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METOAOJIOTI'UsA

MeTo b1, KCTIOJIB30BaHHbIE 151 cOOpa/CeeKIMU T0Ka3aTebCTB. KiImHu4eckne MeTonIecKue
peKoMeHmanuu coctaBiieHbl Ha ocHoBe Metonosiorun SIGN (Scottish Intercollegiate Guideline
Network; URL: http://www.sign.ac.uk). JlokazarensHoil 0a30ii is pEeKOMEHAANNN SIBIISIOTCS
nyonukarnuu, Bomeamue B MEDLINE, EMBASE, ORPHANET, 6a3y nanueix OMIM. beutn
UCTIOJIb30BaHBI UHTEPHET JIaHHBIE, MPEICTaBIICHHBIC Ha MEXTyHAPOHBIX
(http://newenglandconsortium.org) ¥ HaIMOHAJIBHBIX CalWTax OOIIECTB penKuX OOJe3HEeH u

00IIeCTBEHHBIX OpraHu3aIuii (www.smith-magenis.co.uk; http://www.smith-

magenis.de/home.html). T'nyOuna moucka coctaBuaa ¢ 1995 mo 2014 rr. Merousl,
WCIIOJB30BaHHbIE JUId OLICHKM KadecTBa M CHIJIBl JI0Ka3aTrenabCTB. OlLlEHKa 3HAYMMOCTH B
COOTBETCTBUU C PEUTUHIOBOM CXEMOW MJIi OLEHKM CHJIBI PEKOMEHJALMN: KadyeCTBEHHO
IIPOBEJCHHBIE METa-aHaJU3bl, CUCTEMAaTHYECKHE WM PaHJOMHU3HPOBAHHBIE KOHTPOJIMPYEMbIE
UCCIIEIOBAaHMUSI C HHU3KUM PUCKOM CHCTEMaTHYECKMX OHIMOOK; BBICOKOKAYECTBEHHbIE
cUCTeMaTH4YecKue 0030pbl HCCIIEAOBAHUI CIy4ail-KOHTPOJIb WJIM KOTOPTHBIX HCCIIEIOBaHMIA;
BBICOKOKAU€CTBEHHbIE 0030pbl UCCIEIOBAaHUN CIIy4aii-KOHTPOJIb UM KOTOPTHBIX MCCIIEI0BaHUN
C OYEHb HU3KHM PHCKOM 3(P(PEKTOB CMEIIMBaHMS WM CHCTEMAaTHYECKUX OMIMOOK M CpeaHer
BEPOATHOCTbIO IPUUYMHHOM B3aMMOCBS3M. YpPOBEHb JoKazarenbHocT 2++ - 1+, Cuia
pekoMeHaanuii oneHuBanack 1o Oxcdopackoit mkane. o OINEHKM KayecTBa, CHIIbI
JI0Ka3aTe’abcTB M (OPMYJIMPOBAHUS PEKOMEHIAMNA HCIOIB30BAJICS KOHCEHCYC HKCHEpPTOB.
Wuaukatopel 1oOpokauectBeHHOM npaktuku (Good Practice Points, GPPs) GazupoBanuce Ha
KJIMHUYECKOM OIIbITe pabouel rpynisl o pa3padoTKe peKOMEHJAIiil. DKOHOMUYECKUN aHallu3 U
nyonukanuu 1o (papMakoIKOHOMHUKE HE aHAJU3UPOBAINCH. Banuauszanus peKoMeHIalui
0a3upoBajiach Ha BHYTpEHHeH sKCHepTHOH orjeHke. KoMMeHTapuu, MojJydeHHbIe OT 3KCIEPTOB,
CUCTEMATHU3UPOBAINCH U OOCYKJAINCh MpenceaaTesneM U wieHaMu paboueld rpynmsl. [IpoekT
peKOMEHIaMuii ObUT PEIEH3UPOBAH HE3aBUCUMBIMHU JKcriepTamMu. S5 JIjisi OKOHYATEIhHOM
pelaKIuu ¥ KOHTPOJIA KauyecTBa PEKOMEHAALUU ObUIM MOBTOPHO NMPOPELEH3UPOBAHBI YIEHAMH
paboueil rpymbl, KOTOpble IPUIUIM K BBOJY, YTO BCE 3aMEUYaHUs M KOMMEHTApUU IPUHSATH BO
BHUMaHHWE, PHUCK CHUCTEMAaTHYECKUX OIMMOOK MpHU pa3pabOTKe pPEKOMEHIAIM CBEICH K
MuHUMYMY. CHila peKOMEHJallK, YPOBHU JI0Ka3aTeIbHOCTU M UHIUKATOPBI JOOPOKayeCTBEHHON

MMPAKTUKU MIPUBOIAATCS 110 XO4Y U3JIOKCHUA TCKCTA peKOMeHHaHHﬁ.
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OINIPEJAEJIEHHUE

Cunapom Cmur-Marenwuc (Smita-Magenis) npeacrasisier co00it CHHAPOM MYJIbTHCHCTEMHBIX
MHO’KECTBEHHBIX BPOXKIEHHBIX AHOMAIMA C YMCTBEHHOM OTCTaJOCThIO, KOTOpBIE BBI3BaHbI
ralIoOHE0CTaTOUYHOCTRIO TeHa 6enka-1, unoyyuposannozco pemumnoesoti xuciomoti (RAIL),
BO3HUKAMOIIEH JTMO0 M3-32 WMHTEPCTULMATBHOW Jenenuu Xxpomocombl 17pll.2, nmbo wu3-3a
rereposurotHor myrauuu RAIL. Jlenenus Bnepsbie Obuta onucana B 1982 rogy OuH CMuT ¢
KoJuteramu, a ()eHOTUIIMYECKUI CIIeKTp ObLI moapoOHee oxapakTepu3oBaH B 1986 roay B mape
cTaTel, onmuchIBaronuX rpymmy 15tu naruenToB (Smith ¢ coart., 1986; Stratton ¢ coasrt., 1986).
bonbubie B Bo3pacte oT 1 mecsana a0 80 neT ObUIM BBIABIEHBI IO BCEMY MHUPY B Pa3IMYHBIX
STHUYECKHMX Tpynmnax. Bo Bcex cmydasx gemenmst 17pll1.2 Oblna cBsi3aHa ¢ BBIPAKCHHBIM U
KJIIMHUYECKH y3HaBaeMbIM cI0KHBIM (perHoturoM. B 2003 rony Cnarep (Slager ¢ coaBT.) BBISABHII
VHHUKAJIbHbIE TeTepo3uroTHeie Mytauuu B reHe RAIL y Tpéx manueHToB ¢ (HheHOTHNMHYECKUMU
nposiBlieHUsIMU cuHApoMa CMuT-MareHnuc, HO 06€3 BUIUMBIX MPHU3HAKOB Jenenuid. Ha maHHbIi
MOMEHT CYILIECTBYIOT yOEIUTENIbHbIE JOKAa3aTeNbCTBA TOr0, 4TO OOJbIIMHCTBO (okojo 70%)
npu3HAKOB cHHIpoMa CMHUT-MareHuc sSBISETCS Pe3yIbTaToM (PYHKIIMOHATBHOTO «OTKIIOUCHHS
rera RAIL (Girirajan ¢ coasrt., 2006). HeckoabpK0 MPU3HAKOB, paCIPOCTPAHEHHBIX MIPU JACTICIIHAX,
BO3HUKAIOT 3HAYUTENBHO pexke B ciydasx myTanuu RAIL, B gacTHOCTH, aHOMalluK pa3BUTHUS
CEpJICYHO-COCYAUCTON M MOYEIOJIOBOI CHCTEMBbI, TYTOyXOCTh, TMIIOTOHUS U HEBBICOKUU POCT
(Girirajan ¢ coaBrt., 2006; Edelman ¢ coasrt., 2007). JlocTyIHbI MOJIHBIE 0030Pbl, OCHOBAHHBIC HA
CUCTEMAaTUYECKOM OlLIEHKE pa3rpaHUuEHUs Pa3IMUHBIX aCIIEKTOB CHUHAPOMA, KOTOPHIE BKIIOYAIOT
AHOMAJIUU CTPOCHUS, PAa3BUTHS U MIOBEJICHHS, @ TAKXKE PACCTPONCTBA CHA, CBSI3aHHBIC C HHBEPCUEH
CYTOYHOT'O pUTMa MEJIaTOHUHA.

MKB-10 Q87.1; OMIM 182290
PACITPOCTPAHEHHOCTb

Cunapom CMmut-Marenuc, BeposiTHO, OoJiee pacrpocTpaHéH, YeM CUUTaNoCh paHee. [ pundepr
(Greenberg ¢ coast., 1991) yka3an Ha MUHUMAJIbHYIO 4acTOTy cuHapoMa CMUT-MareHuc B
CHIA, coctaBuBiyto 1 Ha 25 000 HOBOpoOkaeHHBIX. OJIHAKO, 32 MOCIEAHHUE IECATD JIET
HoJaBJIsAolIee OOJIBIIMHCTBO CyYaeB CUHAPOMA ObUIN BBISBIICHBI C HCIIOIb30BAHUEM
YCOBEPIICHCTBOBAHHBIX MOJIEKYJIIPHO-LIUTOT€HETUYECKMX METOJIOB UCCIEA0BaHNUS, U 3TU
MCCJIEI0BAHMS TIOKA3aJId YacTOTY BCTpeuaeMocTu, oym3kyto K 1:15 000 (Smith ¢ coast., 2006a;
Elsea u Girirajan, 2008). MonekynsipHblii CKpUHUHT Ha cuHJipoM CMmuT-Marenuc cpeau
MAIMEHTOB C 33JIEP’KKOM MCUXUYECKOTO Pa3BUTHS HEM3BECTHOM 3THOJIOIMH BBISIBJIEHA YaCTOTa
BCTpeyaeMoctu cuaapoma 1:569. (Struthers ¢ coasr., 2002). Dto coracyercs ¢ MPeabI Iy MU
otieHkamu B 1:544 u 4:1672, xotopsle Beruncanau bapuaukoyt (Barnicoat ¢ coasT.,1993) u
Beitatu (Behjati ¢ coaBT., 1997), cOOTBETCTBEHHO.

KJIMHHUYECKUE ITPOSABJIEHUSA

MHorue KIMHUYECKHE MPU3HAKU HE 3aMETHBI B paHHEM JIETCTBE, HO CTaHOBSTCS Oojiee
y€TKUMU ¢ Bo3pacTtoM. lIpu3Haku, pacnpocTpaHéHHbIe Oojiee YeM y ABYX TpeTel MalueHTOB C
curpoMoM CMuT-MareHnuc, KOTOpbIi 00YCIIOBIIEH Jieiennel, BKIIIOYal0T XapaKTepHbIe



yepenHo-nuieBsle npossiaeHus (Puc. 1), anomanuu rnaz (50-85%), 3aaepkKy pa3BUTHS pequ
(Ooylee — IKCIPECCHBHOM, YeM PEIENTHBHON) C COMYTCTBYIOIICH TYrOYXOCThIO HIIM 0e3 Heé
(>90%), anomanuu 3y060B (>90%), mmanenueckyto rurnotonuro (90-100%) c¢ orcraBaHueM B
pazButuu (78%), HU3KOpOCIOCTh (>75%), OpaxunakTiiuio (>80%), mpusHaku nepudepudeckon
Heiiponatuu (Pes planus mim pes cavus, MoAaBIeHHOCTh MIYOOKHX CYXOXKHIIBHBIX pedaeKkcoB,
HEYYBCTBUTEIBHOCTE K 001H) (75%), anHomanuu ropranu (>75%), ckonunos (>65%), pa3inyHyro
cTeneHb yMcTBeHHOHM oTcTasiocTd (100%) u HapyleHHs TOBEAEHN S, BKIOYAIOIINE PacCTPONCTBA
cHa (65-100%), cBs3aHHBIE C WHBEPCHEH CYTOYHOTO pHUTMa MenaToHuHa (Gomee 95%),
Je3ajalTUBHOE MOBEJCHHE U caMornoBpexieHue (6onee 92%), oMuH CTEpeOTUN MOBEACHUS WU
6oee (100%) u HapymieHus ceHcoproit unrerparuu (Greenberg c coast., 1996; Dykens u Smith,
1998; Smith ¢ coasrt., 1998a, 1998b; Potocki ¢ coast., 2000, 2003; De Leersnyder ¢ coasr., 200143,
Solomon ¢ coasr., 2002; Girirajan ¢ coasrt., 2006; Gropman c coast., 2006, 2007; Tomona ¢
coaBT., 2006). I'onoc GosbHOrO Xpurbli U HU3KUK (>80%), YTO CIYKUT TUATHOCTHUECKOMN
nozickaskoil. [1nay u seneT k Bo3pacTy NposIBIEHUN IBHO OTCYTCTBYIOT. Takke paclpoCTpaHEHbI
(GyHKIIMOHAJIbHBIE HApYLIEHUs TOJ0CAa U PEYU C CONMYTCTBYIOLUIMMH aHOMAJIUSIMU TOPTaHH, UTO
naét GU3N0I0rnUecKoe 00bsICHEHHE PaHHEH 3aepKKK peuu npu cuHapomMe (Solomon ¢ coarr.,
2002).

XoTst OONBIIMHCTBO (PEHOTHUNHMYECKUX MpPHU3HAKOB OonbHBIX ¢ MmyTtamusmu  RAIL
MEePEKPHIBAETCS ¢ TAKOBBIMH y 00JbHBIX ¢ aenenusmu (70%), HECKOJIBKO MPU3HAKOB B CIydae
MyTal¥ HaOJIIOJJAI0TCSl 3HAUUTENIBHO peXe, a UMEHHO: TyroyxocTh (10%), runotonus (61%),
HU3KHH pocT (9%), 3a7epKka peun 1 MOTOpHOTO pa3BuTus (70%), a TakKe MOYEUHBIE U CEPIICYHO-
cocynucteie anomanuu (0%) (Girirajan u coant., 2006). OnHaKo, y BCeX ONMMCAHHBIX MAIMEHTOB
C MyTalMsIMH, 3aMETHBI OCOOEHHOCTH TIOBEJIEHUS, B TOM YUCIIe OOHUMaHHE caMoro ce0si, MOMCK
BHUMaHUs, CaMOIIOBPEXKICHUE M HapyIIEHHWE CHA, YTO, BEPOSTHO, OTPaXaeT MOTCHIIMAIBHYIO
MPENB3ATOCTh BEIOOPKH 10 aCIEeKTaM MOBEJCHHS, KOTOPhIE XapaKTepU3YIOT CHHAPOM.

Cungpom Cmut-Marenuc, oOyCIIOBIEHHBIN JeJelHei, XapaKkTepu3yercss HEeCKOJIbKHUMHU
OTJIMYUTETHbHBIMUA OCOOEHHOCTSIMH (PEHOTHUIIA MJIa/ICHIIEB, B TOM YHCIIE «BHEITHOCTHIO XEPYyBUMa)
(100%), runnoronueit (100%), runopednexcueii (84%), obuieit Bsutoctsio (100%), 6marogymmmem
(100%) c TMOBBINIEHHON COHJIMBOCTBIO U JIPEMOTOHM, AMCHYHKIMEW MBI POTOBOM MOJIOCTH
(100%), 3aTpyaHEHHSIMH C KOPMJICHHEM M OTCTaBaHWEM B Pa3BUTHHU, a TAKXKE 3aJEPIKKOM
JIBUTATCILHBIX W PEUYEBBIX IKCIPECCHBHBIX HaBBIKOB (100%) B TPHUCYTCTBHHM OTHOCHTEIHHO
pa3BUTHIX cONMANbHBIX HaBBIKOB (80%) (Gropman c coaBTt., 2006). OKOJO MOJOBUHBI MaTepei
OTMeUaloT ciadble ABrkeHus wioga (Gropman ¢ coaBT., 2006). XoTs y MiafeHIIeB Ha0I0AaeTCs

HEAOCTATOK BE€CA, OHU HAa CaMOM J€JIC KAXYTCA «IIYXJIBIMU», C



Pucynok 1 Ocobennoctu mna npu
cunapome Cmut-MareHnuc y nsatu
HEPOJICTBEHHBIX WH/IUBUIIOB B BO3PACTE
(A) 9 mecsies, (B) 4 ner 10 mecsnes, (C)
7 net 4 mecsia, (D) 16,5 ner, u (E) 49
net. Bo mnanenyectse (A) 3ameTHa
MsiTKast Opaxuiedanist ¢ KBaapaTHON
(dbopmoii n1a, BUJT «XepYBUMaY U3-3a
BBIJTAIOIIUXCS «IYXJIBIX» IIEK,
MOHTOJIOUHBIN pa3pe3 rIyooKo
MOCaKCHHBIX TJ1a3, 3aMETHAsI THITOTIA3Us
CpeIHEe! YacTH JIUIA C 3aIaBIIuM
OCHOBAaHHEM HOCA, KOPOTKHH QUIBTP U
Mukporaarusi. Pot B popme nmyka
KYIH/IOHA WIN TPUOTKPBITBIA POT C
IaTPOBUIHON BepXHEH ry0oid. Y
MOT'YT OBITh HU3KO MOCAKEHBI M 9aCTO
CJIeTKa MOBEPHYTHI K331 C
MaCCHBHBIM/TOJICTHIM 3aBUTKOM. Y JeTel
6ouee crapiiero Bo3pacrta (B-D),
BHEIIIHUE TIPU3HAKU CTAHOBSTCS OoJiee
OTYETIMBBIMY, (hopMa Juna - 6osee
HIMPOKOM, OTMEYEHBI PACIIUPEHHE
qenmocTei, 0osee TiIyOoKast THITOTIIa3us
CpedHEN YacTH JIMIA U OTHOCUTEIIbHAS
MpOTHATHS B 00OJIee CTapIieM BO3pacTe.
BbpoBu cranoBsTCs 60JIee MOLTHBIMU
rITy0OKO MOCAXKEHHBIMH, YacTO
paszpacTaroTcs JaTepajgbHO, MPOSBISETCA
cuHo¢pu3. OcTaércst 3aMEeTHON BBITHYTAast
(dopma pTa u XapakTepHas BepxHsis ryoa B
¢dopme nyka kynunona. [leperocua ¢
BO3pAaCTOM MPHUOOpETaET MPAKTHUECKU
hopmy «TpamIuIHHAY.



M30BITKOM J>KMPOBBIX CKJIAJIOK Ha KOHEYHOCTAX (Smith ¢ coaBt., 1998a). Taxxke y O0OnbHBIX
MaJICHbKUE OTEYHBIC PYKH U HOrH. [LmauyTt GonbHbIe ety HewacTo (95%), a BO3pacT MOSBICHUS
JieneTa U BOKaJIU3aluy 3aMETHO OTCTAET MPAKTHUUECKH y BCEX JETEH, HECMOTPsI HA HOPMaJIbHBIN
CITyX.

Hapymienusi cHa HauMHAIOTCS BO MJIQJIGHYECTBE M OCTAIOTCS XPOHUYECKOM MpoOIeMoii B
3pesoM Bo3pacte. JJaHHbIe O CHE, IOJyYEHHBIE OT POAUTENEH, TOKA3bIBAIOT, YTO IEPBOHAYAIIbHAS
W3JMIIHSSL MIIAJIEHUYECKasl COHJIMBOCTh M BSUIOCTh IIO3)KE CMEHSETCS YacThbIMU HOYHBIMU
npoOyX)ACHUSIMHU U (pparMeHTUPOBaHHBIM CHOM. [lociennue 0ObeKTUBHBIE TaHHBIE OMHUCHIBAIOT
posiBICHUS AUCHYHKIIMK CHA Yke ¢ 6-9 MecsuHoro Bo3pacra (Duncan ¢ coasrt., 2003; Gropman
U c0aBT., 2006). 113-3a NOBBILLIEHHOW THEBHOI COHJIMBOCTU MJIa/ICHLIEB Yallle HY>KHO OYAUTDH [
JTHEBHOTO KOPMJIEHMSI U OHM MOTYT HE NPUBJIEKAaTh BHUMAaHUE POAMTEIECH BO BpeMs HOUYHBIX
MPOOYXKACHUIA; TO «TUXHUE IETH, crsiue ioxo» (Gropman c coast., 2006).

OcoOennoctu nuna mpu cuHapome CmutT-MareHuc crneuu@uyuHbl U U3MEHSIOTCA C

teueHueM Bpemenu (Puc. 1; Tabnuna 1).

Tabnuna 1 Knuandeckue mpu3Haky IO BO3PACTHBIM TPYIIIIaM

Mnaoenuecmeo
OEHOTUITMYECKHUE OCOBEHHOCTH
Bbpaxunedanus
Msrkue aucMop(uu JIUIA; BHEIIHOCTh, CX0XKasl ¢ «CuHApoMoM [layHa»
BHemHoCTh «XepyBHMa» C pO30BBIMU HIEUKAMHU
JInno mmpoxoit, kBagpaTHON (HOPMBI
MoHrononaHbIi pa3pes ria3
I'mnomasus cpeHen 4yacTH JIMLa
Manenbkuil B3IEPHYTHIN HOCUK
[IpuoTKpEITHII POT
Port B BHie Tyka KynmuoHA ¢ MIATPOBUIHON BEPXHEH ryooi
[Tpobnembl co 3peHueM: Kocorina3ue; MUKpOKOpHea; MUTMEHTHBIE TSATHA PATyKHOH 000I04KH
KopoTkue, mupokue pyku 1 HOTH; +/- TOpcaabHbII OTEK
BrIcokne nmoaymeyky naabLes
Co croponsl HHC: ymepenHoe yBeTHUEHHE KENTyA0UKOB (BEHTPUKYIOMETaHs); ¢ 3a€PKKON
MUEIMHU3ALNH

OCOBEHHOCTH HEPBHOW CUCTEMBI




3arpyHEeHUs C BCKapMIIMBaHUEM (KPYITHBIE CEHCOMOTOPHBIE TUCHYHKIIMH CTPYKTYP POTOBOM
MOJIOCTH)

OtcraBaHue B pa3BUTUU U3-3a CHUKEHHOH NPUOaBKU B Bece

OO01as runoTOHU

TpeBOKHOCTH M OT3BIBYMBOCTH BO BpeMsi OOJIPCTBOBAHUS;, YACTO HEOOXOAMMO IPOOYKICHUE
JUISL THEBHOTO KOPMJICHHS

I'mmopednexcus

3azepKKa pa3BUTUSL KPYIHBIX U MEJIKUX MOTOPHBIX HaBBIKOB IPU COOTBETCTBYIOIINX
BO3PacTy COLIMATIbHBIX HaBBIKAX

IIOBEJ/I[EHUE

Penkas Bokanuzauus u miaqy

bnarogyuiHas, caMo10BOJIbHAS, HO «YJIBIOUHMBAsH MaHEPa MOBEACHUS;, «THXUE XOPOIIHE JETH
Bsnocts

Hapymenne cua

Ponurenn yka3plBaroT Ha CHOKOMHBIA COH B TECUEHUE HOUH

CHmxenme o011el TpOAOKUTEIHHOCTH CHA 32 CYTKH M HOYHOT'O CHA C BO3pacTa 9 MecslIeB;
[llymHO€ bIXaHue

Penkas Boxkanmuzanus u/wim 1iay ajis IpeaynpekaeHHs pOIUTENIeH, B ciydae MpoOyKIeHUs

HOYbIO

Pannee oemcmeo
OEHOTHUIIMYECKHUE OCOBEHHOCTH
Y3HaBaeMas BHEUIHOCTh C TUIIOIUIa3UeN Cpe/IHEel YacTH JIMLA, pO30BBIMHU IEKaMH; II1yOOKO
MOCaXEHHBIMHU TJIa3aMH, CUHO(PHU30M, BEIBEPHYTOH HapyKy BepXHss ryda
YacThlit/XpOHUYECKUI OTUT
Tyroyxocts (IIperMyIIeCTBEHHO KOHAYKTHBHAs), IOTEPs ClIyXa
[TpobnemsI co 3peHuemM (0IM30PYKOCTh; KOCOTIIa3ue)
CaeTJible BOJIOCHI U KOXKa [0 CPAaBHEHUIO C POJACTBEHHUKaAMH
Huszkopocnocts
XpHIUTBId, TTyOOKHUH rojoc
CyxocTb KOH, OCOOCHHO JIaIOHEH/TIO0IIB HOT
HeoOprunas moxoka/ moctaHOBKa HOT
Beicokuii ypoBeHB X0OJIECTEPUHA
OCOBEHHOCTH HEPBHOW CUCTEMBI

3azep)kKa pa3BUTHS
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3aziepKKa pa3BUTHUSL KPYIHBIX U MEJIKHUX MOTOPHBIX HABBIKOB IPU COOTBETCTBYIOIIMX
BO3PACTY COLIMAJIBHBIX HaBBIKAX

3HauuTeNbHAS 3a/Iep>KKa PEYeBOr0 Pa3BUTHUS (IKCIPECCUBHOM peun CUIIbHEE, YeM
pelenTUBHON)

YMeHbIIeHre 00JIEBOI YyBCTBUTEILHOCTH

pes planus unu pes cavus

YMepeHHbI UHTEHIIMOHHBIN TPEMOP PYK

3aziepkKa puydeHus K Tyajery

[TpoGiema ceHCOPHOI MHTETPAITUT

IIOBEJI[EHUE

HcTepuku: runepakTUBHOCTh, UMITYJIbCUBHOCTD

CrepeoTumnHoe MoBeieHUe: CaMOOOHUMAaHUE, «JTU3HU U JIUCTaly», OpYKCU3M (CKpeXeTaHue
3y0amm)

CamMomnoBpexaroliee NoBeIeHUe: yaaphl F0JIOBOM; yaaphl 10 COOCTBEHHOMY TENY; YKYCBhI
3aIISICTUI; IITUIIAHUE KOXKH

Hapymenue cHa: KOpOTKUi IIUKI cHA; paHHee mpooyxaenue (5:30-6:30 yrpa); uactbie
HOYHBIE MPOOYKISHUS; APpEMOTa JHEM; ITYMHOE JIbIXaHHe/Xpall

dopMUpoBaHUE TTEPCOHATIBHBIX 0COOCHHOCTEH

BusyanbHoe 00yueHue

I/IHTepec K 3JICKTPOHHBIM HUI'PYyHIKAM, KHOIIKaM U T.II.

