu, y KOTOPBIX YacTO BCTpeya-
I0OTCA IOPOKU CepAlia, CPaBHUMBIe C TAKOBBIMU IIPU
cuHpoMe JlayHa y YesIoBeKa, IPobJIeMbl C O0yIYeHuEM
U ITaMATHIO.

MexayHapogHasa KOMaHJja Bpadell U3 pAfa CTpaH
EBpoms! paspaboTania pPyKOBOACTBO IO HAGIIOAEHUIO
3a ymunamu ¢ cugapomom JayHa [Health care guide-
lines for people with Down syndrome/ A. Resore-
Quartino et al. European Dawn Syndrome Association
(EDSA), 2006]. B HeM ompezeseHbI CPOKU IIPOBeZileHUA
y OOJIBHBIX Pa3HBIX BO3PACTOB OIpeJieIeHHbIX MeIu-
IWHCKUX HCCJIeJOBAaHUM C Ilesibl0 IIpefoTBpalleHus
OCJIOKHeHUH, yXyJAIAaoINX COCTOAHVEe IaIUeHTOB.
OmHako paboTa HAJl 3TOW MPOrPaAMMOW, IPU3BAHHOMN
CTaTh GA3HUCHBIM JOKYMEHTOM JAJIsI pa3paboTKU COOT-
BeTCTBYIOIIMX CTaHJAPTOB B KaKJOM KOHKPeTHOU
CTpaHe, IPOAOJKAeTCA. B HacTosAIee BpeMs 3TUM 3a-
HUMaeTcsA, B TOM 4wucie, MexayHapogHoe obbenu-
HeHVe MeJVKOB, PaboTalomux B 00JIACTH U3yYeHUS
cunzppoma Jayna (International Down Syndrome
Medical Interest Group).
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DOWN SYNDROME
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The paper presents the picture of Down syndrome in
children with this condition and the information a nurse
needs to be aware of while taking care of these children
and the advice given during her conversation with their
parents.
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