HIkonvuwii 603pacm
OEHUTHITMYECKHUE OCOBEHHOCTH
XapaKkTepHOE JIMIO ¢ COXPAHSIOIIECHCS TMIOIUIa3Ue CpeiHEN YacTH JIUILA, OTHOCUTEIBHON
MPOTrHATHEH, TSHKENBIMU OpOBIMU
XPpHUILIBINA rOJIOC
['unepHa3aabHOCTH peuu U3-3a HEOHO-TIIOTOYHOM HETOCTaTOYHOCTH
[Iporpeccupyromas Muonus
Tyroyxocth (KOHAYKTHUBHAS U/WIM HEHPOCEHCOPHAs)
Huskopociiocts, CKoI1o3
[Inpoxkas pa3mammcTas oxoaKa
AHomanuu 3y00B (areHe3ust 3y0OB; TaypOJAOHTU3M) U ciiabasi THTHEHA
Cyxas koxa
OCOBEHHOCTHU HEPBHOU CHCTEMBbI

VYMcCTBEHHAS OTCTAIIOCTE




Henocratku: nocienoBarenbHas 00padoTka HHGOpMAIMK U KPaTKOBPEMEHHAsI aMSTh
CuibHBIE CTOPOHBIL: JOJITOBPEMEHHAs TAMAThH M 3aMbIKaHHE BOCTIPUSATHS

BusyanpHoe 00yueHue

Cnabas apanranus

pes planus unu pes cavus

Hounoli sHype3

[Ipobnema ceHCOpHOW MHTErpaIf

I[TOBEJIEHUE

ACHHXPOHHOCTb Pa3BUTHS YPOBHS MHTEIUIEKTA U SMOLIMOHAILHOMN 3pEIOCTH («BHYTPECHHUN
MaJIbIIID»)

[Tounck BHUMaHUSA

OpueHTHpPOBaH Ha B3POCIBIX

YacTble BCHBIIKH/UCTEPUKU

BHe3amHbie CMEHBI HACTPOCHUS

WMnynbCHBHOCTB/arpeccust

Jeduuut BHUMaHUS; TUIIEPAKTUBHOCTD

[Ipu3Haku 00cecCHBHO-KOMITYJILCUBHOTO pacCTPONCTBA

Bo3MoKHO niepeHanpaBieHne BHUMaHUS

UyBscTBO rOMOpa

XpOoHHUYECKHE HApYIIEHUS CHA: KOPOTKHUH IIUKII CHA; paHHEee MPOoOYkKAeHUE; HOUHBIE
npoOYXI€HHUsI MOTYT He MPephIBaTh COH HAJI0JT0; COHIMBOCTD / IpeMOTa AHEM
Tpynnoctu 3acsinanus nocie 10 nert; xpan

Hounble X0XIeHUs / TIOUCK TTHIITH

CrepeoTuIiHOE OBEJIEHNE: CAMOOOHMMaHUE, OpYKCH3M (CKpexeTaHHue 3y0aMu)
CamornoBpex/iaroliee MoBeJeHUE: yaapbl/yKyChl/IIJIENIKH COOCTBEHHOT'O Teja; BHIAEPTUBAaHHUE
HOTTE; 3aCOBBIBAHIE WHOPOTHBIX TEJI, YaCTO B YIIH

Bricokast 00U TENEHOCTE; TIOBTOPSIOIIMECS] BOITPOCHI

IIpeBocxoHas 1OITOBpEeMEHHas MaMsATh (MMEHA, MECTa, JIFOH)

I/IHTepec K KOMIIBIOTEpAaM M DJICKTPOHHUKE

IToopocmkoswtit u 63pocnviii 6o3pacm
OEHOTUITMYECKHUE OCOBEHHOCTH
Bosee rpyOblil BHETHMI BU JIH1IA C TITYOOKO MOCaXEHHBIMHU TJIa3aMH, OTHOCUTEIIBHOM
MPOTHATHEH, TYCTBIMU OPOBSIMH, CHHODPHU30M

[Iporpeccupyromias Muomnus
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TyroyxocTs (KOHTYKTHBHAS W/WJIA HEHPOCECHCOPHAST)

Hé6HO-TIoTOYHAsI HETOCTATOYHOCTh

VY JKEeHIIUH: NPexIeBPEMEHHOE MTOJIOBOE CO3PEBAHIE; HEPETYISIPHBIE MEHCTPYaIUH;
CJIO)KHOCTH C TUTHEHOM

CKJIOHHOCTB K OKUPEHHIO (0COOEHHO MOCIE MOJIOBOTO CO3PEBAHU)

XPpHUILIBIA rosoc

Hesricokuii poct (5-10%), Ckonnos

Iupokast pa3MamiicTas noxoaxa

[TpoGems! ¢ 3ybamu (T1oxas JIMYHas TUTHCHA)

Cyxas koxa

OCOBEHHOCTHU HEPBHOH CUCTEMBI

YMCTBEHHas! OTCTAJIOCTh

[IpeBocxoHAs JOATOBPEMEHHAs AMSTh

Bo3MoxxHa HEMTepeHOCUMOCTh (PU3MYECKHUX HArpy30K

Cnabas aganTaiusi: ciabble HABBIKM CAMOCTOSITEIbHOM MOBCETHEBHOM KU3HU
HenocraTounas ocBeqOMIIEHHOCTD O «TPAaHUIAX JTUYHOTO MPOCTPAHCTBAY (CeOS U JPYTUX)
VY JKEHIIUH: NPUTNIAJKU BO BpeMsi MEHCTpYyalluii

IIOBEJI[EHUE

XpoHHUYECKOE HApyIIEHHE CHA; CHIYKEHUE 00IIET0 BPEMEHN CHA HU)KE BO3PACTHON HOPMBEI,
HapacTaHue COHJIMBOCTHU C BO3PACTOM (OTUETHI POJUTENEH); TPYIHOCTH C 3aChIIIAHUEM HOYBIO;
6oree nmozaHee npoOyxaeHue (okono 7:00 yrpa)

HouHble X0XIeHUS / TIOUCK TTUTIH

AcuHxpoHus pa3BUTHA (‘“BHYTPEHHUM MajbIlI”)

KpymnHbie 5MOIIMoHanbHbIE BCIBIIIKA U/ UITH SIPOCTh, NECTPYKTUBHOE MOBEACHHUE, TTOUCK
BHHUMAaHUS, BCIBIIIKHA arpecCuu

WMy TCHBHOCTB, HETTOCITYIITHOCTD, KOH(DIUKTHOCTh

CwMmeHbI HacTpoeHus (CTpeMUTeNbHbIE) 6e3 CephE3HBIX TOBOJIOB

Jlepunut BHUMaHUS

[ToBeIlIIEeHHAS TPEBOKHOCTH OCOOEHHO MPU U3MEHEHUH W/UITU B OKUJAAHUU 3aIJTaHUPOBAHHOTO
cOOBITHS

CamonoBpexaaroriee noseaenue (100%): yaapsl/mienku COOCTBEHHOTO Tea; Yaaphl
TOJIOBOM; HAPOYHBIE YAAphl O IPEIMETHI; BELIEPTUBAHIE HOTTEH; YecaHue/laparnannue KOXH,

34COBBIBAHUC HHOPOAHLIX TCII
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CrepeoTunHoe NOBECHNE: PUKOCHOBEHHUE/TIOMEIICHNE B pOT 00BEKTOB; OPYKCHU3M
(ckpexeTaHue 3y0amMu); MePEeBOPOT CTPAHMI]; CAMOOOHUMAHUE; pAaCKAYNBAHUE; BEPUCHUE U
TepeOJIeHHEe 00HEKTOB

Kpaiinsist 607TIMBOCTB; IIOBTOPSIOIINAECS BOIIPOCHI; YYBCTBO FOMOPA

[IpeBocxoHAs JOATOBPEMEHHAS IAMSTh (MIMEHA, MECTa, JIFO/IH)

WHTepec kK KOMIIBIOTEPaM U 3JIEKTPOHUKE

VY Bcex OONBbHBIX B TOW WJIM MHOW CTENEHU OOHAPYKMBAETCS 3aJep’KKa pa3BUTUS /WK
YMCTBEHHAsl OTCTaJOCTh, OT YMEpPEHHOW 10 NETKON/MOrpaHMYHON. 3HAYMTEIbHAS 3a/epKKa
Pa3BUTHS SKCIIPECCUBHOW PEYH B MPUCYTCTBUU JI€3aJaITHBHOTO TIOBEACHUS 3aTPYAHSIET TOYHYIO
OILICHKY KOTHUTHUBHBIX HaBBIKOB. [Ipu cunnpome Cmut-MareHuc Habm0gaeTcst SBHBIN U CIIOKHBIN
MOBeIeHYECKUH (DEHOTHI, C HECKOJIBKUMH, MO-BUAMMOMY, YHUKAIBbHBIMU acriekTamu. CoriacHo
ONyOJIMKOBAaHHOM CEpUM  CHCTEMAaTUYEeCKUX HaOJIIO/IEHUM, HEOObIYHOE [e3aJalTHUBHOE
MOBEJICHUE, CAMOIIOBPEXKACHUE U CTEPEOTUIIHOE moBeneHue Bo3HHMKaeT y 40-100% O60mapHBIX
curapomom Cmur-MareHuc, kak aerei, tak u B3pociusix (Dykens m Smith, 1998; Finucane ¢
coaBrt., 2001; Girirajan ¢ coasr., 2006; Madduri ¢ coast., 2006; Gropman ¢ coasr., 2007).
CaMonoBpex/1eHHe BCTPEUaeTCsl MPAKTUYECKU TOBCEMECTHO (>92%) n oOHapyKHBaeT MPsIMYIO
KOppEISIMI0 ¢ BO3pacToM u ypoBHeM wuHTeiwiekta (Finucane c¢ coart., 2001). Ykycsl
KHCTeH/3amscTuil, I€nanbe WiK yAaphl 10 COOCTBEHHOMY Telly, yAapbl TOJIOBOM W/WIIH IIUMaHNe
KO)KH OY€Hb pAacCHpOCTPaHEHbl B JIETCKOM BO3pacTe, OCOOEHHO, IpU pPACCTPOMCTBE WU
pa3ouapoBaHuH. /[Ba THIIA TOBEIEHNUS, BOBMOKHO, YHUKAIBHBIX /IS cuHApoMa CMuT-Marenuc —
3TO OHUXOTWJUIOMaHMs (BBIAEPTUBAHUE HOTTEH) W MOIMAIMOOJIOKOMIOMaHMs (3aCOBBIBaHUE
IpeIMETOB B €CTECTBEHHBIE 0TBepCcTHs Tena) (Greenberg ¢ coast., 1991; Finucane ¢ coagrt., 2001).
OHUXOTWJIJIOMAaHUSI BO3HHMKAaeT OoJjiee YeM Yy IOJIOBUHBI OOJNBHBIX, HO B JETCKOM BO3pacTe
BCTpeuaercs pexe (27%), uem B 6osee crapiiem (86%) (Finucane ¢ coasr., 2001). Takke ObLIH
OIMCAHbI JIBE€ CTEPEOTUIIHBIE MOJIEIM TOBEJIEHUS, AAIOIINE TOMOIHUTENbHbIE MOACKA3KH MpU
JTUArHOCTHKE — CIa3MaTUYeCKOe C)KMMaHUE PyKaMU BEpXHEHM 4acTH Tejla WM «CaMO-00BATHEN
(Finucane c coagt., 1994) u 06nu3bIBaHUE MaJbIIEB IIPH MIEPETUCTHIBAHUN CTPAHHIIBI - TOBEACHUE
«m3uu u uctHr» (Dykens ¢ coasr., 1997; Dykens u Smith, 1998).

Hexotopsie ¢enoTunuueckue ocobeHHocTn cuHApomMa CmuT-MareHuc sBISFOTCS
3aBHUCSILIMMU OT BO3pacTa, B TOM YHCJI€ BBICTYMHAIOMIMKA 7100, TMIOMIIA3Us CpelHEN YacTH JInua,
OpoTHATH3M, Opaxuuedanus, XpUIUIBIA Trojloc, U OQTaIbMOJOTHYECKUE OTKIOHEHUs, B
YaCTHOCTH, MUOITUS BEICOKOH CTEIICHHU C OTCIIONKOI ceTuatku u 6e3 Heé (Smith ¢ coast., 1998a).
Yacrtoe BO3HMKHOBEHHE CPEAHETO OTUTAa CBS3aHO C KOHJIYKTHUBHOM TYrOyXOCThIO B paHHEM

JACTCKOM BO3pacTe; OAHAKO, IIOCJE IICPBOro ACCATHICTHUA XKHU3HU Y IMAIOUCHTOB MOXKCT
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OTpeNeAThCA HEpoceHCopHas TyroyxocTh (Brewer ¢ coast., 2003). CTepeoTUIIHOE MTOBEICHNE
U CaMOIIOBPEKICHUS, KaK MPABUIIO, HAYMHAIOTCS TOJIBKO TOCHE MEPBBIX 18 MecsieB *KU3HU.
MHorre CYMTaT, YTO PAaHHHE MOBEACHUECKUE MPOOJIEMBI, BKIIOYAs yIaphl TOJOBOM, YKYCBI U
yapbl camoro ce0si, YaCTUYHO BO3HUKAIOT M3-3a OOLIET0 pa3Apa)KeHHsl, CBI3aHHOTO C IIOXUMU
HaBBIKAMH 3KCIpeccuBHOM peun (Greenberg ¢ coasrt., 1996; Smith ¢ coasr., 1998a). Hapymienue
CHA ¥ CAMOYHUYIKUTEIIFHOE MTOBEJICHNUE TAKXKE TIOSBIISIOTCS U 00OCTPSIOTCS ¢ BO3PACTOM, 9aCTO
B KPUTHYECKUX MOMEHTAX >KU3HHU, B YAaCTHOCTH, B 18-24 MecsIeB, B HIKOJILHOM BO3PacTe U C
HACTYIUICHHEM I10JIOBOTO CO3pEBaHUs. Y MEHbIIIEHUE C BO3PAaCTOM Kak OOIIEro BpEMEHHU CHa 3a
CyTKM, TaK U CHa HOYBIO, IMPUBOJUT K XPOHUYECKOM IMOTPEOHOCTH B JHEBHOM CHE, UTO
MIPOSIBIISICTCS] JHEBHOW COHJIMBOCTBIO (APEMOTON); HAPYIICHUS 3aCHITIAHMSI TPOSBIISIIOTCS TIOCTIE
10 net xu3am (Gropman c coasrt., 2007). Ctenenp, ¢ KOTOPOH XpOHUYECKOE PACCTPOMCTBO CHA
BJIMSIET HA MOBEJCHHUE AHEM, BEPOSTHO COH SIBJISIETCS 3HAYMMBIM MPEAUKTOPOM A€3aAaTUBHOTO
noseaenust (Dykens u Smith, 1998). Takke MposBIISAIOTCS T'€HACPHBIC PA3IUYHS: y ICBOYEK Yallle,
YeM y MaJTbYHKOB BO3HHUKAET OJU30PYKOCTH, TPOOJIEMBI C allleTUTOM/TIPUEMOM TTHIITH, XOJIOHBIC
PYKH/HOTH, HEYIOBJICTBOPEHHOCTH OOIICHUEM B IIEJIOM U UMIyibcuBHOCTH (Edelman ¢ coasr.,

2007; Martin ¢ coasr., 2006).

ITHOJIOI'US, TATOI'EHE3 u TEHETHKA

Cunapom CMut-Marenuc onpeaenéH Kak CHHIPOM IeHHBIX MmocienoBareabHocTei (Greenberg
c coaBT., 1991), c TramIOHEIOCTaTOYHOCTHIO CBSI3aHHBIX (PU3MYECKH, HO HECBSI3aHHBIX
(YHKLIMOHAJIBHO T'€HOB, OTBETCTBEHHBIX 3a (eHoTUNMYeckue mnposBieHus. OmnpexneneHue
OOJIBHBIX C T€TEPO3UTOTHOM BHYTpUTreHHOM MyTarueil RAIL nano pemmurenbHble JOKa3aTENbCTBA
TOTO, YTO rarioHenoctaToyHocTsh RAIL, Bo3HHMKaromas u3-3a MHTEPCTULUATBLHON JCNICIHH
17p11.2 unm myTtanuu reHa, IPUBOJUT K OCHOBHBIM MposiBIeHUsIM cuHapoMa (Slager ¢ coasr.,
2003). Knunanueckasi BapuabeabHOCThb, OOHapy)eHHas y OOJBHBIX € JIENEeUsIMH OJTHOTO pa3Mepa,
MO3BOJIIET IPEANONOXKUTh, YTO pa3jIMuYHbIE T'€HbI, MMONAJAI0NIME B YYacTOK AENELUU, MOTYT
NPUBOJUTH K PEHOTUITHMYECCKOM BaprabeIbHOCTH, HaOr01aemon ipu cuapome (Potocki ¢ coasr.,
2003; Girirajan ¢ coast., 2006). deHOTUIIMYECKOE CpaBHEHHE OOJBHBIX C JEJCHUCH H C
MyTalUsMH yKa3blBa€T HAa KOHKOPAAHTHOCTHb npumepHo 21 mpusnaka u3 30 (70%); onHako y
O6ompHBIX ¢ myTanusmu RAIL 3HauntenbHO pexe, 4eM B cliydae JCJCIWH HaOIr0JaeTCs
HEBBICOKHMI POCT, XpOHHYECKHE UHPEKIIUU yXa, TYTOyXOCTb, 3a/Iep>KKa MOTOPHOTO U PEYEBOrO
pasBUTHS, THIOTOHUS, CcaMO-OOHMMaHME, a TaKXe CepACYHO-COCYAMUCThIE WM TOYEYHbIE
anomaymu (Girirajan c¢ coast., 2006). HenaBuuii Meta-ananu3 105 omyOJIMKOBAaHHBIX CITydacB

cuHapoma (67 ¢ pacnpocTpaHEHHOM aenenueii; 28 ¢ aTUMMYHON/MEHBIIEH/O0IbIIIeH eeIueH;
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10 ¢ myrarwmeii RAIL), mposenéunsiii Daensmanom (Edelman ¢ coasr., 2007) takke mokasai, 4To
y 6onbHBIX ¢ MmyTarusamMu RAIL ¢ Gonbieii BeposSTHOCTBIO HAOIIOIATIOCh TIepeeIaHue, OKUPEHHE,
NOJIMAMOOJIOKOIMIIOMaHus, caMO-OOHUMAaHKE, MBIIICYHbIE CHa3Mbl M CYXOCTh KOXH. BaxHO
MOHUMATh MOTEHUHUAIbHYIO HPEIB3STOCTh BBIOOPKH Cpeld PaHHUX OMYOJIMKOBAHHBIX CIy4aeB
myTtaruu RAIL (=12), Tak Kak B HUX OMMKMCaHbI 00JIbHBIE O0OJIEE CTAPIIIETO BO3pacTa ¢ MoJ03PEHUEM
Ha cuHapoM CwmurT-Marenuc u3-3a ocobeHHocTel (eHoTuna U moBeneHus. lodHBIA crekTp
¢denorumna npu myranuu RAIL TpeOyeT TONMOTHUTEEHOTO BBISIBICHUS OOTBHBIX.

Mexanu3M, TPUBOMAIIMKA K Jenenuu npu cuHapome CmuT-MareHuc, BIEpBBIC OBLI
onpenenén Yenom (Chen c¢ coaBt., 1997). DTOT MexaHWU3M BKJIIOYAET HEAUICIBHYIO
TOMOJIOTHYHYIO PEKOMOMHAIIMIO TEHHBIX KJIACTEPOB, (IAHKUPYIOUINX HHU3KO-KOMUHHBIX
NOBTOPOB, Ha3biBaeMbix SMS-REP. Takue Hu3KO-KOMHIHBIC MOBTOPHI MM AYIUTMKOHBI (Yi C
coaBT., 2000), ¢bmaHKUPYIOT T€HOMHBIE PETHOHBI, MOJBEPracMble yIAICHHIO, TYIUTUKALUA U
WHBEPCHM, U BBICTYNIalOT B KauyecTBE CYOCTpaTOB Uil MeX- W BHYTPUXPOMOCOMHOM
pexomOuHanmu. Ilpu cunapome Cwmur-Marenuc Haumbosiee pacrnpocTpaHEHHAs —JeeIHst
HPOUCXOIUT MEXIY IUCTAIBbHBIM M npokcuMaibHbiM SMS-REP (Chen ¢ coasr., 1997; Shaw c
coaBT., 2002). Takxxe moka3aHO, YTO HeaJIeJIbHAass TOMOJIOTUYHAS PEKOMOUHAIUS MPUBOAUT K
psAAy JpyruxX CHHAPOMOB TEHHBIX IOCJIEI0BaTeIbHOCTEH, BKJIOYas CHUHApoM BuibsaMca,
cuaapomsl [lpagepa-Bumin u Anrensmana, u neneuuu 22ql1.2 (Beno-kapauo-dannanbHbiit
cunapom/Iu xxopmku) (Lupski, 1998). Pacnpoctpanénnas nenernus (=3,7 M0) BcTpeuaeTcs
npuMepHo B 70% ciyuaeB nenenuii; Ha Oojee KOPOTKHME WM JUIMHHBIE JENeHUH MPUXOAITCS
ocrapmrecs: 30% (Elsea u Girirajan, 2008; Edelman ¢ coast., 2007). Tem He MeHee, IHHA
nenenuit konebdnercs ot <2 Mb 1o 6onee wem 9 Mb (Trask ¢ coasr., 1996).

[TombITKM yTOYHUTH KPUTUYECKUH HMHTEpBal AeNenud npu cuHapome Cmut-MareHuc
CY3HUITH perioH npumepHo 10 1 Mb renoma, cogeprkaiiiero npuOIn3uTenbHO 13 H3BECTHBIX TCHOB,
12 mpencka3aHHBIX T€HOB W 3 MapKEpHBIX JKCIPECCHpYyROLMXCcs mocienaoBarenbHocti (EST)
(Vlangos ¢ coagr., 2003). Bosee Toro, KpUTUYIECKUI PETHOH OKa3aJcsi BHICOKO KOHCEPBATHBHBIM
ME/1y YeJIOBEKOM U MBIIIBIO, OH BKJIOYAET 19 TeHOB TOil e OpHEeHTAUH B TOM e mopsiake (Bi
¢ coasT., 2002). Y mpimeii ¢ genenueir RAI1 u RAIL +/- retepo3uror ObUIM 3aperUCTPUPOBAHBI
AQHOMAJIMH JIMIICBOH YacTH Yepena, OKUPEHUE, CyA0pOrd, U3MeHeHue nupkaaHoro purma (Walz ¢
coaBT., 2003; Yan c¢ coaBr., 2004; Bi c coast., 2005, 2007). bomee mo3mHue Mojaeaw Ha
TPAHCTEHHBIX MBIIIAX TMPEIUIOKHUIN yOSIUTEIbHBIC TOKa3aTeIbCTBA TOTO, YTO OTKIIOHEHHE B
yucie konui (o3uposke) RAIL oT 06b14HOr0 AUMIOUIHOTO (2n) YKciaa NPUBOAUT K heHOTUITY
pOCTa ¥ OBEJICHUS, KOTOPBIN NapaiesieH (eHOTHITy Y YeoBeKa.

N3ydyeHne HECKOIBKUX MALMEHTOB ¢ CUHIAPOMOM CMUT-MareHuc, UMEIOIMNX MEHBIIIYIO

Wi OoJiee KPYIIHYIO ACJICIHIO, ITO3BOJJIMIIO IIPOBECTHU «TCHCTUUYCCKOC aHATOMHPOBAHUCH
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OTJIENbHBIX acHeKTOB (eHoTuna. I'eHbl, OTBeyarolIe 3a OCHOBHBIE NMPU3HAKU, B TOM YHCIE
YMCTBEHHYIO OTCTaJIOCTh, YEpPEMHO-JIIMIEBbIC aHOMAJIMM, HAPYIICHUS MOBEACHHS U CHa,
NPEIOI0KHUTEIBHO PACIONOKEHBI B MPOKCUMAJIbHONW YacTH KPUTHUYECKOTO PETHOHA, MEXIY
COPS3 u cpeauum SMS-REP (Bi ¢ coast., 2002), B ToO BpeMsi KaK T'€HbI, BJIHSIOIIHE Ha
buznyeckoe M TMCUXMYECKOE Pa3BUTHE, MOTYT JI€KaTh B JUCTAIBHOM YacTH KPUTHUYECKOTO
peruona (Elsea ¢ coast., 1997). B HegaBHeM 0030pe MOKa3aHO, YTO y OOJBHBIX C ATUIUYHO
KPYIHBIMH AUCTAIBHBIMHU JICJICHUSMH HAOII0IAI0TCs O0J1ee TSHKENBIE IPOSIBICHUS CHHIPOMA, YeM
y OOJIBHBIX C MeHbIIMMHU aenenusMu. ['eHbl, pacnonoskeHHsle auctanbHee RAIL, BeposTHO,
BOBJICYCHBI B CEpJCYHO-COCYAMCThIC HapymieHus, Habmomaembie B 30-40% ciyyasx aenenuid
(Girirajan ¢ coasr., 20006).

Cpenu HECKOJIBKMX T€HOB, KAPTUPOBAHHBIX B KPUTUYECKOM pernoHe cuHapoma CMHT-
Marenuc 17p11.2 (http://www.ncbi.nlmn.nih.gov), HekoTopbie JOCTOHHBI 0COOOTO YIOMHUHAHUS
(Puc. 50.2). T'en Genka-1, uaayiupoBanHoro peruHoeBoit kuciaoror (RAIL), kapTupoBaHHBIN B
kputndeckom wuHTepBaie 17pll (Seranski ¢ coart., 2001), B HacTosmiee Bpems HNpHU3HAH
OCHOBHBIM T€HOM, BOBJICYEHHBIM B JTHOJIOTHIO cuHIpomMa Cmur-Marenuc. BHyTpureHHbIe
MyTalluy clBUra pamku cuuThiBaHnus B RAIL BrepBble ObuiM OmpeneieHsl Yy TPEX B3POCIBIX C
KIMHUYECKH TpenojiaraéMblM AuarHo3oM cuHapoma Cmur-MareHuc, y KOTOPBIX HE OBLIO
O0OHapYXEHO JIeNICIHA MPU UCIOJIB30BAHNN CTaHJIAPTHBIX ITUTOrCHETHYECKHX MeTonoB U FISH
(Slager ¢ coart., 2003). Tpu paznuunbix MyTaiuu de NOVO mtpuBend K (HEHOTHITHUECKUM
nposiBeHUsIM cuHaApoMa CMuT-MareHuc, B TOM 4ncie 0COOEHHOM BHEITHOCTH JIUIA, 0)KUPEHUIO
U TOBEJICHUIO, CBOWCTBEHHOMY IIPU CHHIPOME; HH y OJHOTO U3 OOJIbHBIX HE HaOIr0AaiIoch
CTPYKTYpPHBIX aHOMaiuil miau Huskopocioctu. RAIL xoaupyer reH, pojib KOTOPOro B KJeTKax
ocTaéTcsl HESCHOM, XOTS IpeJoiaraeTcs ero yyactue B quddepeHnrpoBke HelipoHoB (Slager ¢
co0aBT., 2003).

XO0Tsl OmUcaHoO TOJBKO 12 OONBHBIX C BHYTPUTEHHBIMU MYTAllUSIMU, BCE JTH MYTallUd
BO3HHUKAIOT B DK30HE 3, UTO, BEPOSTHO, IPUBOIUT K HAPYIICHUIO CTPOCHHS W/WIIA OTCYTCTBHUIO
dyukimonupoBanus Oenka (Slager ¢ coast., 2003; Bi ¢ coast., 2004, 2006; Girirajan ¢ coasT.,
2005, 2006). C Bo3HuKkHOBeHHEM (eHoTHNA cHHApoMa CMHUT-MareHuc CBSI3bIBAIOT HOHCEHC U
MHUCCEHC-MyTanuu (e NOVO, a Takke JelClUd WIA WHCEPIMH, MPUBOJASAIINE K OMIMOKaM
BKJIIOUEHUsI 8-74 aMUHOKHUCIOT B MEpPBUYHYIO CTPYKTypy Oenka. Takke B T'eHE BBISIBICHO
HECKOJIbKO HOpMalbHBIX monumopdu3moB (Girirajan ¢ coast., 2006). MccrnenmoBanus Mbimei
MO3BOJIAIOT TMPEAMOIOKUTh (yHKIHOHUpoBaHHE RAIL Kak TpaHCKPHIIIIMOHHOTO PETYIATOpaA,
B)XHOTO ISl SMOPHOHAILHOTO U TIOCTHaTanbHOro pa3sutus (Bi ¢ coart., 2005). [{ist momHOTO
nonuManus pomu reHa RAI1 B cunapome Cmur-MareHuc HEOOXOIWMBI JallbHEHIINE

HCCICIOBaHUsI.
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Pucynok 2 Uneorpamma pernona 17pl1 — p12, nokassiBaroias KApTUPOBaHHBIE FE€HBI U
BBI3BAHHBIE UX MOBPEXIEHNEM HapyllleHus u anoManuu. SMS — cunpom Cmut-Marenuc;
BHD - cunapom bupt-Xorr-/Iy6e; CMT1A — 6one3ns lapko-Mapu-Tyr tuna 1A; HNPP —
HaclleICTBEHHAasi HeHpomaTus C MOIBEP’KEHHOCTHIO K apajinyaM OT C/IaBJIeHUS (C
paspemtenuss Gropman c coasT., 2007).

OCHOBHBIM HCTOYHUKOM TIUIIMHA U OJHO-YTJIEPOJIHBIX METa0OJIUTOB B MO3Te sBiIsgeTcs (onat-
3aBHCHMOE MeTa0OJMMYecKoe TMpeBpallleHHe CepuHa B TJIHMIMH, KOTOpOEe KaTalu3upyer
IIUTO30JIbHAsT CepuHOBas rujpokcumerunrpanchepasa (cSHMT). 'amioHenoctaTOYHOCTH IO
reny CSHMT Obuta oOHapyskeHa y Bcex 26 MaMeHToB ¢ CHHApoMoM CMHT-MareHuc B OJTHOM U3
WCCJIeI0BaHM; YpOBEeHb (hepMeHTa B TuM(p00OIacTax, UCCICTOBAHHBIA Y TPOUX MAI[UEHTOB, OBLIT
camkeH Ha 50% Bo Bcex oOpasmax (Elsea c¢ coaBt., 1995). Ilpeamonaraercsi, 4To CHMXKEHUE
(epMEeHTaTUBHOW aKTHUBHOCTH MOJKET MPUBECTH K H3MEHEHHIO YpPOBHEH TIJIMIIMHA, CEpPHHA,
aZieHo3uHa, u (onueBoit kucioTsl B Mosre (Elsea ¢ coast., 1995); onnako, no kpaiiHeir mepe, B
iasMe U Mode OOJIbHBIX, YPOBHH CEpPHHA W TIUIMHA OBUITH B HOpPME, a YPOBEHBb (OJHEBOM
KHCJIOTH! OBIT CHMKEH TOJIBKO Y OAHOTO M3 TPOMX HMCCIEIOBAHHBIX MALMEHTOB C CHHIPOMOM
Cmut-Marenuc. B nepennem mo3sre, moaymnsiius peuentopoB N-merui-D-acnaprara (NMDA)
TpeOyeT akTHBAlMM TNIMIMHOM, KaK KO-arOHUCTa HelpoMeauartopa riyramata. MccnenoBanus

Bazupu (Waziri ¢ coaBt., 1999) Ha TUNeprIMIIMHOBON MOJEIH KPBIC TOIEPKUBAIOT THUIIOTE3Y,
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YTO BBICOKHE KOHIIEHTPALMH TTIUI[MHA MOTYT OKa3bIBaTh HEHPOTOKCUYHOE JICHCTBUE U IPUBOAUTH
K HapylmIeHHSM TIOBEJCHHUS UM aHOMAJIMSIM MO3ra, KOTOpbIE HAOMIOAAIOTCA Yy JIIOJeH ¢
mu3o(ppeHuei.

I'en COP9, xoTophlii KapTUpOBaH B MpeiAesiax KpUTHUYECKoW obmactu cuHapoma CMHT-
Marennc (Potocki ¢ coaBr., 1999), mnpeacraBisieT HHTEPEC, IOCKOJBKY OH KOIMPYET
KOHCEpBaTUBHBIN Oenok (45% coBnaaenuii ¢ reHomamu pacrenuii). COP9 npencrasiser coboi
OETTKOBBIN KOMIIIEKC U3 HECKOJIBKUX CYObEAMHUIL, 1711 KOTOPOT'O B OpraHU3MeE YeJIOBEKa OKa3aHa
POJIb SIAEPHOTO PETYISTOPA, & B PACTEHUSAX 3TOT I'eH Y4acTBYET B pEaKIMH Ha CBETOBbIC CUTHAIIBI
U3 OKpY’Karomiel cpeasl U B peryisuuu passutus (Potocki ¢ coasr., 1999). COP9 moxer urparb
POJIb B HETAaBHO OOHAPYKEHHOM MHBEPCHH CYTOYHOTO PUTMa MEJIaTOHMHA, KOTOopasi HabIoaaeTcst
npu cuaapome Cmvur-Marenuc (De Leersnyder ¢ coast., 1999; Potocki ¢ coagt., 2000).

FLCN: cungpom bupr-Xorr-/Iy6e, penkoe ayTOCOMHO-IOMHUHAHTHOE pPacCTPOMCTBO,
MPUBOJAIIEe K TaMapTOMaM, BBI3BAaHO MYTallMsSMU B 3apOABIIIEBON JIMHUU T€HA (DOLIUKYIUHA
(FLCN). CunzapoMm xapakTepusyercsl TpHaaoi J0O0pPOKaYeCTBEHHBIX OMYXOJICH KOXKH, BKIIIOYAs
BOJIOCSTHBIC (POUTHKYIIBI ((prOpodommkyioma, akpoXOpIOH U TPUXOIUCKOMA), KHCTAMH JIETKHX
U TIOBBIIIEHHBIM PHCKOM CIIOHTAHHOTO ITHEBMOTOpAaKCa W/WIM HOBOOOpPA30BaHMI TOYEK.
Knununuecku, peHOTUIT OOBIYHO HE pacro3HAETCS 10 TPETHEr0-ueTBEPTOTO NECATHIICTUS JKU3HHU,
UMeeT 3HAYUTENbHYI0O M3MEHUYMBOCTH TPH OJHOM M TOM JK€ THIIE WJIH JIOKAIH3AIUHd MYTalluu
3apoapimieBoii auHUU (Schmidt ¢ coar., 2005). Tunuunas nenerus npu cuHapome CMUT-
MareHuc npuBOINT K rarmioHen0ocTatogHocTH 1o reny FLCN. XoTs puck mposiBIeHUs: CHHIpOMa
bupt-Xorr-/lyoe npu cunapome Cmut-MareHuc He u3ydeH, aBTOpaM U3BECTEH 10 KpaliHeil Mepe
OJIMH B3POCJIBIA TAIMEHT ¢ CUHApoMOM CMHUT-MareHuc W TMOATBEPKACHHOW NeserueH, y
KOTOPOTO OITMCAHbl MHO)KECTBEHHBIE TBYCTOPOHHUE OITYXOJIM TOYEK M COYETAHHBIC MATOJIOTHU
(HeomyOnukoBaHHOe HaOmronenue). Tak kak cuHapoma bepr-Xorr-/[yde o00b14HO He
pacro3Haércsi 10 B3pOCIOro BO3pacTa, PUCK €ro MposiBiIeHus npu cuHapome Cmur-MareHuc
HEHW3BECTEH; KPOME TOT0, HE0OX0IMMa OIEHKA CITy4aeB CIOHTAaHHOTO ITHEBMOTOPAKCA.

TNFRSF13B: wien cynepcemeiicTBa perentopoB ¢pakropa Hekpos3a onyxoiu 13B sisercs
muM@oruT-ciennpruIeckuM 4JICHOM CylepceMencTBa pelenTopoB (hakTopa HEKpo3a OMyXOJH
(TNF), xoTopslii B3aUMOJICHCTBYET C KANBIIMEBHIM MOAYISTOPOM U JUTAHIOM MHUKIO(DUINHA
(CAML). DOror reH komupyer TpaHcMeMmOpanHbIii aktuBarop u maptHép CAML (TACI),
BOBJICYEHHBI B TYTh I€peNavyd CHTHAJA, KOTOPBIA PETYIHpPYyeT BBDKHBAHWE M aIlONTO3
UMMYHHBIX KJIETOK. OKcrpeccupysch B mepudepuueckux B-xmerkax, TNFRSF13B/ TACI
cesa3biBaeT BAFF (dakrop aktuanmu B-knetok, B-cell activating factor) u APRIL (iurann
uHAyHHpYyrommi mpoaudeparmio, a proliferation-inducing ligand), kotopsie HEOOXOAUMBI IS
MEePEKITIOUEHUs Kjlacca MMMYyHOTJIo0ynuHa 4enoBeka ¢ IgM nHa IgA u IgG. Jlomunupyromas
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myTarus B TNFRSF13B moxeT nmpuBecTr K BOSHUKHOBEHHIO JBYX CHHIPOMOB UMMYHOIe(PHUITUTA!
cenexktuBHOMY nepunuty IgA (vactota 1:600) u MmeHee pacipocTpaHEHHOMY, HO OoJiee TIKEIOMY
BapuabensHOMY Heknaccuduupyemomy ummynoaepunuty (BHI) (Castigli ¢ coast., 2005). O6a
COCTOSIHUSI CBSI3aHBI C IMOBBIIIEHHUEM YacTOThl MEPCUCTUPYIOLICH/BO3BpaTHON HH(EKINH yXa,
HOCOBBIX Ta3yX, OpPOHXHTa, MHEBMOHUU W/WIK >KEIYJOYHO-KUIIEYHBIX HHPekiuil. Takum
oOpasom, ramionenocratoyHocts mo TNFRSF13B u3-3a peneumu 17pll.2 moxkeT OOBSCHUTH
NOBBIIIEHHYIO 4YacToTy Aeduuurta IQA u BO3BpaTHbIE MH(MEKUIWH, YacTO HAOIIOAaeMble MpPHU
cunapome Cmut-Marenuc (Introne ¢ coanrt., 2005).

PEMT: sTot ren, konupyromuii pocharunun-3tanoaamMmut-N-meTuntpancdepasy, siBiaseTcs
Ba)XHBIM ()EPMEHTOM IEYCHH, YIACTBYIOIIUM B CHHTE3€ MEMOpaHHBIX (hocdonmunuaos (cekpennn
munonporenHoB 1nedeHn). SNP-momumopdusm (V175M) rena PEMT dyenoBeka cBsizan co
CHI)KEHHOM  ()epMEHTATUBHON  aKTUBHOCTHIO, KOTOPYIO CUHTAIOT  0OycliaBIuBaroIeit
BOCIPUHUMYHMBOCTD K HEAJIKOTOJILHOMY KHPOBOMY renatosy y ueigoBeka (Song c coast., 2005), B
COOTBETCTBUH C TEM, UYTO y MBIIIEH C HOKAyTOM I'eéHa Pa3BHBAETCS KUPOBOU remaro3. B meueHn
IPOUCXOTUT CUHTE3 TPUTIHUIEPUIOB, U UX CEKpPEIHs CEKpeTHpYyeTcs B (opMe JIMIONPOTEHHOB
ouenb Hu3kou tuotHoctH (JITIOHIT). Cekpeuuns JIIIOHIT tpeGyer cuHTE3a HOBBIX MOJEKYI
dbocharunninxonrta, a B Cliydae UX HEIOCTYITHOCTU MPOUCXOIUT HAKOIIJICHUE KUPOBBIX Karleib
B ITUTO30JI¢ KJIETOK redeHu (Song ¢ coast., 2005). @akTopsl prcKa HEATKOTOJIEHOTO KUPOBOTO
rernaro3a BKJIIOYAIOT OXHPEHHE, TUINEPTPUIIIMIEepuaeMuto W amaber. W oxupeHue wu
THICPITUIUAEMHS YacTO BCTpedaroTest mpu cuuapome Cmut-Marenuc (Smith ¢ coasr., 2004), a'y
HECKOJIBKUX OOJIbHBIX OBLIH 3aJ0KyMEHTHUPOBAHBI PU3HAKU KUPOBOI JUCTPO(DUH NTEUEHU W/ UITH
HapyIieHre QyHKIUK nedeHn (Smith ¢ coaBT., HeOMyOIMKOBaHHBIC TaHHbIC).

SREBF1: B paiioHe, KOTOpBIM YacTO 3aTparuBaercs neiernuer npu cuHapome CMuUT-
Marenuc, HaxoIUTCs TeH OelKa, CBA3BIBAIOIIETO PErYIATOPHBIA 3JIEMEHT CTEPHHOB, (pakTopa
TPAHCKPHUIIIIMK, YYaCTBYIOLIEro B romeocrase xonecrepuna (Hua c coast., 1995). IMone3Hsm
pPaHHUM OMOXMMHYECKHMM MapKepOM CHHIPOMA MOXET CIY)KUTh THIepxoiiectepuHemus. Cpeau
49 nereit ¢ cungpomom Cwmurt-Marenuc, y 28 (57%) HabGmroganochk mpeBbimieHHe 95-To
OPOLEHTHIIA JJIs1 JJAHHOTO BO3pacTa M IMoJia MUHUMYM OJIHOTO M3 CJEIYIOLIMX IOKazaTesei
HATOIAK: OOIIEero XoJecTepuHa, OOIIMX TPHUIIIMLEPUIOB W/WIM XOJIECTEpUHA JUIONPOTENHOB
HU3KON TI0THOCTH. Tonbko 16 (32%) umenu HOpMaNbHBIM YPOBEHB BCEX TPEX TOKazarenei
(Smith ¢ coagr., 2002). ToabpKO y OJHOM TPETH MAMEHTOB ¢ CHHAPOMOM CMUT-Marenuc oomuit
XOJIECTEPUH M XOJECTEPHUH JMIIONPOTEUA0B HU3KOW MUIOTHOCTH HAXOMAATCS B MpE/enax HOPMBI,
COIJIaCHO peKoMeHaanusaM AmMepukanckoii Akanemueit [leauarpun 1uisa neret u noapocTkos. s

OTpeNeNICHUsT PO TaruioHeAocTaroyHocTh 1o TeHy SREBF1 B wu3MeHeHum romeocTasa
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XOJIECTepUHA U €ro MOTEHIIMAIFHOT0 BKJIa/1a B TaToreHe3 cunapoma CMut-MareHuc HeoOX0IuMBI
(yHKIMOHATIBHBIE UCCIIEIOBAHUSI.

MYO15A: nmoBbIlIeHHAsT 9aCTOTa BCTPEYAEMOCTH CEHCOHEBPAIBHOU TYrOyXOCTH, KOTOpas
HabmoaeTcs npu cuaapome CMUT-MareHuc, MokeT ObITh BTOPUYHOM 110 OTHOILIEHUIO K IOTEpe
TFe€TEPO3UTOTHOCTH, BBI3BaHHOW TarutoHeaocrtarouHocThio MYOI15A, rena BpoXAEHHOM
pELIECCHBHON HECHHIPOMAJIBHOM, TIIyOOKO# HelipoceHcopHOU Tyroyxoctu (Friedman c coasr.,
1995). T'en xomupyer Muo3mH XVA, MOTOpHbIH OelloK, HEOOXOAMMBIM Uil pa3BUTHUSA
CTEPEOIMINI BOJOCKOBBIX KjeTOK BO BHyTpeHHeM yxe (Nal ¢ coast., 2007). CexkBeHHUpOBaHHE
resa MYO15A B BoCbMHU MOATBEPKAEHHBIX CiIydasx cuHapoma CMuT-MareHuc c Jeneruei u
n€rkoit (N=7) WM yMEpEeHHON HEHPOCEHCOPHOW TYroyxocCThio (N=7) BBISBHIIO TOJBKO OJUH
ciryuait remusurotHoi mytar MYO15A. Y storo manuenTa 33-x JieT ¢ yHaclIeIOBaHHOH OT 0TI
Jenenrel 1 yMepeHHONW TYroyXoCTbhiO, Oblia BBISIBJIEHa MATEPUHCKAsi T€MHU3UTOTHAas MUCCEHC-
mytauusa (T22051; 6952C-T) (Liburd ¢ coast., 2001). B ocTanbHBIX ceMU CiIy4asx C OJHUM
«HOPMAJILHBIMY aJUIeNIeM IeHa, Habronanack 0osee Msarkas gopmMa TyroyxXxoCTH, 4TO TIO3BOJISET
MPEIOJIOKHTh, YTO TAaIJIOHEJOCTATOYHOCTh MOJXKET MPUBOJUTH K YMCHBIICHHIO 4YHCIIA
CTEPEOIMIINK YIUTKH W/WIH BIUSATh HA HOPMAIbHOE Pa3BUTHE WUIIM MPOLECC «CTAPEHUS» ITUX
CIEIMAIM3UPOBAHHBIX  BOJIOCKOBBIX KiIeTOK. Takum o0OpazoMm, Oojee paHHee Hayalo
HEWPOCEHCOPHOU TYroyXoCTH, 3aJJOKyMEHTUPOBAHHOE eIE 70 necaTuiieTus oonpHoro (Brewer ¢
coaBt., 2003), MoxeT OBITh pE3yJbTaTOM TaIUIOHENOCTaTOYHOCTH Mo TeHy MYOI15A wu
MOTEHIUaIBHOTO 3 (deKTa CTapeHusl.

JNATHOCTHYECKHUE KPUTEPUU

JuarHo3 cuHapoma CMUT-MareHuc OCHOBBIBAETCSI Ha KIMHUYECKUX IpU3HAKaX -
YHUKAJIbHOM M CJI0)KHOM DPHCYHKE OCOOCHHOCTEH CTpOEHUs, Pa3BUTHSA, MOBEACHUS M CHA.
OxoHuaTenpHBIA  aUarHo3 cuHapomMa CMuT-MareHHC OCHOBaH Ha  TOATBEPXKICHHU
WHTepCTUIMaNbHOM Aenenuu 17p11.2 unam BBIABIEHUM TeTepo3uroTHor myranuu reHa RAIL.
BonbmmHCTBY O0NBHBIX TUarHO3 BHICTABISETCS IUTOTEHETUYECKH, C IPUMEHEHUEM PYTHHHOHN G-
OKpackH (¢ pazpenieHreM B 550 cerMeHTOB WM BhIIIE) U (pIrOOpeceHTHON ruOopuan3anmy in Situ
(FISH) ¢ npumenenueM 30H1a, crenuduyanoro s cuaapoma Cmut-Marennc (D17S258 wnm
apyroro 30H1a, coaepxkamiero RAIL) (Juyal ¢ coasr., 1996; Vlangos ¢ coast., 2005; Gropman ¢
coaBT., 2007). Tem He MeHee, neneuus cinabo pa3IMyMMa M MOXKET OBITh YIYIIEHA INpU
71a00paTOPHOM HCCIIEI0BAaHUH, OCOOCHHO eclii cuHAPOoM CMUT-MareHuc Helb3s C yBEPEeHHOCTHIO
UCKITIOUNTh Tpu  nuddepennmansuoit  auarHoctuke. Cpenu  G6onpHBIX, 90%  uMmeroT
obuapykuBaemyro generuio 17pl1.2, myramuu B rene RAII necym ocraBmmecs 10% (Elsea u
Giriragjan, 2008). Cpeau ompeaensieMbix ciydaeB aeienuu, 70% MPeaCTaBISIOT CcoOO0

pacrpoCTpaHEHHYIO JeNelni0 NMpoTsHKkEHHOCTRIO 3,7 Mb, a ocrambubie 30% npuxomsTcs Ha
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kpynHble win Menkue aeneruu (Elsea and Girirajan, 2008). All deletions include the RAII gene.
Bce nenenuu Britouarot red RAIL.

MHorue HOBbIE MOJEKYJsipHbIe MeTolbl Ha ocHoBe JIHK mokazamu cBOIO CKOPOCTS,
SKOHOMHMYHOCTh U HaA&KHOCTh U1l OOHapy>KeHUs CyOMHKpocKomuyeckux penenuil. OHu
BKIrOYaroT kosmuectBeHHyto [II[P B peambHom Bpemenu (QPCR) u  MyJIbTHIUIEKCHYIO
amruiuKauo JurupoBaHHbix 30H10B (MLPA) mms ompeneneHus 4ucia KOMUH TI'eHOB
(manpumep, RAIL), a Takke CpaBHUTEIILHYIO TCHOMHYIO rHOpuau3anuio Ha Mukpoynmnax (CGH)
na (Elsea u Girirajan, 2008; Truong ¢ coasr., 2008).

B cnydae ecnu crienuanucTbl UMEIOT CephE3HBIE MON03peHHsT HAcu€T cuHapoMa CMUT-
Marennc, HO npu aHamm3e FISH co crnenmduunbiMu 30HmaMEH Aenmenuu He OOHApYXKEHO,
PEKOMEHAYIOTCSL JONOJIHUTENbHBIE MOJEKYJISpHbIE aHaJu3bl B COOTBETCTBHUM C HEAABHO
onybimKkoBaHHBIM anroputmoM auarHoctuku (Elsea u Girirajan, 2008).

Onucansl JBa MJ10/1a C MPEHATAIILHO IUarHOCTUPOBAaHHBIM cuHapoM CMut-Marenuc (Fan
u Farrell, 1994; Thomas c coasrt., 2000). B 06oux cay4asx aenerust 17p11.2 Oblia oOHapy)eHa
BO BTOPOM TPUMECTpE NPU AMHHUOLIEHTE3€E, TPOBEAEHHOM M3-3a MOBBIIIEHHOI'O PUCKA CHHJIPOMaA
Jlayna Ha OCHOBaHHMHM HHU3KOTO YpOBHS anbda-QeTonpoTrenHa B CHIBOPOTKE MaTepu Mpu
CKpUHUHTE.

JUODPEPEHIUAJIBHASA IUATHOCTUKA

Y HOBOpOXJIEHHBIX ¢ cUHJIpoM CMUT-MareHuc 3a4acTyro nojo3peBaercs cuHIpoM JlayHa us-
3a MBIIIEYHOW TUIIOTOHUH U pAJia CTUTM JIMLA, O3BOJISIIOIIUX MPEANOoIaraTh 3TOT IMarHo3, B TOM
YHCIIe YIUIOMICHHS CPe/IHeH YacTH JIMIa K MOHTOJIONAHOTO pa3pesa ria3 (Allanson ¢ coasr., 1999;
Gropman c coasr., 2006). [Ipyrue 1uarHo3sl, IpeArnoaarapumecs y O0JIBHBIX JI0 TTOITBEPIKICHUS
cugapoma Cmut-Marenuc, BkiatodatoT cuaapoM [lpaaepa-Busin u3-3a MblleuHON THIIOTOHUH,
BSJIOCTH, PAcCTPOWCTB KopMmiieHHs W cHa; aenenwio 22011.2 (du Jkopmxu/ Beno-kapauo-
danuanbHbIl CHHAPOM) M3-3a 3aMETHOM 3aJepKKU PEUYEBOT0 Pa3BUTHSA U aHOMAIMH cepAla; U
CHHIPOM JIOMKOM X-XpOMOCOMBI W3-32 IPU3HAKOB ayTW3Ma W HapyLICHUN ITOBEJICHUS.
Knunuueckn, MHOTMM JAETSM CTaBUTCS JAMAarHo3 ayTh3Ma WIH TMEepBa3UBHOIO PAaCCTPOMCTBA
pa3BUTHUSA U3-3a 3HAUUTEIHHON 3aJCPKKHU SI3BIKOBOTO M PEUEBOTO PA3BUTHUS U HATTUYUS MPOOIEM

CCHCOpHOﬁ HUHTCrpaliu, CTCPCOTUITHOTO MU [AC3aAalITUBHOI'O IMOBCACHUA (Gropman C COaBT.,

2006).

OCOBEHHOCTMU IMPOSABJEHUS U KIMHUYECKOE BEJIEHUE CUH/IPOMA
Onucanne ¢enoruna npu cuHapome Cmur-MareHuc maércs Ha OCHOBE KIMHHYECKOTO
OTMCAHUsI W/WIA CUCTEMATHYECKOTO OO0CIIEeNOBaHMS OOJBHBIX C TOITBEPKACHHOMW Aelelne

17p11.2. Xots ommcanHbie (EeHOTUNIMUECKHE Tpu3HaKu mpu Mmyrtanusax RAIL 3HauntenbsHO
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nepekpbiBatoTcs (0koso 70%) ¢ TakKOBBIMU IpU Jieelnu, TeM He MeHee, MPOSIBICHUS MyTalui
RAIL, no-BuauMoMy, OTIMYAIOTCSI OT CTAHJAPTHBIX CIy4yaeB JAEJELUN B HECKOJIBKUX ACIIEKTaX,
KOTOpble oOcyxnanuch Bbie (Girirajan u coast., 2006). Huwke omnwuchIBaOTCS NpPU3HAKA
cunapoma CmuT-Marenuc, 00yCIOBICHHOTO IETICIIUCH.
Oco00eHHOCTH poCcTa U MUTAHUE

Huskopocinocts w/wim  OTCTaBaHWE B Pa3BUTUM  OCTAlOTCA  Hauboyiee  3aMETHBIMU
0COOEHHOCTSIMH Y OOJIBIIMHCTBA MAMEHTOB ¢ cHHApoMoM Cmut-Marenuc. bonee 80% GoabHBIX
JeTel POXKACHBI B CPOK, C MAacCOM W JIJIMHOU Tella, U OKPYKHOCTHIO T'OJIOBBI, KaK IPAaBHUIIO, B
npezenax HopMalbHOTo auanasona (Smith ¢ coasr., 1986). PocT 1 BeC MOCTENEHHO CHUXKAIOTCS
JI0 5-T0 IPOIEHTIIIS HJTK HUKE B TEUCHHUE MTEPBOTO '0J1a JKU3HU KaK Y MAIbYUKOB, TaK U Y JICBOYCK.
OKpY>KHOCTH TOJIOBBI OOBIYHO HAXOJUTCS B MIPENEIax HOPMBI, XOTs mpuMepHo Y 20% 3HaYeHUS
OKPYXKHOCTH TOJIOBBl HaxXOIATCA HIKE 3-T0 MPOLEHTHIIA [Js COOTBETCTBYIOIIETO BO3pacTa
(Stratton ¢ coaBr., 1986; nuuHbIc HAOIIOACHHS).

Huskopociniocts y HOBOPOKICHHBIX M B JIETCTBE XapaKTEPH3yeTcs, KaK MpaBUIIo,
3HAYCHHUSIMHU POCTa Ha 2-3 CTaHIapTHBIX OTKJIOHEHHUS HIDKE CpeHero s Bo3pacta (Greenberg ¢
coaBT., 1991); Tem He MeHee, POCT B3POCIbIX OOJBHBIX, KaK MPABHIIO, BHIIIE HUKHEH TPaHUIIbI
HOpMasbHOro auamna3ona (3u -10-i mpoueHTHsb). ONUCAHO HECKONBKO OOIBHBIX CHHAPOMOM
Cmut-Marenuc ¢ 3aMeTHON HU3KOPOCJIOCTHIO U OKUpPEHHEM. B HEKOTOPBIX clTydasx 3TO IPUBEIIO
K TEpBOHAYAIILHOMY IOJIO3pPEHUI0 Ha cuHapoM [lIpanepa-Buium, ocoOeHHO NpHw Hanmu4ynu B
aHaMHe3€ MBIIIEYHOW THUMOTOHUM y HOBOPOXACHHOTO W MPOOJEeM C MHUTaHHUEM, HaBSI3YUBOTO
MoWcKa TUIIM W/WUIU TPU3HAKOB HapylleHus moBedeHus (Stratton c coart., 1986; nuunbie
HaOIIOICHU ).

XOTS TPUMEpPHO Y TMOJIOBHHBI MAIIMEHTOB C JIEJENNell HU3KOPOCIOCTh COXPAHSETCS BO
B3pociiom Bo3pacte (Greenberg c¢ coast., 1996), ona penka (Toapko 10%) cpeau MarMEHTOB C
mytanueir RAIL (Girirajan ¢ coasrt., 2006; Edelman ¢ coasrt., 2007). JI71st 60JIbHBIX C MyTaruei
RAI1 Gomee BeposiTHBI MpoOJeMbl ¢ MoTpebaeHueM iy (repeemaanne) (86%), Beaymue K
oxupenuro (67%), TmMOATOMY pOAUTENSIM OOJBHBIX JIeTed HEeOoOXOAMMO MPUHUMATH
JOTIOTHUTETIbHBIE MEPhl MPEIOCTOPOKHOCTH, CHPATATh €Ay WIM OTPAaHUYHTh K HEW IOCTyI
3abokupoBaTth j10 eabl (Edelman ¢ coast., 2007). (Daenbman ¢ coat., 2007). Ha naHHbIi MOMEHT
HCCIJIEIOBATENH MO03pEBAOT, yTo MyTanuu RAIL cBsi3aHbl ¢ (PEHOTUIIOM YCHIIEHHOTO pPOCTa, TaK
KaK y TalMeHTOB OBUTH JOKYMEHTAJIBHO TOJTBEPXKICHBI POCT M BEC BBIMIC 95-H TpOICHTHIISA
(Girirajan ¢ coast., 2006; Elsea u Girirajan, 2008). 3T0 0COOEHHO HHTPUTYET, MOCKOJBKY
OKUPEHHUE BOCIIPOU3BEZI0 B MOJICIIAX Ha reTepo3uroTHbix RAIL+/- u Tpancrennsix mbimiax (Bi ¢

coasrt., 2005; Yan c coaBt., 2004).
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TpynHOCTH ¢ KOpMIJIEHHEM B OOJIBLIIMHCTBE CIy4aeB BO3HUKAIOT B I'PYJHOM BO3pacTe U
BBI3BIBAIOTCSI OTYACTH THIIOTOHHEW, OOIIel BSJIOCTHIO, MOTOPHOW TUC(HYHKIMEH CTPYKTYp
pOTOBOH ToJOCTH M cinadbiMu pedaexcamu cocanus u rinoranus (Gropman c coast., 2006).
CeHcoMoTOpHast TUCHYHKLHUSA CTPYKTYpP POTOBOM IOJIOCTH HaOIIOAAETCsl MPAKTUYECKH y BCEX
00cIieZIOBaHHBIX OOJIBHBIX U XapakTepu3yercs: oOuiel ciaboCThio MBI A3bIKA, aCUMMETpUei
W/WIM OTPAaHUYCHUEM JIBHKCHUS, U CIIy4aillHBIMU aHOMalUsiIMU roptanu (Sonies ¢ coast., 1997;
Solomon c coagr., 2002). MotopHast TUCPYHKIHS CTPYKTYP POTOBOM IMOJIOCTH MOXKET IPHUBECTH
K OTKa3y OT TBEPJOMN MUILK U CIIOCOOCTBYET OTCYCTBUIO NMPUOaBKU B Bece. VIHOoraa HeoOXoaumo
KOPMJICHHE Yepe3 Ha30racTpasIbHbIN 30H]] WM FaCTPOCTOMY, U € BBICOKOM 4acTOTON HabtogaeTcs
KEITyJOYHO-TIMIIEBOTHBINA peduitokc. J[omonmHuTeNbHbIE MTPOSBICHNUS CHHAPOMA, KOTOPBIE MOTYT
BIMSATh HAa KOPMIIEHHE, CBS3aHbl C 3aTpyIHEHUEM cMbIKaHus ryo (64%), aHomanusMu HEOa,
BKJII04ass HEOHO-TJIOTOUHYIO HEIOCTATOYHOCTh (75%) U OTKPBITHIA POT C BBHICYHYTHIM SI3bIKOM
(menee 30%) (Solomon ¢ coagrt., 2002).

HecMmoTps Ha BBICOKYIO 4acTOTy CHMKEHHOM NPUOABKHU B Bece, JETH ¢ CUHAPOMOM CMUT-
MareHuc OOBIYHO BBITIISAAT YINUTAaHHO. MIHOEKC Macchl Tena y IBYX TpeTel OONMbHBIX JeTer
HaXOJUTCs B Mpezerax HOPMalbHOTO JUana3oHa, y OOJIbLIIMHCTBA JAeTeil B Bo3pacte a0 19 sner
ero 3HaueHus cocraBuim ot 14,1 mgo 31,7 mpu cpemnem 18,4 (Smith ¢ coast., 2002). Ilo
CPaBHEHMIO C OMYOJMKOBAaHHBIMH HOpPMaMH, 3T 3HAUY€HUS HE ObUIN CYIIECTBEHHO MOBBIIIEHBI Y
neBodek (17,7 = 3,65) u nuih HE3HAYUTETHHO MPEBBIIATIA HOPMY Y Manb4yuKoB (19,32 + 3,56;
p<0,001. OxxupeHue yacTo HabIOAAETCs MOcie § JIeT, COBMAaJasl ¢ HACTYIUIEHHEM I10JIOBOTO
CO3pEBaHMsI M MOXET OCTaBaTbCsi MPOOJIEMONW BO B3POCION JKHM3HU. 3aJepikKKa pPa3BUTHA,
HEJ0CTAaTOYHOCTh 00pabOTKN CEHCOPHBIX CUTHAJIOB U MOHMKEHHBIE (DYHKIIMOHAIbHBIE HABBIKU Y
007bHBIX cHHIpOMOM CMUT-MareHuc NpUBOAST K CHHUXKEHUIO (DU3MYECKOM AaKTUBHOCTU U
cuasgyeMy o0pasy JKU3HH, YTO MOXET CTaTh NMPUYMHOM M30BITOUHOro Beca. B moapocTkoBoM
BO3pacTe MpoOJIeMON SIBISETCS MOUCK IMUIIM BO BpeMs HOYHBIX IMPOOYXIEHHH, M3-3a 4ero
poauTeny OOJIbHBIX BHIHYXAEHBI OJIOKHPOBATH JIBEPH XOJIOAMIBHUKOB. DTO YacTO yCyryossercs
no004HbIMH 3 (PeKTaMH NMCUXOTPOMHBIX MpPEnapaToB, MPUBOIALIIMMHI K Habopy Beca. [lokazaHo
yBEJIMYEHHUE C Bo3pacToM uHaekca macchl Tena (MMT) unu oxupenue y 33% auil ¢ CHHAPOMOM
Cmut-Marenuc (Edelman c¢ coasr., 2007).

Ouenka pocra M NMTAHUA

e Pocrt, Bec, U OKPY>KHOCTb TOJIOBBI HEOOXOIUMO U3MEPATh U CPABHUBATH C IpadUKaMu JUIs
oOuieil monyssuy Mpy MepBOHAYaILHOM 00CIEA0BAHUU U MPU KaXJAOM MOCIEAYIOLIEM
ocMOTpe . BaxkHO yuduThIBaTh COOTHOIIEHHE Beca U pocta miau MUMT, B nomnonHeHue

M3MEpEHUsIM aOCOIOTHBIX 3HAUCHUH.
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s Bcex OONBHBIX HOBOPOXKICHHBIX PEKOMEHAYETCS HCCIEOBAHHE CIIOCOOHOCTH
NPUHUMATh TUILY, BKJIIOYas OICHKY KaJOPUHHOCTU THILM, CIIOCOOHOCTH TJIOTAaTh,
MOTOpHBIE (YHKIIUU CTPYKTYp POTOBOM TMOJOCTH, TPU3HAKK ¥  CHMIITOMBI
ractpos3odareanbHoro pedirokca, Hapsgy € PacCMOTPEHHEM OOECIIOKOCHHOCTH
poauTenield HaCYET MUTAHUS.

[Tpu momo3peHnH Ha KETyIOYHO-THIIEBOIHBIN PEQIIIOKC CIEAYET MPOBECTH TIOJIHOE
CTaHJIapTU3UPOBAHHOE 00CIIEI0BaHNE.

3aTpyAHEHUs] peud B COYETAHHWU C MpoOIeMaMu KOPMIICHHS yKa3bIBalOT HA MOTOPHBIE

TUCHYHKIMH CTPYKTYP POTOBOI! MOJIOCTH.

Jleuenne

[Ipemiaratorcss 3aHATHS 10 PAa3BUTUM MOTOPHOM (DYHKIMHM CTPYKTYp IMOJIOCTH pTa C
noronenoM. Ocoboe BHUMaHUE K Pa3BUTHUIO JIBUKEHUHN T'y0 U s3bIKa, IS YIy4lIEHUS
IJIOTAHUS U NEPEKEBBIBAHUS TBEPAOM NUIIU TAKKE ITOJIE3HO ULl CO3PEBAHUS CTPYKTYD
POTOBOM MOJIOCTH peOEHKA U CLIOCOOHOCTH III0TATh.

Jnst ynydiieHuss HaBBIKOB IMTAaHWS W TJIOTAHMS II0JE3HBI TPEHHWHIH, Pa3BUBAOIINE
HEPBHYIO CUCTEMY.

HoBopokIIeHHBIM € CEpbE3IHBIMU HApYLMICHUSMU CIIOCOOHOCTH NMPUHUMATH MUY MOXKET
noTpeOoBaThCsl BCKapMIIMBAHKUE Yepe3 Ha30TracTpaibHbIN 30H1 U ractpoctomy. Kpurepun
pa3MelIeHHsI TaCTPOCTOMBI SIBJIIFOTCSI CTaHIAPTHBIMH.

OtcnexxuBaHue NOTPEOJIEHUS MUIMM W/MIM NPEJOTBPALICHHE HOYHBIX MOMCKOB IHIIH
TpeOyIOT OCOOBIX MOAXOJI0B, KOTOpbIE MOTYT BKJIIOYaTh B ce0sl 3amupaHue JBEpU
XOJIOAWJIBHUKA.  PeKOMEHIyrTCA  yCHiaus 1O  IOOWIPEHUI0O U YKPEIUICHHIO
(YHKIIMOHAJIBbHOW MOABMXKHOCTH ¥ aKTUBHOCTH W/MJIM YIIPAXKHEHUSI, KOTOPbIE YIy4IIaloT

TOHYC )KI/IBOTa/Ty.]'IOBI/IIJ_Ia, HO 4aCTO BCTPECYAKOT COIIPOTUBIICHUC OOJIBHOTO.

Oco0eHHOCTH pa3BUTHS U NOBEICHUS

OCHOBHOM TPYIHOCTBIO Kak JJIsi POAWUTENEH, TaK W JUIA CICIHAINCTOB, PabOTaIOIMMX C
curapomMoM CMmuT-MareHuc, sBsieTCss KOTHUTHBHBIM M TOBEACHYECKMH (EHOTHN IMPHU 3TOM
CHUHJIpOMeE. 3aJIepXKKa pa3BUTHS WM YMCTBEHHAsl OTCTAJIOCTh BCTPEUAETCS Y BCEX MOPAKEHHBIX B
nUama3oHe OT TIyOokoi a0 HOpMbl. CpaBHEHHE KOTHUTHBHBIX YPOBHEH 3aTpyaHSETCS
BO3PACTHBIMHU PA3IHUYUSMH TAIUCHTOB M OTJIUYHEM TPUMEHSIeMbIX MeTonoB. Koaddumument
uHTeIIeKkTa i Kodppunnent passurus (IQ/DQ) y 60nbHBIX HaX0AUTCS B quana3zoHe ot 19 1o
78 (B cpemnem 50,33+12,91), mpu 3TOM OONBIIMHCTBO MOMANaeT B JAMANA30H OT JETKOH [0

yMEpEeHHOM yMcTBeHHOU otrctanocTd. KornutuBHas (yHKUHS OONBHBIX B JIETCTBE MOXKET
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HAXOJUTHCS B Mpejieax OT JIETKOM CTEeNEeHU OTCTAIOCTH JIO TOTPaHUYHOM, BO B3pOCIOM BO3pacTe
y OonpIIMHCTBA OOJIHBIX HAONIOMAeTCsl YMCTBEHHAsi OTCTAJIIOCTh JIETKOM WM yMEpeHHOU
crenieHd. Takke TPUCYTCTBYET HWHAWBHUIYyalbHas HW3MEHYMBOCTb, YTO  3aTPYyAHSET
MPOTHO3UPOBAHUE PA3BUTUS HMHTEIUIEKTa; Y MHOTMX OOJBHBIX HHTEIUICKTyajdbHas (QyHKIUS
MOJKET OKa3zaTbCs JIydyllle, 4YeM I[OKa3blBalOT oueHKu |Q, yuuThiBasg UX OTIMYHYIO
JOJTOBPEMEHHYIO MaMSATh W YAUBUTEIBHYIO CIIOCOOHOCTH BOBIEKaTh APYrHX (0COOEHHO
B3pOCJIBIX) B pa3rOBOPHI U aKTUBHYIO JIE€ATEIBHOCTb.

Manaypu ¢ xomuteramu (Madduri, 2006) oOHapy KWK, YTO KOTHUTHBHBIE M aJalTHBHbIC
CIOCOOHOCTH 00paTHO MPONMOPLMOHANBHBI JUIMHE Jeneluud; OoyibHbIE C 0oJee KPYNHBIMHU
JCIEIMSIMH, UMEITH JIOCTOBepHO OoJsiee Huskue 6amibl 1Q/DQ (muama3oH TSHKENON WK TI1yO0KO#M
YMCTBEHHOW OTCTAJOCTH) W 0ojiee HU3KYIO OLEHKY alalTUBHOTO MOBEJICHHS IO CPABHEHHIO C
OO0JIbHBIMH, HMEIONMMHU pactpoctpaHéHuyo (3,7 Mb) wmnu menbmryio aenenuio. CoriacHo
HEKOTOpPBIM MyONuKamusM, y OonbHbIX ¢ wMyTaimusiMu RAIl KOTHUTHUBHBIE HapylleHUs
NPOSIBJIIOTCS B MEHBIICH CTETeHHU, 4eM B ciaydae aeneiuu (Edelman ¢ coasr., 2007); oanako, B
cilydae MyTaliil 3aJiepKKa MOTOPHOTO M PEYEBOT0 Pa3sBUTHA HAOIIONANAcCh JOCTOBEPHO PEXe
(70%), uem B cityuae aenenuu (90-100%) (Girirajan ¢ coast., 2006).

[IpenaranpHbli aHaMHE3 OTJIMYaeTcsl ociabieHueM ABMKeHuUU minona B 50% ciydaes
(Gropman c¢ coaBt., 2006). Y HOBOPOXIEHHBIX MOTYT OBITH 3aMETHBI CJIa0ble 3aJEPIKKU
MOTOPHOI'O Pa3BUTHS, B TOM UHUCIE, 3aJ€PKKU Pa3BUTUS KPYIMHOW MOTOPUKH C 2-24 MecsIeB;
OJIHaKO, COLMAIbHO-3MOLMOHANbHAS (YHKIUS MOXET ObITh B mpejaenax Hopmbsl (Gropman c
coaBrt., 2006; Wolters ¢ coast., 2009). B memnom, 3a/1epkka SKCIPECCUBHON pevn Hecopa3MepHa
HaBBIKAM PEICTITUBHOM peur, 0COOCHHO B Tiepuoj panHero aercra (Greenberg c¢ coast., 1996;
Smith ¢ coasr., 1998a; Gropman ¢ coagrt., 2006). Bo MiaieHueCTBE ¥ paHHEM JICTCTBE OTMEYACTCS
3HAYMTEIbHAS 33/I€P)KKa IKCIIPECCUBHOM peuM, COXpaHEHHE ClIaboro cocarelbHOro pediexca,
cmalbple BOKanmuzauuu (TU1ay, JeneT), HU3KUM TeMOp rojioca M XproKarolue/ IETKAIoue
roptanHble 3ByKH (CosloMOH ¢ coaBT., 2002).

Conuc (Sonies ¢ coaBT., 1997) mpennonaraer, yto TsKENas MOTOpHAas AUCHYHKUIUS
CTPYKTYp TMOJIOCTH pTa M ampakcHsi MOXET ObITh BbI3BaHA, B YAaCTHOCTH, JIBYCTOPOHHEH
TUC(YHKIMEH MBI, YIaCTBYIOIIUX B aKT€ TJIOTAHUS U B BEIPA3UTEILHOCTH peuH (HEOA, TIIOTKH,
mEK U ap.).

Omnwucanbl cnenuduyeckrne KOTHUTHBHBIE W3MEHEHHS y TAIMEHTOB C CHHApOMOoM CMHT-
MareHuc, B TOM YUCJIe OTHOCUTEIbHbIE CUJIbHBIE CTOPOHBI - I0JITOBPEMEHHYIO MaMATh, HAaBBIKH
paboThl C KOMIBIOTEPOM M MEPLUENTHBHbIE HABBIKM, M 3aTPYIHEHHS C 3pUTEIBHO-MOTOPHOM
KOOpAMHAIIMEH, MOCICI0BATEIbHOCThIO U ckopocThio peaknuu (Udwin ¢ coasrt., 2001) Ilpu

cugapome CMuUT-MareHuc nmperuMyIieCTBEHHO MPOSBIAIOTCA AePUIUT 00pabOTKH U MOAYIIALUN
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ceHCOpHBIX curHajgoB (Gropman c¢ coaBT., 2006). Y MHOrmX [AeTe MPOSBISETCS
TUIEPYYBCTBUTEIBLHOCTh K TAaKTHJIBHBIM M CIIYXOBBIM CHUTHajJaM, a TakkKe MpoOIeMbl ¢
BOCIIPHSTHEM TITYOUHBI U OOSI3HB TaICHHS.

3HauuTeNbHAS 33€PKKA PEUEBOr0/ SI3BIKOBOTO Pa3BUTHS C COMMYTCTBYIOIIEH TYTOYyXOCThIO
i 6e3 He€, mpoucxoaut 6osee yeM y 90% mroneit ¢ cuaapom Cmut-MareHuc. Y MiIaJIeHIICB U
nereit 10 TpEX JieT HaOII0aI0TCsl OrpaHMYCHHBIE BOKAIM3AINHU H IJI0X0€ MPOU3HOIIEHUE 3BYKOB
U3-32 CEHCOMOTOPHBIX aHOMAJIUN CTPYKTYp IOJIOCTHM pra. XapakTEepHO OTCYTCTBHE
COOTBETCTBYIOILIETO BO3PACTY JIETIETa UM BOKATU3alUU («TUXHUE YIBIOKH»). 3a/Iep:KKa HaBBIKOB
SKCIIPECCUBHOW pEYM COXPAHSAETCS B PaHHEM JIETCTBE, C MPEUMYILECTBEHHBIM yIOTpeOieHneM
JKECTOB M 3HAKOB y JieTei muajuie 4x jieT, BepOalbHbIN SI3bIK BOSHUKAET B CPEIHEM OKOJIO 4-5
aer (Solomon ¢ coasr., 2002; Smith u Duncan, 2005). [Ipu arpeccuBHOI peueBOil/ S3BIKOBOM
Tepanuu, COMPOBOKAAEMOIN MPOrpaMMON S3bIKA KECTOB U 001IeH KOMMYHUKAIIMH, K IIKOJIEHOMY
BO3pacTty y OOJBHOTO pa3BHBAETCS JOBOJHHO MOHSATHBIA AKCIPECCHUBHBIN s3bIK. HexoTopsie
POAMTENIN OTMEUYAIOT, YTO S3BIKOBHIE HABBIKA, & WMEHHO pPEUYb TMOJHBIMHU MPEII0KECHUSIMH,
BO3HHMKAET, KOIJIa HMX peOCHOK HAaYMHAeT 4YHUTaTh. Y OOJBHBIX MOXET NPUCYTCTBOBATH
TUIEPHA3aIBHOCTD C TPyObIM, XPUILTBIM MPOU3HOIICHHEM. VIHTEHCHBHOCTh peud MOXKET OBITh
ClIeTKa TOBBIIIEeHA, C OBICTPHIM TEMIIOM U YMEPEHHOM B3pbIBYATOCTHIO (SOlomon ¢ coasr., 2002).
3aroBopuB, MalMEHTbl C CUHApoMOM CMHUT-MareHuc CcTaHOBSTCS OONTIUBBIMM, 3aJA0T
MOCTOSIHHBIE, YacTo MoBTOpstoluecs: Bonpockl. [lonpoctku u B3pocisie ¢ cunapomom CMHT-
MareHuc 4acTo MpOSIBISIOT XOPOIlIee YyBCTBO IOMOpPA CO CKJIOHHOCTBIO K OCTPOTaM U MUMEIOT
MPEBOCXOIHYIO JOJTOBpEMEHHYIO TaMATh (SMith ¢ coast., 1998a).

AnanTtuBHas QyHKuMs npu cuHapome CMmUT-MareHuC 3HAuUMTENbHO CTPAJAaeT BHE
3apucuMocTd oT |Q m Bo3pactra. Bece OonbHBIC METH MOKA3BIBAIOT 3HAYMTENBHBIE MPOOIEMBI C
ajanTanyei, B TOM 4YHUCIIe TPYJHOCTH C OOIICHHEM, HaBBIKAMU TIOBCEJHEBHOW >XHU3HH U
counanuzanueit. «ComuanbHas TPUBIEKATETFHOCTE» TUYHOCTH U HATIEBHOCTh PeUU y OOIBHBIX
OoJiee crapiero Bo3pacta 4acTo co3/1aéT BIevaTieHne 6oee pa3BUThIX KOTHUTUBHBIX (DYHKIINH,
yeMm Ha caMoM Jiene. Kpome Toro, npoduin aqanTUBHOTO MOBEACHUS 0oJiee CTapIINX NaleHTOB
OMUCHIBAIOT OTHOCUTEIBHBIE MPEUMYIIIECTBA B COI[UANIM3ALMN U KOMMYHUKALIMH 110 CPABHEHUIO C
HaBBIKAMHU TOBCETHEBHON M3HM (HaBbIKamMu camooOciyxuBanus) (Udwin c coast., 2001;
Madduri ¢ coagt., 2006). /111 HABBIKOB TOBCEAHEBHOM KHM3HHM TI0 IIKAJIE aJalITHBHOTO MTOBEICHHS
Baitanienn Habmroganace oOparHas 3aBHCUMOCTH OT Bospacta (r=-0,68, p<0,001) mo kpaiinei
Mepe B OJIHOM HCCJIEI0BAHUH, YTO TOBOPUT O BHIXOJE HABBIKOB MOBCEAHEBHOM KM3HU HA IUIATO B
NIEPUO]T pAaHHEH FOHOCTH, YTO IPUBOJIUT K YCHUIICHUIO 3aBUCUMOCTH OT MOIep KU apyrux (Martin

¢ coaBT., 2006). Bspocasie ¢ cuHapomoM CmuT-MareHuc mMo-TIpeKHEMY HYKIAIOTCS B
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MOCTOPOHHEHN MTOMOIIU U TPEOYIOT O0JIee CEPhEIHOMN MOAAECPKKH, YeEM MOKHO OBLIO ObI OKUIATH
IPU MX YPOBHE KOTHUTHBHBIX criocoOHoctel (Udwin ¢ coasr., 2001).

[Ipobnembl TOBeACHHWs, BKIIOYAs J€3aJallTHBHOE TIOBEACHUE, AayTOArpeccuro u
CTEpEOTHUIIHbIE MOJICIM IOBEJEHHS, YacTO BCTpedaroTcss mpu cuHapome Cmur-Marenuc u
IPEJCTaB/ISIOT OCHOBHYIO mpoOiiemy uist poauteneii u crenpanuctoB (Colley ¢ coasr., 1990;
Greenberg ¢ coast., 1991; Finucane ¢ coagt., 1994; Dykens ¢ coast., 1997; Smith c coasr., 1998a,
1998b; Finucane c coast., 2001; Madduri ¢ coast., 2006; Martinc coast., 2006). BosibHbIe ¢
cugapomMoM CMUT-MareHuc IeMOHCTPUPYIOT 3HAUUTEIHHO OOJiee BBICOKHMI ypOBEHb IMOMCKA
BHuMaHus (100%), nenocnymanus (97%), runepaktuBHocTH (94%), Hapymenus cHa (94%),
ucrepuk (94%), orenexkaemoctu (89%), paspymmurenbHoro noseaeHus (86%), UMIMYIbCUBHOCTH
(86%), 3arpyanenus npu nocemenun tyaieta (80%), CKIOHHOCTH K 00rpbI3anuio Horteit (72%)
u arpeccuun (57%). Y 92% mnamuentoB ¢ cunapomoM Cmur-Marenuc ObUIO 3aMe4YeHO
ayToarpecCMBHOC MOBEJCHUE, B TOM YHCIIE YKYChI WM yaapbl cobctBenHoro tema (71-77%),
BbIIEPTUBAHNE HOITEHN (OHUXOTHIIIOMaHUA) (29%) 1 CKIOHHOCTH 3aCOBbIBATh MHOPOIHBIE TEJIA B
€CTECTBEHHbIE OTBEPCTHS Tela (monudmOoiokoiiomanus) (25%), 3acoBpIBaHUE B POT PYK WU
MOCTOPOHHUX 00BEKTOB (54-69%), ckpexeranue 3ydbamu (54%), MOBENEHYECKHI CTEPEOTHI
«m3Hu-u-nmuctHu» (51 %), camooOHMMaHUe, crla3MaTHYEeCKOe COKMMaHHE BEpPXHEH 4acTu Tena
(46%), packaunBanue (43%) u BepuyeHue u TepebieHue o0bekTOB (40%). Hambonee dacThie
CTEpEOTUIIbl C BOBJIIEYEHUEM pTa B TOM WM MHOW CTENEHH, NMPEACTABISAIOT COOON OpaibHBIN
BapUaHT MOJIMAIMOOJIOKOWIOMaHNH. BbIcokas pacnpocTpaHEHHOCTh 3aCOBBIBAaHMS B POT
IPEIMETOB WM PYK MOKET BO3HHMKAaTh B MEPHOJ MJIaJIeHYECTBA KaK KOMIEHCATOPHBIN HaBBIK,
IPUMEHSIEMBIi B TIPOIIecce MUTaHUS, KOT/Ia CephE3Hast MOTOPHAS TUCPYHKITUSA CTPYKTYP MOJTOCTH
pTa TpeOyeT MCIONIB30BaHUS PYK M MANBLEB JJIs MPOABMKEHHS MUIIA M MTOMOIIU TIOTaHHIO.
AyToarpeccuBHOE TMOBEACHUE SBISETCS YHUBEPCAJIBHBIM U OTJIMYMTEIBHBIM HPU3HAKOM IPH
cugapome Cmur-Marenuc, npossistommmcs B 92-100% cinydaeB B 3aBUCUMOCTH OT BO3pacTa
(Tabmuma 2). YKycsl pyK/3amsacTuid, nui€naHue ceds, yaphsl TOJIOBOM O MPEAMETHI U IIUIaHUE
KOXKH SIBIISTIOTCSL HamOoJiee pacripocTpaHEHHBIMU (OpMaMH ayTOarpecCHBHOTO TIOBEACHUS B
ar060oM Bo3pacte. OHUXOTUIUIOMAHUS, MO-BUAMMOMY, CBS3aHa C BO3PacToM, ¢ Oosee peaKoit
BCTpEYaeMOCThIO B MitajiiieM Bo3pacte (13%; Martin ¢ coast., 2006), 10 CpaBHEHUIO C O3 THUM
nerctBoM (MeHee 30%) u 3penbiM BozpacToM (86%) (Dykens u Smith, 1998; Finucane c coasr.,
2001). Dunykeitn ¢ komreramu (Finucane, 1994) omucamu naBa THIA CaMOOOHMMAHHUSL:
0o0XBaTbIBaHHE BEPXHEH YacTH Teja Ha YpOBHE TPYAM MM MOA00pOAKa U MPHKUMaHUE PYK MU
&Ke CKMUMaHUeE TeJla, 4acTo ¢ MeperuieTeHrneM nainblieB. Takoe noBeneHue 0osee pacpocTpaHeHo
cpeau OONIBHBIX JeTed M TOJPOCTKOB, Y€M CpeAM B3pOCHbIX. JIBM)KEHUS BO3HHMKAIOT

HEIMPOU3BOJIBHO, TTOJI00HO THKY W HAOJI01at0TCs, KorJaa OOJIbHOW CUACTIWB WJIM JIOBOJICH, HO HE
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BO BpeMs HUCTEpPUK WM HEOXHUJAHHOTO YXYAIIeHUs HacTpoeHus. Kpome camooOHUMaHUA,
MaUeHThl ¢ cMHIpOM CMUT-MareHuc 4acto OOHUMAIOT IPYTUX, HEOTHOKPATHO U ¢ CHIION. XOTs
HNAUEHTH! ¢ CUHApoMoM CMuT-MareHuc MoryT B Opeel€HHON CTENEHN KOHTPOIUPOBAaTh CBOE
MOBE/ICHNE, BAXKHO MPU3HABATh, YTO MHOTHE HETaTHUBHBIE MOJICIH MOBEACHUS BOZHUKAIOT H3-32
BHYTPEHHUX HMIYJIbCOB. bojblllasg UX 4acTh MPOMCTEKAET M3-3a CYIIECTBEHHBIX TPYIHOCTEH C
U3MEHeHHeM (MOIyJsiuel) YpOBHS aKTUBHOCTH, aeKToB/ HACTPOCHHs, BHUMAHUS W/WIU
¢dynkumii opranuzma (Dykens u Smith, 1998). ®unykeiin u Xaac-I'usnep (Finucane, Haas-Givler,
2009) onpenenuiay, 4TO YaCTOMY Jie3aJalTHBHOMY TOBEICHHIO, XapaKTEPU3YIOIIEMYy CHHIPOM,
CIOCOOCTBYET DAa3pbIB WM «ACHHXPOHHOCTh DPAa3BUTHUS» HHTEIUIEKTYaIbHOW AaKTHMBHOCTH U
AMOLIMOHAIBHON 3penoctd. Eciu mo3HaBaTenbHble CIIOCOOHOCTH y OOJIBHBIX HAXOASATCS Ha
ypoBHE 6-8 NIeT, TO IMOIMOHAIbHAS PEAKTHUBHOCTD Y JI€T€H M B3POCIBIX C CHHAPOMOM CMHT-
MareHuc cOOTBETCTBYET, CKOpee, YPOBHIO pa3BUTUs OT 1 10 3 neT, uto @unykelin u Xaac-I'usiep
HA3bIBAIOT TEPMUHOM «BHYTPEHHUN MAaJIbIIID».

3Ha4YNTeNbHbIC HAPYIICHHUS CHA CIYy)KaT MyCKOBBIM (haKTOPOM JUIsl IPOOJIeM HOBEIeHHUS,
BO3HHUKAIOIIUX TPH paccTpoiicTBe. XOTsA MPoOIEMbl CO CHOM HAONMIOJAIOTCA U TPU JIPYTUX
HApYIICHUAX Pa3BUTHUA U HEBPOJOTMUYECKU CBSI3aHHBIX COCTOSHHUSAX, PACCTPONCTBA CHA MPHU
cugapome CmuT-MareHuc oTau4aloTcs CABUTOM (a3 CHa U aHOMAIILHOM CeKpelreil MeIaToHuHA
B TEUEHHE CYTOK (JIHEBHBIE MaKCHMyMbI). HemocTaTok JONTOBPEMEHHBIX HCCIEIOBAHUH IO
OTCJIKMBAHHUIO HAPYIICHUH CHA M TOBEICHHS 3aTPYAHSET ONpEACIICHHE CTETEeHH, B KOTOPOH
HapylIeHUE CHa BbI3bIBACT WJIM ycyryOniseT moBeiaeHue. Poib HapylleHUH CHa B IIUKJIE COH-
noBeeHue Obuta npeiokena Jukeacom u Cmut (Dykens u Smith, 1998), koTopsie oOHapyKHIH
CBSI3b MEXIY yBEIHMUYEHUEM BpPEMEHH JPEMOTHl W CHU)KEHHEM YacTOTHI CIy4aeB arpeccudl U
HapyIIeHUsT BHUMaHUs. XOTS BO3pACT U CTENEHb 3a/IEPKKU PA3BUTHUS TaKKe KOPPETUPOBAIN C
OTKJIOHEHUSIMH B TIOBEICHUM, WMEHHO HapylIeHHE CHAa CTal0 CHUJIbHEWIINM IpeIUKTOPOM
Jie3a/1lalTUBHOTO NoBeaeHus. KpoMe Toro, y manueHTOB € 3MM30JaMU Xpama M 3aTpyJHEHUs
IBIXaHUsL OBUIO OOHApY)KEHO OOJbIlIe TPOSBICHUH arpecCUBHOCTH, BHEUTHETO BBIPAKCHUS
ctpecca u ipodsem ¢ BauManueM (Dykens u Smith, 1998), uro cormacyercs ¢ omyOJIHKOBaHHBIME
WCCIIEJOBaHUSAMU CHA y AeTeit 0e3 mpusHakoB 3anepxku pazsutus (Ali ¢ coasrt., 1994; Wiggs u
Stores, 1996; Ball ¢ coasrt., 1997).

[[Inpoko pacnpocTpaHEHbl IBOMHBIE JHATHO3BI COMYTCTBYIOIIMX IICUXOMATOJOTUNA U
JIPYTUX COCTOSIHUM, B TOM YHCIIe 00CECCUBHO-KOMITYJIbCUBHOTO paccTporictBa (OKP), cunapoma
neduruta Buumanus (CIB) u/unu cunapoma nedunmra BHuManus u runepaktuBHocTH (CBI),
a TaKKe ayTH3Ma / MmepBa3WBHOTO paccrpoiictBa passutus (Finucane m Simon, 1999; Smith u
Duncan, 2005). [Tpu CHUHJIPOME Cmut-Marenuc npeoOagaeT TaKkoe

CTepeOTHHHOG/HOBTOpHIOH_[eeCH MMOBEACHHUEC, KAK JIMCTAHUC CTpaHUL HUIIN CTCPCOTHUIl «JIM3HH U
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muctan» (50-60%), mEénkanue s36IKOM/ cOcaHUE A3bIKa, CKpexeT 3ydamu (54-87%), nmpoTpy3us
s3bIKa M 3aCOBBIBaHHE pyK/mpeameroB B pot (54-87%) (Dykens and Smith, 1998; Solomon ¢
coaBt., 2002; Martin ¢ coast., 2006). Illemn c¢ komneramu (Shelley, 2007) cooOmmau o
[O0CTaHOBKE Juarno3a cuaapoma TyperTa (coriacHo auarnocrudeckuM kputepusm DSM-1V-TR)
17-nernemy roHome ¢ aenenuei 17pl1.2 m TukamMu B aHaMHE3€ - BOKaJbHBIMHU (KpSXTEHHUE,
HIETKaHUEe) U MOTOPHBIMHE (TIPOTPY3US sI3bIKa, OOHIOXMBAaHUE OOBEKTOB, MOKMUMAHHE TUICYaAMH U
0JTHOOOpa3HbIe TBMYKEHUS T'OJIOBBI), B COYETAaHUH C KIIACCHYECKHMMH OCOOCHHOCTSIMH TIOBEACHUS
npu cunapome CmuT-MareHuc, BKJIIOYas CaMOIOBPEKICHHUE, IMOJIUAIMOOIOKOUIOMAHUIO U
caMOOOHHMMaHUE.

W3-3a 3HAYUTENBHON paHHEH 3aep)KKH PEYeBOT0/ SI3BIKOBOTO Pa3BUTHSI, HECKOJBKHM
MAQJICHBKUM JETSIM 10 TMOATBEpXACHUS cuHApoMa CMUT-MareHuc OBLI TMOCTaBIICH TUArHO3
paccTpoiicTB ayTHCTUYECKOTo crekTpa. OpaHako, Takas CHIIbHasg CTOpPOHA TMAIlMEHTOB C
cunapomoM CMuT-MareHuc, Kak colManbHble HABBIKU, MOKET MPUMEHSTHCS ISl OTJICTICHUS 3TON
IPYIIBI OT OOJBHBIX C HCTHHHBIM ayTH3MOM (TIepcoHaNbHOE HaOoaeHne; Martin ¢ coasr., 2000).

[ToBenenueckuii (enotun cuugpomMa CmuT-MareHuc, OCOOCHHO JI€3aJIaliTHBHOEC U
ayToarpeccUBHOE MOBEACHHE, a TAK)KE HapyIIeHHWE CHA, OKAa3bIBAET CYIIECTBEHHOE BIUSHUE HA
CTPECCOBYIO OOCTAaHOBKY B CEMbE M MPHUBOJAUT K HEOOXOAUMOCTH TojAepk K. C TOYKU 3peHUs
pOIUTENEH, HEAOCTATOK CHA M3-3a MPOOJIEM C HOYHBIM CHOM Y PeOEHKA TaKKe MOXKET BIUSATH HA
TEpIIEHNE POJTUTENICH W KOHTPOJIb 32 MOBeIeHNEeM peOEHKa B JHEBHOE BPEMsl, YTO MPHBOIMT K
JTAJIEKO HE ONTUMAIbHBIM BMEIIATEIhCTBAM.

O0cienoBaHue ICHXOHEBPOJIOTa

e TouHoli oueHKe (QYHKIMOHAIBHOTO pa3BUTHUA Tpu cuHApomMe CMHUT-MareHHC 4acto
Menraet cnadasi CHOCOOHOCTh K a/IalTalliy, 3aMeTHAas 3a/Iep)KKa Pa3BUTHUS PEUH, a TaKXKe
CWJIBHBIN YKJIOH CYIIECTBYIOIIHX IIKAJ OIEHKH PAa3BUTHS B OIICHKY BepOaTbHBIX HABBIKOB.

e OnNTUMAaNBHBIM SIBISIETCS €XKETroJHOE 00CIIeIOBaHNEe KOMAHJION CIEeNHaIiCTOB, BKIIOYas
(Gu3M0- M HProTepanuio, ¢ ONECHKOW Pa3BUTHS U PeYH PeOEHKA /IS OKa3aHHs MOMOIIHU B
pa3paboTke TIaHa MHANBUAYATFHOTO 00pa30BaHMs.

o [leproamueckasi OIEHKAa pPa3BUTHS HEPBHOH CHUCTEMbI WJIM KOHCYJIbTAIUS Y JETCKOTO
HEBPOJIOTa MOXET CTaTh BaXKHBIM JOIMOJHEHHUEM K €KETOIHBIM OCMOTpaM.

o [lepmoamueckas OIeHKa PEUEBHIX U SA3BIKOBBIX HABBIKOB HEOOX0IUMA JISI OIIEHKH CTETICHU
3aJIEP)KKM  Pa3BUTHUS ~ PEUM/A3bIKa, ONTHUMH3AIMHM KOMMYHUKalud peOEHKa ¢
OKPYKAIOIIUMHU, a TaKkKe O0ydeHUe POIUTeNell MeTo/aM, CIIOCOOCTBYIOIIUM Pa3BUTHIO
peuu u s3bIka peOEHKa.

e [lpu ompenencHuH Mep MOMOIIU JKEJaTelIbHA OLEHKA 3MOIMOHAIBHBIX MOTPEOHOCTEH

CEMBbU U HEOOXOAMMOCTH TICUXOCOIIMAIBHON MOAICPKKA
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Jleyenne

e [lpu ycTpaHeHHH MATOJIOTUU PEUM/SI3bIKA MEPBOHAYAIBHO CIEAYET CKOHIIEHTPUPOBATHCS
Ha 00JIeTYeHUH TJIOTaHUS U 3aTPYAHEHUAX CO BCKAPMIIMBAHUEM, @ TAK)KE Ha ONITUMH3AIUN
CEHCOMOTOPHOTO pa3BUTUS CTPYKTYp MOJOCTH pTa. [[ns pa3BUTUA HaBBIKOB,
HEOOXOIUMBIX ISl TTIOTaHUS U PEeYH, HEOOXOAUMO JOCTHKEHHE TAKUX TePaNeBTHYECKUX
1eJIeH, KaK YIyqlIeHne BOCTIPUSATHS CEHCOPHOW MH(OpMAIINH, CTUMYIISALUS apTUKYIIALINH,
MTOBBIIIEHUE BEIHOCIMBOCTHU MBIIIII] TIOJIOCTU PTa U YMEHBIIEHNUE TUIIEPUYBCTBUTEIILHOCTH.

e Jlns ycTaHOBJIEHHMsS KOMMYHUKALlUM Ba)KHA PaHHAS JIOTONEIWYEcKas Tepamus, Tak Kak
pa3BUTHE BEpOABbHBIX HABBIKOB IPU CHHIpOME 3ajepkuBaercs. OHa 0JKHA HA4YaThCs
KaK MO>XHO paHbLIE MOCJIe TOCTAHOBKHU JUArHo3a.

e Jlns mnopnepXKu OOJBHOTO M JIEUEHUS TMOCIEICTBUN 3alepKKU pa3BUTUS Ba)KHO
HampaBlieHHuE Ha (PU3UO- U IPTOTEPAIIUIO.

e lcnonp3oBaHue s3bIKa JKECTOB M MPOrpaMMbl OOIIEH KOMMYHHUKAIMH (HaIpuMmep,
oOILIeHue Py MOMOIIM KApTUHOK) B Ka4eCTBE JOIMOJIHEHHUS K TPAAUIIMOHHON Teparuu Jis
Pa3BUTHUSA PEUYEBBIX/ A3BIKOBBIX HABBIKOB, YIy4IlIaeT HABBIKH OOIICHHUS, a TAKKE OKA3bIBACT
MOJIOKUTEIBPHOE BIMSIHHE Ha moBeneHue OombHOTO (Greenberg ¢ coart., 1991).
CnocoOHOCTh K Pa3BUTHIO 3KCIPECCUBHOTO S3bIKa, MO-BUIMMOMY 3aBHUCUT OT PaHHETO
IIPUMEHEHHU SI3bIKa XECTOB M BMELIATEIbCTBA JIOrONENOB. B KOHEYHOM HTOre mocie
JUINTEJILHON 3a/1ePKKH, B IIKOJILHOM BO3pacTe (YHKIMOHAIBHOE O0IIEHUE C TPAaBUIIbHBIM
BOCIPOM3BEJICHUEM pEUYH 3aMEHSIET OSKCIPECCUBHYIO pedb. V3BECTHBI NAIMEHTHI C
cunapomoM CmuT-Marenuc, He UMErOIINE BepOaabHOM peun. Yaie Bcero 3To OOJIbHBIE
CTapLIEr0 BO3pPAcTa, KOTOPbIE HE IOJABEPrallCh AarpecCUBHOMY TEpaleBTUUYECKOMY
BMEUIATEIIbCTBY.

e DproTtepanus AOJKHA COCPEIOTOUUTHCS Ha CEHCOPHBIX NMPo0JieMax BCETo Tella, pa3BUTHH
MEJIKOH MOTOPUKH, U PA3BUTHHU HABBIKOB 3pUTEIBHOMN U CIIyXOBOM NEPIEIIUN.

e OOpa3oBaHMe Ha HPOTSHKEHHMM BCErO LIKOJBHOTO BO3pacTa (Kak MHUHMMYM) JOJKHO
YUUTHIBaTh CUJIbHBIE U cJa0ble CTOPOHBI MAllMEHTa, a TaKXKe OTKIOHEHHUS B MOBEJICHUU.
Jlyuiie Bcero 3TOro MOKHO JIOCTHYb, YUUTHIBAas PEKOMEHJALMU KOMHCCHUU IO OICHKE
pa3BUTHS OOJIBHOTO.

e Crpareruu, yay4lialoliue HOYHOM COH, MOTYT MOBJIHATH Ha YPOBEHb J€3a/1allTUBHOTO
MOBE/ICHUS.

e Jleru c¢ cungpom Cmur-MareHMC OYEHb OPHEHTUPOBAHBI Ha B3pochbix. Hx

HEOrpaHHuYEHHass MOTPEOHOCTh BO BHHMMAaHUM K ce0e SBISETCS KIIOYEBOM yepToi
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JUYHOCTH, KOTOpasi UMEET CepbE3HbIC MOCIEACTBUSA KaK B CEMbE, TaK U B ILIKOJIE. SIBHO
IPEIIIOYTUTENBHEE IIOJIOXKUTEIBHOE MPOSIBICHUE BHHMMAHUS, HO OTPULATEIBHOE
NPOSIBIICHUE BHUMAHUS TaKXKe SIBJISCTCS MPUEMIIEMBIM B BOIIPOCAX B3aMMOJCHCTBHS CO
B3pOCJBIM OJUH-Ha-oAMH. CTpemseHue ynepxaTb Ha cebe BHHMaHHE Iefarora 4acTto
IPUBOJUT K IJIOXOMY MOBEJICHHIO, B TOM YHUCIIE€ MIOTOKY CJIOB, UCTEPUKAM, arpeccuu 1o
OTHOLIEHUIO K CBEPCTHUKAM U I1OpY€E BELIEH, 4YTO HApyIIAET MOPSII0K B KJIACCE M IPUBOJUT
K JKEJIaeMOMY NIEPEKIIIOUEHUIO0 BHUMaHUS.

JloMa unu B IIKOJIE, HEOKUJAHHBIE U3MEHEHUs B PACHOPSAKE JHS WM NEPEKIIOYEHUs
MEXJy BHJAMH JIE€ATEIBHOCTH, a TAK)KE€ SMOLMOHAIbHbBIE PACCTPONCTBA MOTYT BbI3BaTh
BCIBILIIKY aKTUBHOCTH, UCTEPUKHU U arpeccuto. [lanuents! ¢ cunapomom Cmur-Marenuc,
KaK MpaBUJIO, XOPOIIO PearupyroT Ha MOCTOSIHCTBO, CTPYKTYPHOCTh M YCTaHOBJIEHHBIN
MOPSAJIOK IEUCTBUN, 0COOEHHO C BU3YyalIbHBIMU OJICKa3KaMHU.

[Mamentst ¢ cuHapomMoM  CMuT-MareHHC  HMCHOBITHIBAIOT — 3aTPYJHEHHS  C
MOCJIEIOBATEIbHON 00pabOTKOM CUTHAIOB (T.e. CYETOM, MATEMAaTUYECKUMH 3a/auyaMu,
MHOI'OXOJIOBBIMU 3aJlauaMi) U KpaTKOBPEMEHHOW mamsThio. TakuMm obpa3om, Haubosee
3¢ (deKTUBHBI CTpATETUN 00YUYEHUs, KOTOPbIE IPU3HAIOT 3TH cIa0ble CTOPOHBI U YIIEJNISAIOT
BHUMaHUE OTHOCUTEJIbHBIM IIPEUMYILIECTBAM - JOJTOBPEMEHHON MaMATH (OCOOEHHO Ha
UMEHA) ¥ pacCyXJIeHHUsM MpH momomy Buszyanuzanuu (Dykens ¢ coast., 1997; Smith ¢
coaBT., 1998a).

Jlerko oTBiIEKaeMble MO CBOEW CyTH, NeTH ¢ cuHApoM CmuT-MareHuc, Kak MpaBuio,
Jdydiie paboTaloT B MEHBIIMX, Oojiee TUXUX M 0oJjiee CKOHIEHTPHUPOBAHHBIX YYEOHBIX
KOJIJIEKTHBAX, BKIIOYAIOLIUX OT IMATH J0 CEMU YUYEHUKOB, MPEnoaBaTesst ¥ MOMOIIHUKA
(Haas-Givler u Finucane, 1995). B HekoTOpbIX OOCTOSATEIbCTBAX, WHIUBHIYaTbHBIN
MOMOITHUK TI0JIe3eH M B OOJIbLIEH Trpymme, OJHAKO, MpPU OOJIbIIEM YHCIIE YYEHHUKOB
HapacTaeT KOHKYPEHIIMs 32 BHUMAHHE YUUTENs M YPOBEHb aKTUBHOCTH 0OJILHOTO peOEHKa
BO3PACTAET, UTO CO3/1aET PUCK MPOOJIEM C MOBEICHUEM.

Tak kak y manueHToB ¢ cuHApoM CMuT-MareHuc npeobiaiaeT BU3yajlbHOE BOCIPUSATHE
OHM MOTYT H3BJ€Yb OOJIBIIYIO MOJb3y OT HCHOJB30BAHMS KAPTHHOK WM BU3YaJbHBIX
MOJICKa30K U HAaTIOMUHAHUH, WJUTIOCTPUPYIOIINX TOBCETHEBHYIO AKTUBHOCTh, paCIIUCaHHe
YPOKOB ¥ HABBIKOB CaMOOOCITYKUBAHHUS.

KomnploTepHble TEXHOJIOTUM JAIOT YHUKAJIbHOE 00pa30BaTeIbHOE MPEUMYIIECTBO IS
MalMEHTOB ¢ CHHAPOMOM CMHUT-MareHuc, CUIIbHO YBIICUEHHBIX AJIEKTPOHUKON U HOBOM
udpoBoii TexHukoi, B Tom uucie DVD u CD-mneepamu, aiinoiaMmu, mpucTaBKaMu JUIs

BUJCOUTD W/WiH KommbioTepamu (Smith ¢ coast., 1998a).
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e PaspaboTka miaHa YIy4ylIeHHUs TOBEACHUS JODKHA OBITh HauyaTa Ccpazy XKe MpH
BO3HUKHOBEHUHU IIPOOIJIEM MOBEICHUS.

e Jletu ¢ cunapom Cmur-MareHuc, Kak MpaBuiIo, CTPEMSTCS YTOJUTh B3pOCIBIM M BECbMa
OT3bIBUMBBI Ha JACKYy, HOXBAJIy M APYro€ IOJOKUTEIbHOE IPOSBICHUE BHHUMAHMS.
YMeEpEeHHBIN MOJIOKUTEIbHBIM 3MOLMOHAIBHBIN OTKIMK YYUTENS WIM POAUTENS MOMKET
CIWIIBHO MOTHBHUpPOBaTh peOEHKA Ha Xopollee MoBeAcHHE. MOIIHBIM TO3UTHBHBIM
MOTHBATOPOM SIBJISIETCSI BOBMOXKHOCTh peO&HKa AeNaTh TO, YTO €My HPaBUTCS, HAIIPUMED,
JTONOJHUTENRHO TipoBecTH 10-15 mMuHyT 3a KoMmbroTepoMm. KopoTkue mnepepbiBbl U
BBIJICTICHUE peOEHKY BpeMEHHM Ha JIOOMMBIA BHJ JCATEIBHOCTH (HAIpuUMep,
MPOCIKMBAHKE 32 KOMITBIOTEPOM) TaKXKe JJOKa3alu CBOIO Y(PPEKTHBHOCTD.

e BOJIBIIMHCTBO NAllMEHTOB ¢ cUHApoMoM CMuT-MareHuc onpo0OoBaiu psJi ipenapaToB AJs
KOHTpOJsi moBeAeHus. OTBET Ha MEIMKAMEHTBI Pa3JIMYajcs, BIUIOTh JO TOOOYHBIX
peakuuii Ha oOTaenbHble npenaparbl. OIHOBPEMEHHOE IPUMEHEHHE HECKOJIbKHUX
IpernapaToB ocTaércs mpeaMeToM uccaeaoBanus. [1o muuHbIM HAOIIOACHUSM aBTOPOB 32
MEMKaMEHTO3HBIM JieueHueM 12 nereit ¢ cuaapomom Cmurt-Marenuc B Bo3pacte 3-16
JIeT, B CPEJHEM OJIMH TMAlUCHT MPUHUMAJ ISITh IMPENapaToB; TOJBKO IBOE JEeTEH HE
HaXOWJINCh HA MEIMKaMEHTO3HOW Tepanuu U OJUH U3 HUX ObLI BKIIOUEH B MPOTrpamMmy
cTporoii MoaupuKanud TOBEACHHUS. B  MEKIUCHHUILUIMHAPHOM  HCCIEIOBAaHUU,
npoeaéHHoM  ['punGeprom ¢ komneramu  (Greenberg, 1996), nHauboiee
pacnpocTpaHEHHBIMU TIpenapaTamu, MPUMEHSEMBIMU cpeau 27 TalHUeHTOB C CHHAPOM
Cmur-Marenuc, oKkazanuch MeTUI(QEHUIAT, TEMOJIMH, U THOPHUIa3HuH. JINTHiI one3eH s
MAlMEeHTOB C MPOSBIECHUSMHU OUMONSPHOrO paccTpoiictBa. Ilpu HemocrtaTke XOpoOIIO
KOHTPOJIMPYEMBIX HCCIIEJJOBAHUM, IETCKUE MCHUXHUATPhl, paboTalolUe ¢ FreHeTUUECKUMU
CUHJPOMAaMHM, BKJIIOUas 3aJI€PXKKY Pa3BUTHs, MOTYT BbIOMpATh MOJXOIbI K JICUCHHUIO,
HampaBlIeHHbIE Ha KAaKOH-IMOO OJUH KOHKPETHBI CUMITOM (IIPHOPHUTET COTJIACYETCs C
pPOIUTENSIMH); B TaKHX CIy4yasX, B TEUCHHE MOCIHEAYIOUINX JHEW W HeAeNb, BAXKHO
OTCIICKMBATh W3MEHEHUS CHA W TIOBEJACHHS ISl BBISIBJICHUS BO3MOXHBIX TOOOYHBIX
3¢ eKxToB /MU A7 OnpeneaeHUs MOTEHITNATBLHON 3P EeKTHBHOCTH.

e Ha3HaueHHWe aHTHUIICMXOTHYECKUX IpEnapaTtoB Npu cuHapoMe Cmur-MareHnc u ux
3¢ pexTUBHOCT KpaiiHe MPOTHUBOpPEUNBHI. Tak 00HapYyKEHO HE3HAYUTENbHOE YIydIlIeHHE
B Cly4yae TpPUMEHEHHUs ajjepana, NeKCeApuHa, U MeTwi(eHuaaTa, mo CpaBHEHHIO C
VXYALIEHUEM Ha JeKcelpuHe, MeTwideHuaaTre u modoyHsIMU dPQexTaMu MeMoIrHa,
CTeNIa3uH Jlaj YIydllleHHe y OJHOro peOEHKa, pUCIEPHUIOH MPUBENT K 3HAUYUTEIBHOMY
YXYIIICHUIO €€ Y OJTHOTO, & TOPAa3uH BBI3BAJI CEIaTUBHBIN 2P(HEKT y TpeThero pedEHKa.

Y 1ByX NOAPOCTKOB, INPUHUMABIIUX PUCIEPUIOH, HANPOTUB, OTMEYEHO 3aMETHOE
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CMATYCHHE arpeCCUBHOCTH W/Wiu runepaktuBHOcTH (Hagerman, 1999; Niederhofer, 2007)
XoTd OAHMM W3 BO3MOXHBIX 3((EeKTOB pUCHEpUAOHA SBISIETCS  yBEIHUCHHE
MPOJOHKUTEILHOCTH CHA, €r0 HETaTUBHBIN MOOOYHBIN 3 dekT B BUae ObICTporo Habopa
Beca sIBIISICTCS TPU3HAHHBIM TIOBOJIOM TSI OeCIIOKocTBa P cuHapome CMUT-MareHuc.

e T'punbepr c komneramu (Greenberg, 1996) onucanu HEKOTOPBIE MM TOJIBKO MPEXOASIIIE
YIy4IICHUS] TIOBEJICHHUS Y HECKOJIBKMX MAIlMEHTOB ¢ cuHApoMoM CmuT-MareHuc, Kak ¢
cyaoporamu, Tak M 0e3 HHUX, MNpPUMEHSABIIMX KapOamaszenuH. llpu nedeHun
IPOTHBOCYAOPOKHBIMH TIpeTapaTaMy, YIY4LIeHHs OBbUIM 3aMEUYEHbl Y HECKOJIbKUX
NAIMEeHTOB, NPUHUMABIIUX KapOaMa3emuH M BaIbIPOEBYIO KHcIOTy. [IpuMeHeHue
crnenu(UYecKux HMHTHOUTOPOB OOpPaTHOrO 3axBaTa CEPOTOHMHA (CepTpajivHa W
¢IryoKCceTHHA) MPUBEIIO K 3HAYUTEIHHOMY YIYYIICHHIO B OTHOUICHWH HMMITYJIBCHBHOTO
MOBEJICHHS U CHA y AIIMEHTOB ¢ cuHApoMoM Cmut-Marenuc (Smith ¢ coast., 1998a).

e XOTd MEIMKaMEHTO3Hasi Tepanus MOXKET OKa3aTh KaKyl-TO IOJIb3Y C TOYKH 3PEHUS
yIy4IICHUS] BHUMAHUS ¥/UITH CHIYKEHHUS TUTIEPAKTUBHOCTH, TIOHSITHO, YTO JUTSL YITYYIICHHS
noBejieHus 1pu cuHapoMe CmuT-MareHHuC OCHOBHAsl POJIb OTBOJIUTCS MOBEICHUCCKOM
TEpaIuH.

e DBpeMmeHHBIN yX0om M CeMEiHAs ICUXOJIOTMYECKas M COIMAJIbHAS IMOAJEPKKA HUMEIOT

pemaromee 3HaUYCHUC IJI1 oOecneueHrs ONTUMAILHOM CpCAbl I MalUCHTOB.

Hapyumenue cHa

Hapymenne cHa BozHuKaroT y 65-100% mnamnuentoB ¢ cuaapomoM Cmur-Marenuc u
OKa3bIBAIOT CEPbE3HOE BIMSHKUE HE TOJIBKO Ha peO&HKa, HO U Ha pOAUTENeH U JPYrux 4jIeHOB
CeMbH, KOTOPBIE TAK)KE CAMH OKa3bIBAIOTCS JIHIICHBI cHa (SMith ¢ coast., 1998b). JleranbHoe
W3ydeHHe CHa y  TAalueHTOB ¢ cHUHApoMoM CmHUT-MareHuc TOKa3ajo JIOCTOBEPHYIO
B3aMMOCBSI3b MEXJly BO3PACTOM M CHM)KEHMEM OOLIeH MpPOAOIKUTEIBHOCTH HOYHOTO CHa,
PaHHUM OTXOJIOM KO CHY, KOPOTKMM IE€pPHOJOM JHEBHOTO CHA M YYallleHUEM KOPOTKHUX
nepuoIoB JHeBHOTO cHa (Smith ¢ coast., 1998b). O0mIas MpoIOHKUTETBHOCTh CHA COCTABUIIA
B cpenneM 7,8 yaca (nuamna3on 3,5-10,5 gacoB). Hanbonee yacTeiMu mpobaeMaMu BO BpeMs CHa
U B TEUEHHE HOUU SIBJSUINCH HelepkaHue MouM (79%), putyansl otxona ko cHy (74%), xpan
(69%), moTpeOHOCTh B CHOTBOPHBIX (59%), mpoOyxaeHHE B TEUEHUE HOYM JHUOO IS
nocemenus: Tyanera (54%), mub6o nns nmutea (54%). Pogurenn wacTto 3aMmedaroT, 4TO WX
peOEHOK He 3achINaeT, MoKa OJAWH U3 POJIUTENEH He JISKET psaoM ¢ HUM. Hapyiienust cHa MoryT
ObITh CBSI3aHBl C AHOMAJIMAMM MPOAYKIMH, CEKPELUH, pacHpeleNeHuss W MeTabonu3ma

menatonuHa (Potocki ¢ coasrt., 2000). Tak kak CBET B HOpME JOJDKEH MOJABJIATH CHHTE3
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MEJNIaTOHUHA, KPUTUYECKUM MOMEHTOM cuHjapomMa Cmur-MareHuc SBIsieTCsl OTCYTCTBHE
BO3CHCTBUS CBETa Ha JHEBHOM MakcMMyM MenaToHuHa. Ilanmentsl ¢ cuapomom CMmuT-
MareHuc CTalKHBAIOTCSA HE TOJIBKO C THEBHBIM IOBBIIICHHEM MEJIATOHWHA M €T0 CHOTBOPHBIM
3¢ (eKToM, HO U C BBICOKOW YAaCTOTON HOYHBIX MPOOYXKIEHUH, MPUBOAALIMX K HApaCTaHHUIO
HEXBAaTKHU CHa, KOTOpasi, B CBOIO OUEPe/lb, BEPOSITHO, SBIISETCS OCHOBHOM MPUUMHON MOTYJIALIUN
MOBEJICHUS B TCUCHHE JTHSL.

[Tpenmosnaraercs, 4To yiny4dllI€eHUE CHA IPUBEAET K YIYULICHUIO KAUeCTBA KU3HU peOEHKA C
cugapomoM Cmut-Marenuc u ero cembd. Ha ceronHsmIHuil neHb, XOPOIIO KOHTPOIHPYEMbIE
KJIIMHUYECKHE WCIBITaHUs, HAllpaBJICHHbIC Ha YiydllleHue cHa npu cuHapome Cmurt-Marenuc,
OTCYTCTBYIOT, OJTHAKO, BBICOKHI1 THEBHON YPOBEHb MEJIATOHMHA B COYETAHUH C HU3KUM YPOBHEM
B HOYHOE BpeMs CO3JaET BO3MOXKHOCTBH IS TE€paneBTHUYECKHX NoAXon0B. e JlupcHaigep ¢
xoyuteramu (De Leersnyder, 2001b, 2003) ucrnonb3oBanu coderanue arebyranoia - JHEBHOTO
Oera-l-anpeno6mokatopa (10 wmr/kr B 8:00 yTpa), /UIS yMEHbBIIEHUS [THEBHOTO YpPOBHS
MEJaTOHMHA B COYETAHUM C BEUEPHEH IIEPOpPaIbHOM JO030M MENATOHHHA C KOHTPOJIUPYEMBIM
BbICBOOOKI€HHEM (6 MT B 8 Beuepa), AJ11 BOCCTAHOBJIEHHUSI HOUHOTO YPOBHSI MEJIAaTOHUHA IJ1a3MBbl.
[Ipy Ha3HayeHHMM HEOOXOJUMO YYHUTHIBaTH MPOTHBONOKA3aHUS K TNpUMeHeHuto Oera-1-
aZpeHo0JI0KaTOPOB, BKIIOYAIOIINE aCTMY, MPOOIEMBbI C TETKUMH U AnadeT. Tak Kak 0COOEHHOCTH
n€rkux npu cuHAapome CMHUT-MareHucC OCTalOTCsl HEM3yYCHHBIMH, BCE MEIUIIUHCKHE aCTIeKTHI
HY)KHO paccMOTpeTh JI0 Ha3HAueHUs IMpernapaToB. Takke Mepes Ha3HAYEHHEM JHO0ro
MEIUIIMHCKOTO IpenapaTa MoJjie3H0 MOHUMAaTh UCXOAHYIO KapTHUHY CHA.

Xoiiccnep ¢ komneramu (Heussler, 2007) mnpoBenn SKCIepUMEHTANbHOE JICUECHHUE
MonadunuioM (Provigil™) Tpéx nmopaxxE€HHbBIX A€TeH, B clyyae KOTOPBIX IPUMEHEHHE TPOTYKTOB
MeJIaTOHWHA MMEJI0 MHUHUMAIIBHBIA ycreX. MomaduHWI - 3TO TNCHUXOCTUMYJISTOP, KOTOPBINA
MOBBIINIAET YpPOBEHb OOJAPCTBOBaHMSA M KIMHUYECKHU IOJI€3€H INPH JIEYEHUHU HAPKOJENCUu -
paccTpoiicTBa ¢ 3aMETHBIM U BHE3AITHBIM 3aChIIIAHUEM B TEUEHHUE JHS, CHHAPOMA 0OCTPYKTUBHOTO
amHo? / TUIIONHOA M C/ABHTa LUKJIA «COH-00ApcTBOBaHUE» Ha ocHOBE M3MepeHuii, MpoBe1EHHBIX
IO W TIOCNe TepanmuH - OTCICKWBAHUS TIOBEACHUS (ONMPOCHUK PAa3BUTHS W TOBEICHHUS,
Developmental Behavioral Checklist) u cua (kypHanbl cHa), Bce aeTH ¢ CHHIApOMOM CMHT-
MareHuc nokas3ajiu 3HaUUTEIbHOE CHUKEHHE COHJIMBOCTU U 0oJiee CIIOKOIHOE MOBEJCHHUE I0OMa
U B IIKOJIE CO 3HAYUTENbHBIM YIIyULIEHUEM CHA.

O0cJsienoBaHMe IPH HAPYLIEHUH CHA
e Heo06XxoauMo cOCTaBIsATh aHaMHE3 CHA JUIsl XapaKTePUCTUKHU IMKJIA CHA U OOHapYKEeHHs

artHo?, Xparna ¥ Ipyrue Npu3HaKoB HapyLIEHUs CHA.
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e (Crnenmyer moOOWIPATh BEACHHE POAUTEISIMH €KEMECSYHOrOo THEBHUKA/)KypHajaa CHA IS
BBISIBJICHUSI PeKMMa CHAa peOEHKA U MOHUTOPUHIAa M3MEHEHUN CHa BO BpeMs MPOBEICHUS
JICUYEHUS.

e Pekxomenayetcst o0cie0BaHNE HAPYIICHUI CHA.

e Jlns UCKIIOYEHMs] CHHJpOMAa OOCTPYKTHUBHOTO amHO? BO CHE, HEOOXOAMMO IPOBECTHU
UCCIIEIOBAaHMsI CHA, B TOM YHCJE OJJEeKTpodHIedanorpaguio Opu JHUIIEHUU CHA WIH

MOJIMCOMHOTPadHUIO.

Jleyenue

e AmHO® BO BpeMs CHa CJIEIYeT JICUUTh C MCIOIB30BAHUEM CTaHAAPTHBIX MeTo/0B. OHHU
MOTYT BKJIIOYATh TOH3WUIDKTOMHUIO W aJCHOMI-DKTOMHUIO B cCllydyae OOCTPYKIIUU
JIBIXaTETBHBIX MyTeH

e [lpu cunapome Cwmur- Marenuc ommcaH jeueOHbI >PdexT menaronuHa (Smith C
c0aBT.,1998b). B memnom, 3TH mpeuMyIiecTBa aHAJOTHYHBI HAOIIOJaEeMBIM TIPH IPYTUX
CHHIpOMAaxX ¢ 3aJePKKOM MCUXUYecKoro passutus (Jan ¢ coast., 1994; Jan u Espezel,
1995). HosupoBka B 2,5-5,0 mMr (makcumyMm 10 Mr) mepea cHOM mepeHOcHIach 0Oe3
CephE3HBIX MOOOUHBIX peakiuii. HeoOXoauMocTh mpuémMa HU3KUX TEPANeBTHYECKHX J103 B
0,5-2,5 Mr 3akiogaercss B TOM, 4To Oojee BbICOKHE A03bI (5-10 Mr) MOTyT mpHBECTH K
BO3pacCTaHMIO JIHEBHOTO ypoBHS MenatoHnHa (Gropman ¢ coaBt.,, 2006).
Kontponupyemslii npuéM MenaToHHMHAa B TedeHHE 4-6 Heledb MOXKET OBITh JIy4YIIUM
peleHreM MPU CepbE3HBIX HapyLIEeHUAX cHa. Bpems mpuéma npenapaTa UMeeT Ba)KHOE
3HAa4YEeHHUE, MOCKOJBKY MEIATOHUH MOXKET IMPUBOJIUTH K CABUTY OMOPHUTMOB. MenaToHUH
JIOCTYNeH B IBYX (opMax: ¢ HEMEUICHHBIM W KOHTPOJIHMPYEMBIM BBICBOOOXKIICHHEM.
MenaToHUH ¢ KOHTPOJIMPYEMBIM BBICBOOOKICHHEM Ha3HAYat0T NpHOIM3UTENbHO 3a 30-60
MHUHYT IlepeJl CHOM B COYETaHUHU C JHEBHBIM Oera-l-Giokatopom ytpoM (10 mr/kr
areoyronona B 8:00 yrpa) st ”HTHOMPOBAHUS SHIOTCHHOW CEKPEIMU MEIAaTOHWHA, YTO
NPUBOINT K yiydlneHuto kadectBa cHa (De Leersnyder ¢ coast., 2003; Carpizo ¢ coasr.,
2006). Heo6xomuMo coxpaHATh HACTOPOKEHHOCTh HAacUY€T MOoOOYHBIX 3(hdexToB Oera-
0JI0KaTOPOB.

o [loBbIlIeHHast THEBHAS COHJIMBOCTh MOKET OBITh CHIDKEHA 32 CYET KOPOTKOTO JTHEBHOTO
CHa, HO paHHEee BpeMs JTHEBHOT'O CHA SIBJIAETCS KpaifHe Ba)KHBIM JUIS 3aCBIAaHUS MO3XKeE,
HOYbl0. Tak kak getu ¢ cuHApoMoM CMHUT-MareHWcC NOpOCHITAIOTCA PAaHO YTPOM,
IPEMOYTUTEIIEHBIM BPEMEHEM KOPOTKOTO THEBHOTO CHA SIBISIETCS TO3JHEE YTPO WIIH
obenennoe Bpemst (12:00-15:00) ¢ n3beranuem BeuepHEro cHa, KOTOPBI MOYKET IOMEIIATh

peOEHKy 3acHyTh HOUbIO (Gropman u coast., 2006).
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e [Ipu3HaKM MOBBIIEHHONW MOTPEOHOCTH BO CHE BKIIIOYAIOT 3aChIIIAaHKUE HE 110 PaCIHCaHUIO,
YBEIIMYCHUE MPOJOIDKUTEIBHOCTH TIEPUOJIOB KOPOTKOTO CHA W/WIM 3aTpyAHEHHOE
npoOyxaenne peOEHKa mocie cHa wid yrpoM. [loBbllIeHHass HEOOXOIUMOCTh BO CHE
MOXET OBITh YCTpaHCHA YBEIMYECHHEM BPEMEHHM CHA WJIM BBEIEHUS JIOTOJHUTEIHLHOTO
neproJia KOPOTKOTO CHa.

o Jlns pe6énka c cuaapomMoM CMHUT-MareHuc u ero poauTesel Ipyrux 4ICHOB CEMbH BaKHA
xoporas rurueHa cHa. HeoOxomumo m30erath moTpebieHue kodenHa U (HU3HIECKUX
yIPaXXHEHUH B HOYHOE BpeMs; ITHEM JKENATEIBHO COXPaHSATh KOPOTKHE MEPHUOMbI CHa,
NOJIEP’)KUBATh PUTYAIBI OTX0/1a KO CHY M BO3JICPKHUBATHCS OT BKIIFOUEHHUS CBETA HOYBIO.

e PoaurtensiM CBOWCTBEHHO OOyCTpaMBaTh KOMHATy WX peOEHKAa C TMOATBEPKIEHHBIM
nuarHo3oM cuHApoma CmuT-MareHuc Tak, dYTOOBI CBECTH K MHUHHUMYMY pHUCK
CaMONIOBPEKJICHHUS peOEHKA M MAaKCUMHU3UPOBATh BpeMs CHA. Takue METOIBI MOBBIIIAIOT
BEPOSITHOCTh TOTO, YTO OOJIBHOM HE OyAeT MpoOyXIaThcs U OPOJIUTh B paHHHE YTPCHHUE
vacel (Smith ¢ coasrt., 1998b). Yaanenue u3 cnianbHu BCex MEIKHX 00BEKTOB, TAKMX KaK
UTPYIIKH ¥ CBETHJIBHUKH WM IJIOTHBIE HITOPHI HA OKHAX MPHUMEHSIOTCS C yCIEXOM.
Coo0meHus poauTeseil 0 COBMECTHOM CHE C IETbMHU YKa3bIBAIOT HA TO, YTO 3TO CPEJICTBO
oueHb A(P(EKTUBHO, HO MPUBOIUT K TPYIHONPEOIOTUMOMN MPHUBBIYKE, KOTOpPasi, KpOMe
TOTO, BIUSAET Ha COH POAUTEIIEH.

e Kak npaBuio, OOJBIIMHCTBO JieTel ¢ cuHApoMoM CMUT-MareHuc npochlnaeTcs paHHUM
YTPOM U 3TO HaOII0IeHNE MOXKHO UCIIOIB30BATh TP 00yueHuu. Takxke ciaeyeT OTMETUTD
YBEIIMYEHUE C BO3PACTOM YAaCTOTHl M JUTUTEIBHOCTH MEPUOJIOB THEBHOTO CHa (YTO
NPUBOJIUT K IJIOXOMY HOYHOMY CHY). ClieioBaTeIbHO, YPOKH WIIH JIeYeOHBIE POy DI
B 110C/Ie00€e/IeHHOE BpeMs 4acTO MPUBOJAT K HETaTUBHOMY IOBEICHUIO U 3aTPyJHEHUAM
MIPU pPEIIeHUH 3a7ay.

OtosnapuHrosornyeckne HapyueHus

IIpu cungpome CmuT-MareHuc upe3BbIUANHO pPaclpOCTPAHEHBI OTOJIAPUHIOJIOIMYECKHE
MPOSIBIIEHUS, UTO oOecreunBaeT (Gu3nojIornueckoe oObsiCHEHNE (YHKIIMOHAIBHBIX HapyIIEHUN
rojoca ¥ peu, ONucaHHbIX paHee. bonbhble ¢ cuaapomom Cmut-Marenwuc (Greenberg ¢ coasr.,
1996) MOTyT MUMETh OTOJAPUHTOJIOTHUECKUE aHOMATINK B 94% 1 CHIDKeHHE ciiyxa B 68% ciryuaes.
TpeTp U3 MalMeHTOB, MPOIIEAMINX JAPUHIOCKOIIUIO HMENM aHOMAaJIWM T'OPTaHU, B TOM YHCIE
TOJIMIIBI, Y3eJKH, OTE€K win mapaiud (Solomon ¢ coast., 2002). ¥V Bcex nereil HaOJr0maTaCh
CEHCOMOTOpHAsi HEJAOCTATOYHOCTh CTPYKTYp IOJIOCTM pTa, B TOM 4YHCIE€ TaKTUJIbHas
THIIEPYYBCTBUTEIBHOCTD POTOBOM MOJIOCTH, CIIIOHOTEUEHHUE, c1a00CTh Ir'y0, yBETMUECHHE COCOUKOB

A3bIKa W TPHOTKPBITHI poT. bomee uwem y 95% mnanuentoB HaOmonanace cinabocts u
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OrpaHUYEHHBIN THAAa30H IBUKEHUN MBI s3b1Ka. Cpein MPOIIeIMX SHI0CKOMUio Hoca (84%)
IOPOJEMOHCTPUPOBAIM  CTPYKTYpHbIE ¥ (U3HOJOTHYECKHE  aHOMAJIMH  TOPTAaHH U
TBEépHOro/Markoro HEO6a. Cpemnu TOBOpAIMMX JaeTed, HEOHO-TIOTOYHAs HEAOCTATOYHOCTh H
MIPEUMYIIECTBEHHO HOCOBOE Mpou3HomieHue y 61,5%, Xpuruiplid, BIaXHBIA W PE3KH TOJIOC
HaOmogancs 'y 84,2%. Y BcexX mNalMeHTOB OblIa OTMEYEHA PEIKOCTh BOKAIM3allUU U
3BYKOBOCIIpou3BeZieHns. HEOHO-TIOTOUHAs HEIOCTaTOYHOCTh ObljIa Y ABYX TpPETEW MAIMEeHTOB.
["afimopuT, TpeOyIOIIMIA Ha3HAYEHUSI aHTUOMOTHKOB, HAOIIOAAJICS C BRICOKON YacToTo (62% 10
Brewer ¢ coagr., 2003). [To3unmonHoe rojgoBokpyx)eHue Haomoaanock y 20% nanuentos. bonee
YeM Yy IOJIOBMHBI NAIMEHTOB HaOII0Jalnch 3a00JeBaHMs JbIXaTeNIbHBIX IMyTeH, BKIIOuas
peuuIMBUPYIOLIME THEBMOHUH, OPOHXUT, aCIIUPAIUIO U CTEHO3 Tpaxeu. bosee ueM y nByx TpeTeit
NAUEeHTOB ¢ cuHApoMoM CmuT-MareHuc 3aperucTpupoBaHa HOTeps ciayxa, Kotopas B 65%
Clly4aeB SIBJIICTCS KOHAYKTHBHOM U B 35% - cenconeBpanbHoii (Greenberg ¢ coast., 1996; Sonies
¢ coaBT., 1997). lucynkuuu cpeaHero yxa, CBsi3aHHbIe ¢ aHOMAIUSIMU TUMIAHOTpamMMbl (64%)
BCTPEUAIOTCS B JIFOOOM BO3pacTe, HO vaIle Beero - 110 S et (Brewer ¢ coar., 2003). Xporuueckuii
CpPEIHUN OTUT BO3HUKAeT IPAKTUYECKH Yy BCEX JeTed, HauMHas C PAHHEro MJIaJCHYECTBa.
HeiipoceHcopHasi TyroyxocTh SIBISIETCSI BO3PAacT-3aBUCHUMOM U BIIEPBBIE MposBisercs mnocie 10
net xwu3nu (Brewer c coast., 2003). Takoe mposiBjieHHE B MO3JHEM JETCTBE MHTEPECHO H3-3a
pacriooKeHus TeHa HECHHAPOMAaIbHOHM ayTocoMHO-peneccuBHO riryxoTsl (DFNB3) B mpenemax
pernona 17p11.2 (Friedman c coagrt., 1995; Liang ¢ coasr., 1998b). DFNB3 koaupyer Muo3us 15
(MYOL15), Gemok, HeoOxomaumbiii mis cayxa (Wang c coast., 1998). B pesymbrare morepu
reTepO3UrOTHOCTH, BbI3BaHHOM aeneuneit 17pl11.2, u myranuun DFNB3 B Tpanc-nonoxxeHuu c
JieTIelMeit MOXKeT BOSHUKHYTh HeifipoceHcopHas Tyroyxocts (Liburd ¢ coasr., 2001).
['unepakys3usi, TMIIEPUYBCTBUTEIBHOCTh K OIpPEIEIEHHBIM JAHMala3oHaM 4YacTOT WM

KOHKPETHBIM 3BYKaM, y IAI[IEHTOB BCTPEUYAETCS CYIIECTBEHHO BbIle (78%), ueM B KOHTPOJIbHOI
rpymmne ux 310poBeix cubcoB (10%) (Smith ¢ coasrt., 2007). B 3TOM Hccaeq0oBaHUH CcaMOi
pactpoctpanénnoi npuanHoi (50%) 060cTpEHHOM peakii Ha 3BYK ObllIa yCTAIOCTb.

O0cJsienoBanMe y 0TOJIAPUHI0JI0TA

e Bcem BmepBble AMArHOCTUPOBAHHBIM MAalMEHTaM ¢ CcUHIApoMoM (Cwmut-Marenuc

PEKOMEHIyeTCsl KOMITJIEKCHAs OLIEHKa OTOJIApUHI0JIoTa, JIOTOIe1a U Cyp10JIoTa.

e Or1leHKa OTOJIAPUHTOJIOTA I0JIKHA BKJIIOYATh OLIEHKY MPOOJIEM € yIlIaMi, HOCOM U FOpJIOM,

¢ 0coObIM BHHMaHHEM K (U3MOJIOTUM yuIied u aHoManusM HEOa (Boiubeil mactu, HEGHO-

[JIOTOYHOW HEAOCTATOYHOCTH).

e [loBTOPHBIN pEryIsipHBII KOHTPOJb CllyXa U (PU3UOJIOTHUU yIIell peKOMEeHAYeTCsl BIUIOTh

A0 B3pOCJIOro Bo3pacTta.
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e J[ns OLIEHKU U JICYEHHUS CPEIHETO OTUTA U IPYTUX AHOMAJIMH Ia3yX, a TAKKe KOHTPOJIA 3a
CUMITTOMAaMH MPOTPECCUPOBAHUS HUJIH KOJIEOAHUS CTETICHH TYTOYXOCTH, TOJIOBOKPYKEHUSIMHU
WIH JPYyrUMH pPaHHUMHU TpHU3HAKAMU 3a00JIeBaHWUN yXa PEKOMEHIOBAHO TIIATEIHHOE
OTOJIAPUHTOJIOTHYECKOE 00CIIeIOBaHHE.

e /11 MOHHUTOpPHMHIAa COCTOSIHHMS NAUMEHTOB C KOHJAYKTHUBHOM WJIM CEHCOHEBPAIbHOMN
TYrOyXOCThI0O HEOOXOIMMO, MO KpalHeH Mepe, €KEroJHoe IOJHOE CYpPAOJIOTHYECKOe
obcnenoanue. OrieHKa Cyxa B JAHHOM MOMYJISAIIMA MOXKET OBITh 3aTPYIHUTEIIbHA, TTIO3TOMY
JUTSL YCTICTITHOTO MCCIICIOBAHMS CIIyXa MOTYT ObITh HEOOXOMMBI TOBTOPHBIE CEAHCHI.

e O1leHKa NaTOJIOTUH PEYU UMEET BAKHOE 3HAYCHHE JJIsSI OLIEHKH CEHCOMOTOPHBIX HABBIKOB

CTPYKTYP IIOJIOCTU PTa U BO3MOKHBIX npo6neM C KOPMJICHUEM H I''TIOTAHHCM.

Jleyenne

e CraHgapTHOE OTCIIEKUBAaHUE M JIEYEHHE BCeX IMpoOJeM yxa, HOCAa M TopJyia JOJKHO
IPOBOJIUTHCA B COOTBETCTBMM CO  CTAaHJAPTHOW  MEIMIMHCKOM  IMPakTHUKOW U
npo¢eCCHOHATIBHBIMU PEKOMEHAALUAMH, Ui ONTUMM3AlUUd KOMMYHUKALUU OOJIBHOTO C
LIEJIBIO PA3BUTUSA U 00pa30BaHUS.

e Jlo KIMHHMYECKMM II0Ka3aHUSM HYXXHO paccMaTpuBaTh TOJIOCOBYIO MU PE30HAHCHYIO
Tepanuio Kak 4acTb WHAUBUAYAIBHOIO TUIAHA JIE€UEHUSI.

e [Ipy [OKyMEHTAIbHOM TIOATBEPKICHUM HEMPOCEHCOPHOM TYrOyXOCTH  CIENYET
paccMaTpuBaTh YCTaHOBKY CIYXOBBIX allapaTosB.

e [Ipu 3a00neBaHUAX CpPETHETO yXxa 0OOCHOBAHBI arpecCUBHBIE METO/bI TEPAMU M 4acToe
HaoOmoieHue. CpeqHUil OTUT, KaK MPaBUIIo, SIBISIETCA XpOHUYecKUM (3-6 anu3oza B roa) u
MOXET TpeboBaTh MNPOGUIAKTHYECKOM aHTHOMOTUKOTEpANMA W/WIM  pa3MENIeHUs
BEHTHJISILIUOHHON TPYOKH.

e Cumwxkenne ¢pyHkuuii nMmyHuTeta (ocooenno, 1gG mmu 1gA) Habmogaercst Oonee 4eM y
TPETH MALMEHTOB, YTO CJIEAYET YUUTHIBATH MPH JICUEHUH STHUX UHPEKIIUH.

e DddexTrBHAS NAIMATUBHAS CTpaTerusl MPU THUIEPaKy3UH BKIIOYAET MOATOTOBKY WIH
IpeaynpexieHue o 3ByKe, ociaaleHne 3ByKa Ipyu MOMOIIU Pa3IMYHbIX METOJUK, U30eranue
CTPECCUPYIOLIETO 3BYKa, KOHTPOJb M3BECTHBIX TPUITEPOB U O3HAKOMJICHHE C MCTOYHHKOM
TPEBOKAIIETO 3BYKa.

HespoJioruyeckue paccrpoiicrsa

vy MaIMEHTOB C CHHAPOMOM Cmur-Marenunc MOT'YT IPOABIATECA CUMIITOMBI, KOTOPBIC OTHOCATCSA

K IOPa)KEHUIO KaK IIEHTPAJIbHOM, TaK U nepr(pepruuecKoil HEPBHOM CUCTEMBI.
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Cyoopozu Bozuukaiotr y 11-30% Gonbubix (Greenberg ¢ coast., 1991, 1996; Potocki ¢ coasr.,
2002; Goldman c coagr., 2006; Gropman c coast., 2006). AHOMaJIUK IEKTPOIHIIEPATOTPAMMEI
OBLTH OTMEYCHBI IPUMEPHO y 25% NalnueHToB MpH OTCYTCTBHH cynopor B anamuese (Greenberg
¢ coaBT., 1996; Goldman c coasr., 2006; Gropman ¢ coasr., 2006). He cyiiectByer THIa cyaopor
WIN TI0Ka3aTellell JIeKTposHIedasorpaMmbl, KOTOpble ObUIM Obl XapaKTEpHbI Ui CHUHAPOMA
Cmur-Marenuc. Pacnio3HaBaHue U JIEYEHHE CYAOPOr MOKET YJAy4yIIMTh BHUMAaHUE, [1OBEACHUE,
COH M o0Oume KOTHUTHBHbIC (YHKIHMH. IIpOTHO3 3aBHCHMT OT THNA CyJOpOT M OTBETa Ha
IPOTUBOCYIOPOXKHBIE CpeCcTBaA. Y fereit ¢ cunapoMoM CMuT-MareHuc O 3aperucTpUpOBaHBI
Takue HeOnaronpusTHele 100OYHbIE 3(QEKThl npenaparoB, Kak 4Ype3MepHas BAJIOCTb,
MOBBIIIIEHHASI BO30OYAMMOCTD U Pa3IpaXHUTEIbHOCTb.

KarameHunanbHas SIWICTICHS y )KEHIIWH XapaKTepU3yeTcs SMUICTTHICCKUMU MTPHIIAIKaAMH,
IPOUCXOJAIIMMHU PETyIsipHO BO BpeMs MeHCTpyaluil. B kauecTBe uX HpUYMHBI ObUIH
IPEeUIOKEHbl TOPMOHAJIbHbIE MeXaHU3Mbl. KaTaMeHuanbHble SMWISNTHYECKUE MPUIAIKU, KakK
IIPaBWJIO, COBMAJAIOT C HAa4yaJloM MEHCTpyalluH, Ie0IT NPUIIAJKOB TaKKE IMPOUCXOJIUT C
HACTYIUIEHHEM 110JI0BOM 3penocTu. [1o nTepaTypHbIM TaHHBIM U3BECTHO, YTO BIUSHHUE [TOJIOBBIX
CTEpOUJIOB Ha HEPBHBIE U NCUXMYECKHE PACCTPOMCTBA YACTMYHO ONOCPEAOBAHO aHOMAJIbHBIM
OTBETOM LIEHTPAJIbHOI HEPBHON CUCTEMBI Ha HEHpoaKTHUBHBIE cTepoubl. Kpome cynopor, y Takux
YKEHIIUH YacTO MPOSBISAETCS MIPEIMEHCTPYaIbHbBIN CUHAPOM C PE3KMMH NIEPEMEHaMU HACTPOEHUS
U dCKaJlaleil MOBEeACHUS, a TaKKe AMOLIMOHAIbHbIE BCIBIIIKY MEpe]l HayaloM MEHCTpYyalui.
[TprMeHeHne HU3KHUX 103 OpalbHBIX KOHTPALENTUBOB U YITYYIIEHHE JINYHON I'MTUeHbl O0JIbHON
MOXET OKa3aThb OJaroTBOpPHOE BO3ECHCTBME Ha HACTPOEHHUE U TMOBEJCHME, BCIIEACTBUE
YMEHBIICHUSI MEHCTPYJIbHBIX BBIICTICHUN .

Cmpykmypnole anomanuu. bonee yem y MOJOBUHBI OOJIBHBIX IPU HEHPOBU3yaIHU3alMH
MOYKHO YBUJETh CTPYKTYpPHbIE aHOMAJIWM LEHTPaJIbHOW HEpBHOW cucTeMbl. KoMmmbroTepHas
tomorpadust (KT) romoBHoro Mosra, y manueHToB ¢ cuHIApoMoM CMmuT-MareHuc oOHapyxuia
BEHTPUKYJOMETAIIMIO B JEBITH CIy4yasX, pacllMpeHHe OOJBIION IUCTEpHBI MO3ra Yy IBYX
MAIMEHTOB M YaCTHYHOE OTCYTCTBHE YepPBsS MO3Keuka y oaHoro 6ospHoro (Greenberg ¢ coasr.,
1996). Ananoru4sble pe3ylibTaThl ObUIM OTMEUYEHBI B TPYIIE JAETel, MpOoIeaX 10 JaHHOTO
uccnenoBanus MPT: msaTh ciaydaeB BEHTPUKYJIOMETalldH; J(Ba ciy4as YBEJIMYEHHUS 3a/JHEH
YEepernHoil SIMKM M TPU HOPMaJbHBIX pe3yibTara ckaHupoBaHus (Gropman c coast., 2006).
Hecmotps Ha mpucyTcTBHE MOTOPHOM TUCHYHKIUU CTPYKTYpP HOJOCTH pTa, Ha CETOJHSIIHUIN
JIeHb HE COOOIIAJIOCh O CTPYKTYPHOH MaTOJOTHM IMOKPBIIIKK, OTBEYAIOLIEH 3a 3TH (DYHKIHH.
[TaTonoroanaromuyeckre oOCIIEIOBAaHUS MAlMEHTa C MOJHOW aenenuedt cermenta 17pll.2

OOHApYXXWJIM MHKpOIehaTni0 W yYMEHBIIEHUE JOOHBIX JOJEH C HCTOIEeHHEeM (PpOHTaTIbHBIX
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HelipoHoB. Takxke B OOKOBOM JKelyaouke Oblla OOHapyXeHa HeOOJbIlas TeMaHTruoMa
xoprouaaibHoro criereHus (Smith ¢ coart., 1982, 1986).

IHlepugpepuueckaa neiiponamus. Oxono 75% mnanueHToB ¢ cunapomMom Cmurt-Marenuc
UMCIOT KJIMHHYECKHE NpHu3Haku mnepudepuueckoii Heiipomaruu (Greenberg ¢ coast., 1996;
Gropman c coasr., 2006). Horu naruenToB ¢ cuaapoMoM CMUT-MareHuc uMeroT XapaKTepHBIN
BHEIIHUH BHWJA, YacTo HaOMIOJaeMblii Tpu Tepupepudeckux HEpPBHBIX CHHAPOMAX WU
HEeHponaTusax, a UMEHHO BUJ] «I1€pEeBEPHYTON OYTHUIKH MIAMITAHCKOT0» WK 1e(hOpMaIiH 10 TUITY
pes cavus miu pes planus. Taxke 4acTo BCTpeYaeTCsi MOJOTKOOOPAa3HOE UCKPUBIICHHE MMAJIbIICB
HOT. Y OONIbHBIX TMOAO3pEBaeTCs IOHM)XKEHHas OoyieBas 4YyBCTBUTENbHOCTh. (CrabocTh
JUCTAJIbHBIX MBILIL IPUCYTCTBYET y 50% maunentoB. ¥ 21% nauueHToB Oblia 0OHapyKeHa He
ONMCaHHas paHee nepudepuyeckas HEHpoNaTUs ¢ TPEMOPOM BepxHed KoHedHocTH (6-8 I'm)
(Gropman ¢ coasr., 2006). B TeueHne paHHEro MJIaJICHYECTBA U JACTCTBA, PU3HAKH BOBJICUCHHS
nepudepruyeckoili HEPBHOM CHUCTEMBI BKJIIOYAIOT runopeduekcuio (84%) u  CHIKeHUE
qyBCcTBHTEIbHOCTH K Oomm (Gropman ¢ coast., 2006). YHUBEpCATbHBIM MPU3HAKOM SIBJISICTCS
TUIIOTOHUSI, CBSI3aHHAsA, CKOPEE BCEro, ¢ OTKJIOHCHUSMH LIEHTPAJIbHOM HEPBHOW CHCTEMBI. B
JETCTBE, KaK MPaBUIIO, PACIIPOCTPAHEHO TIOCKOCTOMUE UITM HEOOBIYHOE BHITMOAaHNE CBO/IA CTOTIBI
(pes planus wu pes cavus) u HeoObIYHAas IIIENaroIas moxoaka. Y 60% maiueHToB HabI0aaeTCs
NoXo/ika Ha 1pimovkax (Martin ¢ coast., 2006), HeCMOTpPsI Ha OTCYTCTBHE JKECTKOCTH MSATOYHBIX
CYXOKUJTUM.

CKOpOCTh MPOBOAMMOCTH MaloOEpIIOBOr0 JIBUraTeIbHOIO HEpBa B JIETCTBE, KaK MPABUIIO,
HopMaiibHa (92%). M3peaka BO3HUKAET 3a/iep’KKa CKOPOCTH TPOBOIMMOCTH IBUTAaTEILHOIO HEPBa
BCJIE/ICTBUE CErMEHTApHOM JIEMUENNHU3AINN U PEMHUENIMHU3AlUY, aHAJIOTMYHON HalIrogaeMoi
IIPY HACJICJICTBEHHOW HEWPOIATHUH CO CKIIOHHOCTBIO K MapajinyaM ot crasieHus (Smith ¢ coasr.,
1986; Zori ¢ coast., 1993; Greenberg ¢ coasr., 1996). I'en 6one3uu [lapko-Mapu-Tyt Tuma 1 A,
PMP22, neneuust KOTOpOro MPHUBOJUT K HACIEACTBEHHON HEHPOMaTHH CO CKJIOHHOCTBIO K
napaju4aM OT CAABJIEHUS, PAcIoNokKeH B cerMeHte 17pl2, aucranbHee KpUTUYECKON oOmactu
curapoma CmuT-MareHuc U 0OBIYHO MTPH STOM CHHIpOME Jenelun He moasepraetcs (Greenberg
c coaBT., 1991; Chevillard ¢ coasr., 1993; Moncla ¢ coasr., 1993). [Ipusznaku nepudepuyeckoit
Helporatun y nui ¢ cuHapomMoM Cmur-MareHuc He 3aBucAT oT genenun PMP22, uto ne
WCKIIFOYAaeT BO3MOXKHYIO POJIb JPYTrUX T€HOB B KpuTHueckou oOmactu. Helipomatum mnpu
cuHapoMe CMuT-MareHuc He CUUTArOTCS POIPECCHPYIOLTUMU.

Buicokuii 6onesoint nopoz. 113-3a OTHOCUTENBHONW HEUYBCTBUTEIBHOCTH K OOJH, MALUEHTHI C
curapomMoM CMuT-MareHuc MOryT HaHecTH cebe TpaBMy, 3acCOBBIBas MHOPOJAHBIE Tella B
€CTECTBEHHbIE OTBEPCTHS TEJA, IOCTOSHHO IIUIIas U Kycas ce0si, BBIIEPTUBast HOI'TH WK yAApssACh

0 MIPEIMETHI BO BpEMSI HEKOHTPOJIHPYEMBIX MPUCTYIIOB sipoctu (SMith ¢ coart., 1998a). bonbHbIe
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¢ cuaapoMoM CmuT-MareHuc, Kak IpaBuIIo, HE YacTO JKaTyIOTCs Ha 00JIb TPH OOBIYHBIX AETCKUX

TpaBMax, TaKUX KakK IMEpeIoOMbl KOCTEH, CCaauHbI, Ope3bl, YIHObL. B psjie ciaydaeB poauTenu

OTMEYaIOT OBPEXKICHUS CTEH, IBEPEH /WK CTEKOJ HA OKHAX B PE3YJIbTaTe CUIIBHBIX yIapOB BO

BPEMA HEKOHTPOJIUPYEMBIX IIPUCTYIIOB SAPOCTH. B takux O6CTO${TCHBCTB3X, MOKHO 3aI10J03pHUTh

KECTOKOC 06pameHHe C AC€TbMH, HO Ha CaMOM J€JIE BCE TCIICCHBIC IMOBPCKIACHUA Y pe6éHKa -

pe3yibTar camonoBpexkacHus (Smith ¢ coast., 1998a).

Hucynom. Taxk xak y 57% mnauueHToB ¢ cuHIpoMoM CmuT-MareHuc 3Ha4eHUsl YpOBHS

JIMITUIOB TIPEBBINAIOT 95-f MPOLEHTWIb Ul COOTBETCTBYIOMIEro Bo3pacTa W moja (Smith ¢

COAaBT.,

2002), STH MaNMEHTBl MOTYT BXOJWTh B TPYIIy pPHCKa IEepeOpPOBACKYIIPHOTO

atepockiiepo3a (Chaudhry ¢ coast. 2007).

O0cJienoBaHHE HEBPOJIOTHYECKOH CHCTEMBI

TimaTenpbHOE HEBPOJIOTHUYECKOE OOCIEIOBAHHE IODKHO TPOBOAUTHCS I KaXKIOTO
ManueHTa Npu NOCTaHOBKE AMAarHO3a, U 3aTeM, 1o KpaiHeil mepe exeronHo. [lanuenTos
C TMPHUCTYAaMU HYXHO oOcienoBaTh Oojiee 4YacTo, B COOTBETCTBUU C UX
WHIUBUAYAIbHBIMHU MOTPEOHOCTSIMH.

[Tpu BeIOOpE MPOTUBOAMMICTITUYECKOTO JICUEHUSI BCEM OOJIBHBIM C MPUCTYIAMH JI0JDKHA
MIPOBOJIUTHCA dJIeKTpodHIehanorpadus. B cirydae 601pHBIX 0€3 SIBHBIX MPUITAIKOB, DI
MOKET OBITh MOJI€3HA JUISl UCKIIOYEHUs] CYOKIMHUYECKHX MPUCTYIOB, MPU KOTOPBIX
JIeYeHHE MOKET YIy4YIIUTh BHUMAHUE U/WIN TTOBEICHHUE.

I[J'Ifl HUCKIIIOYCHHUA aHATOMHUYCCKUX MNPUYHMH CYyAOpPOr U aCUMMCTPUU WU aHoMaini
MOTOPHKH, TIpU  OTUX  KIMHUYECKUX  TPU3HAKAX  HEOOXOIMMO  TPOBECTH
HEHPOBU3YyaITH3AIHIO.

H3meHeHrs B MOBEACHUM WM BHUMAaHUU TpPeOYIOT MOBTOPHOTO OOCIEAOBAHUS IS
oTpeeNeHus] CYOKITMHIUYECKUX MPUIATKOB KaK BO3MOXKHBIX 3(PPEKTOB JIeKapCcTBa.

B otnmenpHBIX cuUTyanusix, OCOOGHHO B YCIHOBHSX KIMHUYECKHX MPU3HAKOB
nepudepuIecKor HEHPOITATHH MOXKET OBITh TOJIE3HO MPOBEJICHUE DIIEKTPOMHOTPAMMBI/
WICCJICTOBAHMS HEPBHOM MMPOBOIUMOCTH.

[TaruenTam, KOTOPBIM TpeOyeTcs onepanus Ha OTKPHITOM CEp/lle B MOAPOCTKOBOM HITU
B3POCJIOM BO3pacTe, PEKOMEHJOBaHA OIEHKAa BO3MOXKHBIX IepeOpPOBACKYIISPHBIX
ocnoxxknenuit (Chaudhry c coast., 2007). Iloka He H3BECTHO, CIMOCOOCTBYIOT JIU
OTKJIOHEHHSI B OOMEHE JUINHA0B 3HAUUTEIHHOMY PHCKY Pa3BUTHsS aTEPOCKIEPO3a BO
B3pOCJIOM BoO3pacTe. PekoMeHayeTcss NTPOBOJHUTH CKPUHUHT CEpACYHO-COCYTUCTBIX
3a0oneBanuid. {151 MOAPOCTKOB M B3pOCIBIX C CHHAPOMOM CMHUT-MareHuc, UMErOInx

JOTIOJTHUTENbHBIE (PaKTOPBI pUCKa (CaXapHbI AUMadeT, CEMEMHYI0 UCTOPHUIO 3a00JIeBaHMMA
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cepila, BPOXKIEHHBIE MOPOKH CepJlla M Jp.) MOXET OBITh PEKOMEHJOBAaHO OoJjee
TIIATEJILHOE 00CICAOBAHHUE.

[Ipy  QyHKIIMOHAIBHBIX HAPYHMIEHUAX M 3aJCPKKE Pa3BUTHS PEKOMEHIYETCS
¢dusnorepanus. Jns obecrieueHus: TONMOJHUTEIBHON YCTOWYMBOCTA U CIIOCOOHOCTH K
MEPEABMKEHUI0O MOXXHO TPHUMEHATh OPTOMEAMYECKHE CKOObI WM JHUHAMHYECKUM

TOJICHOCTOITHBIN opTE3.

Jleuenne

° HpI/ICTyHBI 00BIYHO IoA4ar0TCA TpaﬂHHHOHHOﬁ HpOTI/IBOBHHHeHTI/I‘IeCKOﬁ TCpaIlinu.

[Matmentel ¢ cuaapomMoM CmuT-MareHHC MOTYT OBITh OCOOCHHO YYBCTBUTEIBHBI K
noOOYHBIM dPQeKTaM HEKOTOPbIX M3 JTUX areHToB. B HEKOTOpBIX CIydasx
MPOTUBOAMICNTUYECKHI TpernapaT MOXKET OKa3blBaThb MOOOYHOE BO3JEHCTBUE Ha
MOBEJCHUE W/WIK COH, KaK TMOJOXHUTEIbHOEe, TaK M oTpuiarensHoe. Hekxotopsie
mpernaparel, TaKWe Kak BaJbIPOEBas KHUCIOTa W PHCIEPUIAN, MOTYT BBI3BIBAThH
ype3MepHyIo npubaBky B Bece. [[pyrue nekapcrBa, Takue Kak kapOamasenuH, (PEeHUTOUH
u (enobapbuTan, MOryT BBI3BIBATH COHJIMBOCTH. JleBeTupameraM MOXKET BBI3BIBATH
OTKJIOHEHHSI B TOBEIEHUM W, BO3MOXHO, MCUXO03; Ipu cuHiapome CmuT-MareHuc ero
CJIEyeT UCIIOJIB30BaTh C OCTOPOKHOCTHIO.

Jns nepudepuyeckoil HeBpomatuum npu cuHapoMe CMUT-MareHuc He CyIIeCcTBYET
crenuguueckoro jeueHus. B peakux ciaydasx ¢ KPYHNHBIMH JEJELUSMU, B TOM YHCIIE
PMP22, pekomeHIyeTcss 0c000€ BHIMaHNE K BO3MOYKHBIM TIOBPEXKICHUSM OT CJIABJICHHSI,
IIMHAPOBaHHUE U (PU3UOTEPANUs B COOTBETCTBUU CO CTaHIapTaMH.

Poputensm G0nbHBIX, 0COOEHHO MaJ€HbKUX JETEH, CIeNyeT NPOSBISATh OCTOPOKHOCTH U
CHHM3HUTb PUCK CIIy4yailHOro TpaBMaTu3Ma B JJOMAIIHEH 00CTaHOBKE, M3-3a MOBBIIEHHOTO
60J1€BOT0 IOpora MaueHToB U UX HEYCTPAaHUMOM NOTPEOHOCTH TPOTaTh NMPEeIMEThI U/UIH
3aCOBBIBaTh MOCTABUTh OOBEKTHI B POT.

B cdepe sprorepanuu, MHIAMBUAYATU3UPOBAHHBIE MPOTPaMMBbl JIOJDKHBI BKJIHOYATh
YCTpaHEHHE TPYIAHOCTEH C 0OpabOTKOM CEHCOPHBIX CHTHAJOB B COBOKYITHOCTH C
MOBE/IEHYECKUMHU MporpaMMaMu. OHM MOTYT BKJIIOYATh JIEYEOHBIE MEPOIPHUSITHS IO
Pa3sBUTHIO TOCTYPAIbHOM YCTOMUMBOCTH, HABBIKM MEIKOM MOTOPUKM U 3pHUTEIHHO-
MOTOpHBIE HaBBIKU; IIMHUPOBAHKE; MOIM(DUKAIIUIO CPE/IbI U AaNTAI[MI0 aKTUBHOCTH ISt
yCTpaHEHUS TEKYIUX OrPaHUYEHHBIX BO3MOXHOCTEHN U COAEHCTBOBATh HE3aBUCUMOCTH B
MOBCE/IHEBHOM J1€ATEIbHOCTH.

B cdepe dusnorepanuu, akieHT HEOOXOAUMO CAENaTh Ha pa3BUTHE IPYOBIX MOTOPHBIX
HaBBIKOB, C LENbIO YIYYLICHHUS DPAa3BUTHSI MOTOPUKH, PABHOBECHS, CAMOCTOSTEIHLHOU

XOJILOBI u MPaBUIIbHOU MOXO/IKH. Hacrosrensno PEKOMEHYIOTCS
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yIpaXHEeHUS//MEPONPUSTHS, HaIlpaBICHHbIE Ha TOBBIIIEHHE TOHYCAa HpPHU TUIOTOHUU
MBILLIT )KMBOTA U TYJIOBUILIA.
CromaTtoJiornyeckue H3MeHeHus!
YepenHo-nuiieBble AUCMOPPHUH TOAPOOHO OMKCaHBI B pa3zeine Auarnoctuyeckue Kpurepuu.
Cmomamonozauueckoe ob6cnredosanue TMALUEHTOB ¢ CUHApOMOM CMuT-MareHuc MoOxKet
00HapYKUTh MUHIMYM OJIHY aHOMaJuto 3y0oB y Bcex (100%) 6onpubIx (Tomona c coasr., 2006).
Arenesus 3yOOB, IJIaBHBIM 00Pa30M BTOPBIX MPEMOJISIPOB HIDKHEH YeNOCTH, ObUIa OTMEYEHA y
87%, TaypOAOHTHU3M KaK MOJIOYHBIX, TaK U ITIOCTOSIHHBIX MOJISIpOB Y 87% u nunanepanust KOpHel
3y6a y 33%. [1noxas rurueHa nmojiocTu pra, 00JI0)KEeHHOCTh 3y0OB HAIETOM U YacTOE BOCHAJIEHHE
IECCH TPOTPECCUPOBAIM C BO3pacToM. Bo Bcex ciydasx, rae ObUT TPOBEACH TOJTHBIN
nedasoMeTpuyecKuil aHanu3, Obula IIOKa3aHa MPOTPY3Usl HWXKHHUX pE3LOB, Beayllas K
BBIMSTYUBAHUIO HUOKHEH TyObI. [Ipu curnpome CMuT-Marenuc pacrnpoctpaHeHa HEOHO-TI0TOYHAs
HeI0CTaTouHOCTh - 75% (Solomon ¢ coagt., 2002), paciienuubl HEOA W/WITH TYObI BOSHUKAIOT C
OTHOCHUTEJIbHO HU3KOM YactoToii MeHee 10%; MokeT HaOI0aThCs PpaACIICIIICHUE S3bIYKA.
[IporHo3 3aBUCUT OT CTENEHM AaHOMAJIMM M BO3MOXHOCTU €€ XUPYPrU4ecKoro Win
MEAMKAMEHTO3HOTO U3JiedeHUs. [[puOoTKpPHITHIN POT CIOCOOCTBYET YpE3MEPHOMY CIIOHOTEUCHHIO,
KOTOPOE MOXKET OCTaBaThCA MPOOIEMOH /10 TO3/IHErO AETCTBA.
O0c/ieoBaHMe Yy CTOMATOJIOTA

e HeoOxonumo oOcnenoBaHue HEOAa Ha HalIM4yMe pacUIeNMH, B TOM YHCJE pacllerICHHs
SI3bIYKA U TIOJICIU3UCTOM paciieTuHbl HEOA.

e llccnenoBaHus pedd U II0TaHUS MOKa3aHbI IPH HATUYUH IPOOIEM € 3STUMHU PYHKIIUSMHU.

e PexkoMeHayeTcs CTOMAaTOJIOTHUECKOE OO0cieloBaHHe, B TOM 4YHCIE MaHOpPaMHBIE
pEHTreHOorpamMMbl /ISl BBISBJICHUS AaHOMaNMW (areHe3uu; TaypoOJOHTHU3MA W/WIH
JUIlaliepalii KOpHei) U TiaTesbHas TUTieHa MoJ0CTH pTa.

Jleuenne

e [lokazaHus 1151 XUpYypruyeckoi KoppeKus ryd nu/unu Héoa ABISIOTCS TEMH XKe, UTO U JIJIs
HACEJIEHUS B LIETIOM.

e B ciydae pacmienuasl HEOa y peO&HKa, HEOOX0IUMO 00YUSHHUE POIUTENCH CTICTIHATBHBIM
METOJIaM KOPMJIEHHUS.

e ['uruena moysoOCTH pra M yXo[ 3a IECHaAMHU y NAIUEHTOB ¢ CHHApoMoM CmuT-Marenuc, kak
NPaBUJIO, TpeOyeT pPOAUTEIHCKOrO0 KOHTPOJs. MoXKeT OBITh MOJIEe3HO NpHUMEHEHHE
ANEKTPUYECKON 3yOHOU HIETKU C 2X-MHUHYTHBIM TalMEpOM, Tak Kak 0OJIbHOMY pPeOEHKY
CJIOXKHO MaéTCsl OCBOSHUE YUCTSIINX JIBHOKCHUM OOBIYHOM 3yOHOU MIETKOM.

Od¢ranbMosIornyecKue M3MeHEeHUs
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[Mpu cungpome Cmut-MareHuc ObUIa ONMCaHA BBICOKAsE YaCTOTAa MOPAKEHUS TJ1a3, B TOM YHCIIe
aQHOMaJIMK Pay»KKH, MUKPOKOpHEa, Kocoriasue, katapakra u omusopykocts (Finucane c coasr.,
1993b; Barnicoat ¢ coasrt., 1996; Chen RM ¢ coagt., 1996). HactoTra BCTpeuacMOCTH aHOMAJTUI
IJ1a3, B YaCTHOCTH, MUOTIMY BBICOKOW CTETICHH U OTCIIOMKH CETYATKH, OKA3bIBACTCS 3aBHCUMOM OT
Bo3pacTa. Tak KakK OTCIIOGHHE CETYaTKH MOXET IPHBECTH K CIIENOTe, HEOOXOINMO
MUHUMHU3HUPOBATH BO3MOXKHOCTh €TI0 BOBHUKHOBEHUS M3-32 TPAaBM. Y TOJOBHHBI MAIIUECHTOB OBbLT
oOHapyKeH Takoi cumnToMm kak mukpokopHea (Chen RM c coagt., 1996). Ilsarna Boabduuna-
Kpykmana (ramaptomsl paayxxku) (Chen RM ¢ coast., 1996). ¥ oTaenbHbIX MalueHTOB ObLIH
OTIMCaHBI IPYTUe €IMHUYHBIE aHOMAJIUH, CKJII0Uast AUCTeHe3 panaykku (Barnicoat ¢ coaBt., 1996),
TOKENBIN BpOXKIEHHBIA CHHIPOM bpayHa (orpaHruYeHue WU OTCYTCTBHUE MOABEMA H OTBEIICHUS
rinasza) . (Salati ¢ coaBt., 1996) u CHWKEHHE OCTPOTHI 3pEHHUsI, 00YCIOBICHHOE JIBYCTOPOHHUMHU
JTMCKOBUIHBIMHU IIpamamu cetdatku (Babovic-Vuksanovic ¢ coast., 1998).
O0csienoBanne y opraabmosiora
e HauwHas ¢ MOMECHTa MMOCTAaHOBKH JMArHO3a, PEKOMEHIYETCsl €XKEeroJlHOe 00CIeI0OBaHUe
oranpMosiora ¢ OTACIBHBIM BHHUMaHUEM K TPU3HAKAM KOCOTJIa3usi, MHUKPOKOpPHEa,

AHOMAJIMM pay’KKU U HAPYLICHUSIM.

Jleuenue.

e HekoropsiM naruenTaM ¢ CHHAPOMOM CMUT-MareHuc yxe ¢ 9-MecsyHOro Bo3pacta ObLIH
HEOOXOIUMBI KOPPEKTUPYIOLINE JHH3BI Mpu Onau3opykocTd. OMHAKO €CTh TPYAHOCTH,
BO3HUKAKOIINEC HpI/I UX HOIIICHUH.

¢ B cnyuae HEOOXOAUMOCTH, KOPPEKTUPYIOIIEe JeUueHNEe KOCOTTIa3us, HUUYeM He OTIHYaeTCs
OT TaKOBOT'O JIJISI HACCTICHUS B IICIIOM.

¢ B03MOXHOCTb OTCIIOCHUS CETUATKU M3-3a IMOBTOPSIOLIUXCS YAAPOB FOJIOBOM O IPEAMETHI

JOJI2KHa OBITH CBC€ACHA K MUHUMYMY, BKIIIOYas WCIIOJb30BaAHNEC 3allIUTHBIX HNIJICMOB

HN3meHeHns cepAeYHO-COCYIMCTON CHCTEMBI

HpI/I CUHAPOMC CMI/IT-MaPCHI/IC, BCTPCHACMOCTh CCPACUHO-COCYAUCTBIX aHoOMaJHUH COCTaBIIIET
37-47% (Smith ¢ coast., 1986; Greenberg ¢ coast., 1996; Potocki ¢ coast., 2003). AHOMaTHH
BKJIHOYAKOT B ce6$1 MSITKHUHA CTEHO3 WU peryprutanguo TPUKYCIIUAAIBHOTO WKW MUTPAJIBHOIO
KJiariaHa, ,Z[C(I)CKTBI MC)KX(CHYﬂOHKOBOﬁ neperopoaxu, Ha,[[KJ'IaHaHHBIfI aopTaJleHﬁ WJIN JIETOYHBIN
CTEHO3, Ne(eKThl MEXNpencepaHoi meperoponku u terpaay damno (Smith ¢ coasr., 1986,
Greenberg ¢ coast., 1996; Sweeney and Kerr, 1999; Chaudhry ¢ coagr., 2007). B oTnuume ot

ciydaeB nenenuu, mpu mytaruu RAIL BposkiéHHBIE TOPOKH Cep/IIia HE OTMCAHBI.
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I'mnepxonecrepuHeMust mpu cuHapome CMuT-MareHuc BCTpedaeTcs: ¢ JE€TCTBA, YTO MOYKET
HOCITY)KUTh TOJIE3HBIM PaHHUM KIMHUYECKUM Mapkepom cunapoma (Finucane c coast., 1996;
Smith ¢ coast., 2002). V nereii ¢ cunapom Cwmur-Marenuc, B 57% Oblia oOHapykeHa
rumnepxoyiectepuHeMusi; Menee ueM y 30% ypoBeHb JMIHMIOB HaXOIWICS B Ipelenax
HOpMasibHOTO Jnuana3oHa U 1o 30% — morpaHWdYHBId / TIOBBIICHHBIA YPOBEHBH OOIIETO
X0JICCTEPHUHA WM XO0JIECTepUHA JIMITOIPOTEHHOB HU3KOM ttoTHOCcTH (SMith ¢ coarT., 2002). Puck
IPEXKIEBPEMEHHOTO Pa3BUTHS aTEPOCKIepo3a HEU3BECTEH; OJHAKO, MMEIOTCS COOOLICHUS O
HApYIICHHH MO3TOBOT'O KPOBOOOpAIICHUS, [IO3TOMY ONpPAaBIaH CKPUHHHT HA MPEKIECBPEMEHHOE
pa3BUTHE aTEPOCKIIEPO3a.

O0ciienoBaHue COCTOSTHUS CePIEYHO-COCYAUCTON CHCTEMBbI

e [Ipu mocTaHOBKE qMarHO3a PEKOMEHIyeTCsl 00CIIeI0BaHUE M OIICHKA COCTOSIHUS CEep/lia, B
TOM YHCIIE dXOKapauorpadus.

e HeoOXoauMOCTh TOCIEAYIOMHX OOCIEAOBaHUI TMAalMEHTOB C AaHOMAIHMAMHU Cep.Ia
3aBHCAT OT TSHKECTU U THIIA BBISIBIICHHOW aHOMAJIHH.

o [lamueHThbI, KOTOPHIM TPeOyeTCsl Omepanus Ha OTKPBHITOM CEpP/Ie B MOJPOCTKOBOM HIIH
B3pOCJIOM BO3pacTe, [ODKHBI TIPOWUTH OLIEHKY BO3MOXKHBIX LEpeOpPOBACKYISPHBIX
ocnoxxuaennit (Chaudhry ¢ coasr., 2007).

Jleuenue

e dDapMakoJIOTHYECKOE WM XUPYPTrHUECKOE JICYCHHUE JOJDKHO OCYIIECTBIISATHCS B
COOTBETCTBHH C BBISBIICHHON aHOMAJIUEH cepiia.

o Jleuenue THUIICPXOJICCTCPUHCMUU B Ooiee cTapumeM BO3pacTe NpOBOAUTCA CTAHAAPTHO.

HN3meHeHus KeTy109HO-KUIIEYHOI0 TPAKTA
XpoHuueckuii 3amop B aHaMHe3¢ MOXKeT ObITh Y 58% OonbHBIX (SMith ¢ coast., 1998b). Ero
OpUYMHA OCTA€TCs HEONpENeNEHHOM, HO, BO3MOXKHO, POJIb UrpaeT oOIias T'MIIOTOHMS W/WIN
CTpPYKTypa paluoHa. 3amop MoOKeT OOJeryuTh Kak JHeTa, TaKk M TOBBIIICHHBI YpOBEHb
akTuBHOCTH. [Ipn cuaapome CmuT-MareHuc paclpoCTpaHEHbl CUMIITOMBI SHKOIIPE3a.
O0cJsienoBaHme KeJTy10YHO-KMIIEYHOI0 TPAKTA
e XpOHHUYECKHE 3alopbl WIM YepeOBaHUE 3alOPOB U MOHOCOB TPeOYIOT HampaBieHHUS K
racTPO’HTEPOJIOTY U BO3MOXKHOTO 00CIIEI0BaHHS ¢ IPUMEHEHUEM Oapus.
e [lpy HamMUMM NPU3HAKOB KHUIIEYHOW HEMPOXOJMMOCTH HEO0OXO0AUMO oOcie0BaHuE
XUPYPIOM.
Jleyenue

e B CJIy4dac 3aropoB MOJIC3HO YBCIIMUCHUC HOTpGGHeHI/IH KUIKOCTHU U CMCHA NUCTHI.
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HN3meHeHHs MOYEN010BOI CHCTEMBI
AHOMaJHMH TMOYEK W MOYEBBIBOAAIIMX IMyTeH BO3HHKAIOT Yy 15-35% OonbHBIX ¢ aenenneit
17p11.2, HO He omucaHbl cpenn OonbHBIX ¢ MyTarusaMu RAIL (Greenberg c coasr., 1996; Potocki
¢ coast., 2003; Girirajan ¢ coaBt., 2006). AHOMaIUU BKJIIOYAIOT AYIUIMKALIUIO COOHMpAIOIIei
CUCTEMbI, OJHOCTOPOHHIOIO areHe3WI0 M OHKTOMHIO IO0YEK, OOCTPYKLIMIO WM aHOMaJIbHOE
pacIoioKeHHEe MOYETOYHUKO-TY3bIpHOTO coeaunenus (Smith ¢ coasrt., 1986; Greenberg c coasr.,
1996; Chou c coasr., 2002; Myers ¢ coast., 2007). Koppensiuu «reHoTHI/peHOTHID» yKa3bIBAIOT
Ha TO, YTO AaHOMAJIMU MOYEK U MOYEBBIBOJSIIMX MyTEHl yallle BCTPEYArOTCs cpelu OONbHBIX C
HeTHIUYHO MaisiMu Aenenusmu (Potocki ¢ coast., 2003). HouHoii 3HYpe3 BCTpedaeTes MOUYTH Y
80% OOJNBHBIX ¥ MOXKET OCTaBaThCs MPOOJIEMOIi B IKOJIBHOM Bo3pacte (Smith ¢ coasr., 1998b).
Cpenu BO3MOXHBIX NPUYMH ObUIM OTMEUYEHB! YBEJIIMYEHHE MOTPEOICHUS KUAKOCTH, JIEKApCTBa,
AHOMAJIUU MOYEBBIBOJISIIMX MyTEH, 1/ UIIM TUIIOTOHUS MOYEBOTO My3bIpsi. AHOMAINK TeHUTATUN
y 000UX TMOJIOB BCTPEYAIOTCS PEIKO, HO BKIIOYAIOT KPUIITOPXH3M, «IIIAJIEBUIHYIO» WU
HEJIOPa3BUTYI0 MOILIOHKY, MH()DAHTHIBHOCTh IICHKH MaTKH W/WIM runomuiasuio Matku (Smith c
coaBrt., 1986; Stratton c coasrt., 1986).
O0ceqoBaHNe MOYEINO0JIOBOI CHCTEMBI
e [lanuent, KOTOpOMy ObLT BHICTABIIEH IUAarHo3 cuHapoma Cmut-MareHuc, 10JKeH POUTH
yIABTPa3BYKOBOE HMCCJIEIOBAHUE TIOYEK Ui BBIABICHHUS BO3MOXHBIX CTPYKTYPHBIX
aHOMaJIMd MOYEBBIBOIAIIMX INyTed. B cilydyae KIMHMYECKHMX TOKa3aHUKW MOTYT
OTpeOOBATHCS JOMOJHUTENIBHBIE UCCIIEI0OBAaHUS, B TOM YMCJIE LIUCTOYpETporpamma BO
BpeMsI MOUYEHCITYCKAHUSI U/UITH J1aOOpaTOpPHBIE UCCIIEOBAHMS (PYHKIIMH MTOYEK.
e OOt aHATM3 MOYM MTOKAa3aH IPU KaXKIOM €KETr0HOM 00CIIeJOBaHHH.
e [Ipu nuxopajike HEACHOTO T€He3a ClIeayeT UCCIeA0BaTh MOYEBON OCal0K JUIsl BBISBJICHUS
BO3MO>XHON MH(PEKIIUN MOUYEBBIBOSAIINX MTyTEH.
Jleuenme.
o [Ipu MHPEKIHSIX MOYEBBIBOIAIINX ITyTEH HEOOXOAUMO TIPOBOIUTH AHTHOMOTUKOTEPATIHIO,
COIJIACHO CTaHAapTaM Jisi OOIIei MOMyJISIHH.
e [loMuMoO  CTaHIapTHBIX  MPOLENYpP, MOXKET  MOTPebOBaThCA  XUPYpPrHUECKOe
BMEIIIATENBCTBO.

e (Cnenyer nzberaTh npenaparoB ¢ MOTEHIIMATIBHON HEPPOTOKCUYHOCTHIO.

HN3MeHeHNs CKeJEeTHON U MBIIIEYHON CHCTEMbI

ITpu cungpome CMuT-MareHuc onucaHbl pa3iaMyHbIE AHOMAJIMU PYK, BKIIIOYas KOPOTKHE,

mpokue Kuctu (85%), OAMHOYHYIO JTAJOHHYIO CKJIaJKy M aHOMaluu nanblieB (66%), Takue Kak

47



KO)KHasl CHHAAKTUJIHS 2r0 W 3TO MajbleB, KIMHOJAKTHINS S5-TO Tajblla W/WIIK MOJUAaKTHIHS
(Smith ¢ coast. 1986; Stratton ¢ coasr., 1986; Lockwood ¢ coast., 1988; Kondo ¢ coasr., 1991;
Chen KS c¢ coasr., 1996; Yang c¢ coast., 1997). Bbicokue MNOIYIICUKH MAalbICB, BIECPBHIC
onucannbie Kormo (Kondo ¢ coart., 1991), Takke 3aMeTHBI Ha MMajIbIIaXx HOT U CIIYKAT €IIé OHUM
MIOJIC3HBIM JTMAaTHOCTUYECKHUM IPHU3HAKOM. Y BCEX IMAIMEHTOB ¢ CHHApoMoM CmuT-MareHuc
JTMArHOCTUPYETCSl OpaxHuIaKTHIIMS, PACHIMPCHHE MPOKCUMAIBbHOW (asaHrd OOJBIIOrO Majblia
(Potocki ¢ coarr., 2003), HaOmOAAaETCS NPOTPECCUBHOE YMEHBIICHHE pa3Mepa MHOTHX
nucTanbHbIX KocTei kuetu (Kondo ¢ coast., 1991; Meinecke, 1993). Onrcano yKopoYCHHE HIIH
U30THYTOCTh JIOKTeBBIX Kocteil (12%) (Greenberg ¢ coast., 1996). OOHapyeHa MOBBIICHHAS
pPacTSHKUMOCTh  MANIbIIEB, BJMSAMONMIAS HA I[ENKOCTh KHCTH, KOTOpas Heo0Xoauma IS
UCIIOJIB30BaHUS PYUYKH WM KapaHalla.

Y MHoOrux nerei ¢ cunapoMoMm CMmuT-MareHuc ot 4X JIET U CTapIle BBISABISCTCS CIAObIM
WIA YMEPEHHBIH CKOJIMO3, Yallle BCEro IPYAHOrO OT/elNa; BCTpEUAroIIuics ¢ Oojiee HU3KOH
yactoroit (35%) B cnydasx myramuu RAIL (Smith ¢ coast., 1986; Greenberg ¢ coasr., 1996;
Girirajan ¢ coaBt., 2006). Ckoan03 MOXET OBITH NPOTPECCHPYIONIUM H, B CJIydae ero
3HAYUTEJIbHOW CTEMEeHH, MOXKET MOTPeOOBAThCS KOppEeKTHpYyromas omepamus (Spilsbury wu
Mohany, 2003). Jlpyrue aHOMaiuy MO3BOHOYHHKA HAOJIFOMAIOTCS C OTHOCHUTEIBHO HH3KOM
gacroroit (Smith ¢ coarr., 1986; Gropman ¢ coast., 1998). YacToTa BCTpeuaeMOCTH CKPBITOTO
pacuieruieHus o3BoHoUHMKa (Spina bifida occulta) mpu nanHOM cHHApPOME TaKKe OKa3bIBACTCS
TOBBIIIEHHOM.

Yacro HaOmIOJAIOTCS KECTKOCTh MATOYHBIX CYXOKWJIMH M MOXojaka Ha Hocoukax. [Ipu
UCIIOJIb30BaHUU OPTE30B, MMOXO/IKA MOCTENEHHO yaydmaercs. O4eHb XapaKTepHOH JJI CUHIPOMA
SBJISIETCSL pa3MalIuCTasl MOXOJKa CO MUIENAaHWEM WU TMOoANphIrMBaHueM. [IpeaBaputenbHBIN
aHaJM3 TMOXOJKM IOKa3bIBaeT OOJBIIYI0 BBICOTY, Ha KOTOPYIO TMOJAHMMAEeTCsS HOra W Oolee
JUTUTENIBHBIA KOHTAKT C MOJIOM; MPHU 3TOM Yy Oojiee MIIQIIINX MallMeHTOB OCOOCHHOCTH MOXOIKH
MPOSIBJISIIOTCS HE TaK BBIPAKEHHO, KaK y CTapmux. Y HEKOTOPHIX OOJBHBIX BBIPAXKEHO
HECOOTBETCTBUE JJIMHBI KOHEYHOCTEH, UTO MOKET MOBIUATH HA OCAHKY U MOXOJIKY.

Oo0cienoBaHNe CKeJETHOM U MBIIIIEYHON CHCTEMbI

e Ha MOMEHT MOCTaHOBKHU JMAarHO3a, PEKOMEHyeTCsl peHTIeHOrpaMMa IMO3BOHOYHUKA IS
UCKITIOYEHHS COMyTCTBYIONINX Ae(EKTOB TO3BOHOYHHUKA.

e ExeromHo, 0cOOEHHO B MOJPOCTKOBOM BO3pacTe, HEOOXOIUMO MPOBOAUTH KIMHUYECKOE
oOciiefjoBanue OOJNLHOTO JUIS BBISIBICHUSI CKOJIMO3a, C PEHTreHorpadueld B TexX ciydasx,
KOT'/1a UCKPUBJICHHE TO3BOHOYHUKA HAUWHAET MPOTPECCUPOBATD.

L PeHTFeHOFpa(bI/IH IMO3BOHOYHHKA JOOJDKHA MPOBOAUTHCA MHPHW HAIWYUHU KIMHUYCCKHUX
HOK&?;ZLHHI?I, B T.4. JJI OIIPCACIICHUA U3MEHEHUN Py UCKPHUBJICHUH ITO3BOHOYHHKA.

Jleuenmue.
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e JleueHne CKONIMO3a JOJHKHO IMPOBOJUTHCS CTAaHAAPTHO, KaK U B CIIy4ae OCTAIBHOTO
HaceJIeHHus. XUPypPruieckoe BMEIIaTeIbCTBO TPEOYETCs pEaKo.

o JledbekTrl MO3BOHOYHHKA, KAK TIPABHIIO, HE HYXIAOTCS B JICUCHUU.

e OOcrenoBanue OpTonena U MPUMEHEHHE OPTE30B PEKOMEHIIOBAHO MPU MO3UIUOHHON
nedhopMaIuu CTOMBI W/UIH HAPYIICHUH TTOXOIKH.

HN3meHnenus 3H}10KPHHHOﬁ CHUCTEMbI

Touynass uyacroTa SHIOKPUHHBIX mMaronoruii npu cusapome Cmur-Marenuc ocraércs
HEBBISIBICHHON. OKOJIO YETBEPTH MALIMEHTOB UMEIOT MOTPaHUYHBINA THIOTUPE03. XOTS Y O0JIBHBIX
BO3HUKAET HU3KOPOCIIOCTh, ACPHUIINT TOPMOHA POCTA OMPEACIISETCS PEIKO, €r0 MUKOBBIX YPOBHU
BO3HHUKAIOT B JOJIZKHOC BpCMs JHA U JOCTUTAKOT 3Ha‘-IeHI/II71, JIMIIb HE3HAYUTCIBbHO IMTOHUXKCHHBIX
OTHOCHTEJIbHO 310poBbIX Jitojei (De Leersnyder ¢ coast., 2001 a, 2006). Y 5-neTHel A1eBOYKH €
JeNeIel ObUT ONpeieiéH U30JUPOBaHHbIH neduuut ropmona pocta (Itoh ¢ coart., 2004). beuiu
OTMEUEHBI CIIy4YaH MPEXKIEBPEMEHHOTO MTOJIOBOTO CO3PEBAHMS U PAHHETO UCTOIICHUS SIHYHUKOB .

O6cienoBaHue YHTOKPHHHON CHCTEMBbI

e Ha MOMEHT NOCTaHOBKM JMarHo3a JOJDKEH ObITh BBIIOJIHEH IOJHBIA aHajIu3 KpPOBU
(oOuMii aHaMU3 KPOBHU C ONPEAENICHUEM PA3IMYHBIX THIIOB JICHKOLUTOB, OMOXUMHUYECKHUIM
aHaJM3 C MEYEHOUYHBIMU MPOOAMH, OTIPENICIICHUE FIEKTPOIUTOB), aHATU3 JIMIIHIOB B KPOBH
HATOIAK, KOJIMYECTBEHHBIH aHAJIN3 UMMYHOIJIO0YJIMHOB M aHaIU3 (PYHKIMM IIUTOBUIAHOM
HKEJIe3bl.

e [Ipu noz03peHnH Ha HEOCTaTOYHOCTh HA/IMOYEUHUKOB, HEOOXOIMMO TPOBEPUTH OA30BBIi
u AKTT -ctumynupoBaHHBIA ypOBEHb KOPTH30J1a CHIBOPOTKH.

e Crnenuduyeckuil CKpUHUHT (QYHKIMM HAIMIOYEYHHKOB OINpaBJaH B CIy4yae KPYMHBIX
neneuunit (bonee nonoBuHsl cermenta 17p11.2) (Denny ¢ coast., 1992).

e DyHKIMIO MIMTOBUJHOU jKele3bl HEOOXOJMMO HCCIIEOBaTh Ha KaKJOM €KEroJHOM
0CMOTpE.

Jleyenne

e JleueHue SHIOKPUHHBIX TPOOIIEM IIPOBOIUTCS COTIACHO OOIIMM CTaHAapTaM

HN3menenne HMMYHHOM CHCTEMBI

Huzkuit ypoBeHb UMMYHOTI00YIMHOB Npu cuHIpoMe CMuT-MareHnec HaOI0AaeTCs 4acTo U
MOXET CIIOCOOCTBOBATh XPOHHUYECKOMY CPETHEMY OTUTY, XPOHUYECKUM CHHYCHTaM, HH()EKIUSIM
BEPXHUX JbIXaTelbHbIX MyTel. Cnadoe camxkenue |gM Habmronanock B 23% HM3y4eHHBIX CITyYacB
(Greenberg ¢ coaBt., 1996). Cucremaruueckoe wu3ydeHHe npodUIeH CHIBOPOTOYHBIX
UMMYHOTJIOOYJIMHOB y TIAIIMEHTOB OTMETHIIO MX JIOCTOBEPHOE CHIDKEHHUE 0oJiee YeM B MTOJIOBHHE
ciyuaeB, a UMeHHO, cHIbkeHue IgA (29%), 190G (17%) u/unu IgM (23,5%). CHmkeHne ypoBHS
IgA u IgG ObuIO pacmpocTpaHEHO B MIIAJIIEM BO3pacTe M 3HAYUTEIBHO OTIMYAIHCH OT
O’KHJaemMoro cpenHero yposus (Introne c coast., 2005).

O0cienoBaHe MMMYHHOM CHCTEMbI
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o KoiMyecTBeHHBIN aHAIN3 UMMYHOTJIOOYIMHOB PEKOMEHYETCS BO BpeMsl TUATHOCTHKH,
JIOTIOTHUTEIIbHBIE UCCIIEOBAHUSI IPOBOISATCS MO KIMHUYECKUM MTOKA3aHHUSM.
Jleuenue
e JleueHne UMMYHHOUN AUC(YHKIMN TPOBOAUTCS COTIACHO OOIIMM CTaHIapTaM
JlepmaToJioruyecKkne Uu3MeHeHus
Boocer 1 Koka 9acTo CBETIIBIE, a IIBET PaayKKH 4acTo roiy0oii. PyMsHbIe méku 0coOeHHO
3aMEeTHBI B paHHEM JIETCTBE, BO3MOYKHO, CBSI3aHbI C TOCTOSIHHBIM CIIFOHOTEYEHHUEM HU/HUITU SK3EMOH.
I'unepkeparo3 1o Bceil HOBEPXHOCTU KUCTEM, CTYITHEW U KOJIEHEeW oTMeuaeTcsi MeHee uyeM B 20%
ciyuaeB (Smith ¢ coast., 1986; Stratton ¢ coasrt., 1986; Lockwood ¢ coasr., 1988). XKanoOsr Ha
CYXOCTh KOKH Halle MpeabsBisiioT nmanueHTsl ¢ mytanued RAIL (100%), yem ¢ nenenueit (44%)
(Edelman ¢ coart., 2007). BakHa rurueHa HOITEH; 3ayCEHHIBI YacTO BO3HUKAIOT H3-3a
MOBPEXACHUS KYTUKYJIbI WIIH OOTpBhI3aHUs U BeIAEPTUBaHMS HOTTel. Boinéprusanue HorTeil yaie
BCTpEYaeTCs BO B3pocioM Bo3pacte (86%), yem B mutaireM (menee 30%) (tabu. 50.2) (Finucane
¢ coaBT., 2001).
O0cienoBaHNe KOKHBIX IOKPOBOB
e OreHKa KOXH JTOJDKHBI ObITh YaCThIO PYTHHHOTO MEIUIIMHCKOTO 00CIe0BaHMS MallueHTa
¢ curipomoM CMuT-MareHuc.
e Heob6xoaumo yzaensiTh 0co00€ BHMMaHHUE 0O0JIACTSM, KOTOPbIE MOTYT OBITh 3aTPOHYTHI
CaMOTIOBPEKJAIOIINM MMOBEJCHUEM (3aIACThs, PYKH, HOTTH).
Jleuenue
e Ilpum neyeHHH CyXOW KOXH MOTYT OBbITh J(PGEKTUBHBI YBIAXKHSIONUE KpEMa,;
PEKOMEHJIyeTCsl TPUMEHEHUE JABAXK/IBI B JI€Hb O€3PEIeNTYPHOTO JIOChOHA, COJIEPIKAIIIETO
160 10% MoueBuHEBI, 1100 5-10% MOJIOYHOM KHCIOTEL.
e Opnexna ¢ JIMHHBIMA PYKaBaMU MOXKET CBECTH K MUHUMYMY TTOBPEXK/ICHUS, BHI3BAHHbBIC
MOCTOSITHHBIMH YKYCaMHU U MOITUIBIBAHUEM COOCTBEHHOTO Tela.
e JlepuaTkm ¥ 4YacTBIi TUIHMEHWYECKHMH MAHUKIOD M NEAUKIOP MOXET YMEHBIIUTh
MTOBPEXKICHUE KYTUKYJI, 0OTphI3aHNE U BBIIMPAHNUE HOTTEH.
e BruiBieHue cTpeccCOreHHbIX (aKTOPOB M COOBITHH, HHUIIMUPYIOMINX CAMOIIOBPEKICHUE

MOKET OBITh ITOJIC3HBIM.

I'EHETUYECKOE KOHCYJIbTUPOBAHHUE

3a HeckonbkuMu uckmroueHussmu (Howard- Peebles ¢ coasr., 1985; Zori ¢ coasr., 1993; Smith
¢ coasT., 2006b) cunapom CMuT-MareHuc Bo Bcex cllydasx Bo3HHMKaeT de NOVO, 4To yKa3bIBaeT
Ha HU3KUM puck peruansa. OnucaHbl 0 KpaliHeill Mepe, ABE napbl HOPaXEHHBIX MOHO3UTOTHBIX
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omusneno (Kosaki ¢ coasr., 2007; Hicks ¢ coasrt., 2008) u ogHa ceMbsi ¢ AByMs MOPakEHHBIMU
JeTbMH, YHacleloBaBIIUMU jaeiennto 17pl11.2 u3-3a mozammmsma y matepu (Smith ¢ coasr.,
2006b). Takum oOpa3zoM, sl pOJUTENEH BCEX BIEPBBIC ITUATHOCTHPOBAHHBIX ITAlMCHTOB
PEKOMEHyeTCsl IMTOTCHETHYSCKUH aHanu3. Ha CcerogHsmHuii JeHb HET OCHOBaHUIl
npejanojaraT poJib  BO3pacta POJMTENCH B BO3HUKHOBEHHH JICICHUM WA HEOOBIYHOE
pacripenenenue nojos npu cuuapome (Lockwood c coast., 1988). CiryuaitHOCTh HacieIOBaHHS
neneumu 17p oT poamTeneil Obula MOATBEPXKICHA JOKYMEHTAJILHO, YTO OTPHUIAET pOJb

UMIIPUHTHHTA B IposiBiieHnd penorumna cuaapoma Cmut-Marenuc (Greenberg c coasr., 1991).
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