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CuHagpom mukpogeneunn 2g23.1

Mukpoaeneums 2q23.1 — peakasi reHeTudeckast 0CO6eHHOCTb,
CBsI3aHHasl C yTepeln KPOLIEYHOro y4acTka OAHOMU 13 46 XpoMOCOM
YenloBeYECKOro OpraHun3Ma, a UMEHHO XpOMOCOMbI 2. [1ns
HOPMaNbHOMO Pa3BUTUS XPOMOCOMbI AOMKHBI COAepXKaTb POBHO
CTOJIbKO MaTepuana, CKOMbKO HY>KHO: HE C/IULLKOM MHOMO U He
CNWWKOM Mano. MNponaxa Aaxe HeboNbLIOro y4acTka MOXeT
NPUBECTU K HapYLLEHWSM pa3BUTHSI.

UTo Takoe XpoMOCOMbI?

XpOMOCOMbI — 3TO CTPYKTYPbl, KOTOPbIE COAEPXKATCH B AAPaX KIETOK
Hallero opraHusma.

Kamnaﬂ XpOMOCOMa COAEPXUT TbICA4YN FEHOB. MoxkHO CKa3aTb, YTO
3TO TaKve MHAMBWAYAbHbIE MHCTPYKUMW (MW peuenTbl), KOTopble
cofepxXaT BCIO FeHETUYECKYI0 MHMOPMaLUMIO, OnpeaensioLLyto
pasBuTUE, POCT U (PYHKLIMOHMPOBAHME OpraHn3Ma. XpoMocoMbl (M
reHbl) — 3T0 0BbIYHO MapHbIe CTPYKTYPbI, NP 3TOM B KaXXAOM Nape
0fHa XpOMOCOMa HacneayeTcs OT OAHOro poauTens, a apyras ot
apyroro. Y yenoseka 23 napbl XpOMOCOM, TO €CTb BCEro 46 XxpoMoCoM.
M3 HMX ABe XpPOMOCOMbI — MOJIOBbIE, TO ECTb ONpeAenstoLLme non
opraHvsma. Y XeHLUMH B 3TOW nape ABe X-XPOMOCOMbI, @ Y My>XUUH —
oaHa X- n ogHa Y-xpomocoma. OcTtaBwimecst 44 XpoMOCOMbI 06pasytoT
22 napsbl, KOTopble HymepytoTcst oT 1 Ao 22 B nopsiake ybbiBaHWS
pa3Mepa — OT caMbiX 60JIbLUMX O CaMbIX MasieHbKMX. Y KaXaom
XPOMOCOMbI €CTb ABa nneya: kopoTtkoe (petit, p) n anuHHoe (q); Ha
PUCYHKE Ha CTpP. 3 OHM U306pakeHbl COOTBETCTBEHHO B BEPXHEN U
HUXKHEN YacTu.

XpOMOCOMHbIE Jeneumnn

M OTLOBCKUIA CNEPMATO30MA, Y MaTepUHCKas ALIEKNIETKA Coiep)aT
TOJIbKO MO OAHOM KOMWUM KaXzon XpoMocoMmbl. CriMBasicb BMECTE, OHU
06pasytoT KIeTKY, rae TakuM 06pa3oM Nosly4aeTcsi o ABE KOMuM
KaXxaol XpoMOCoMbl. Tenepb 3Ta KieTka A0/DKHA AESIUTLCS, CO34aBast
CBOM MHOIOYMC/IEHHbIE KOMWM (@ TaKkXKe KOMWM BCEX CBOMX XPOMOCOM
N reHETUYECKOro MaTepuana), Ytobbl chopMmMpoBaTb BCE KIETKM,
HY>XHbIE [J151 POCTa M Pa3BUTUS OpraHuaMa. MHoraa Bo BpeMms
06pa3oBaHMs crnepMaTo3omaa Win SULEKIETKA, UK BO BPEMS 3TOrO
CJI0XKHOTO NMpOLIECcca KOMMPOBaHUS M PEMJIMKALIMM KYCOUYKM XPOMOCOM
MOIYT «OT/IaMbIBaTbCS» WK PacriofiaraTbCsl He TaK, Kak 06blMHO. Y
noaen ¢ Mukpoaeneuvei 2g23.1 oaHa XpoMocoMa 2 He MOBPEXAEHa,
a BOT Ha BTOPOW He XBaTaeT OHOr0 Kycoyka A/IMHHOMO neva.
Mo3ToMy cuMTaeTCs, YTO 60/BLUIMHCTBO KJIMHUYECKMX Npo6rieM
BO3HMKAET U3-3a TOrO, YTO B OpPraHM3Me eCTb TOJIbKO 0AHa (BMECTO
[BYX) KOMWsl F€Ha UM FEHOB, PAcMo/laraloLLMXCs Ha «BbiMaBLUEM»
Kycouke. Mbl BCe €llle M3y4aeM, Kakue cneumduyeckme hyHKUUK
BbIMOJTHSIOT FEHbl B 3TOM 06/1aCTU. BaXXHO MOMHWUTb, YTO ANS
6yayLiero pasBuTus, NOTPEGHOCTEN 1 AOCTWKEHMIA pebeHKa BaXkHbI 1
[pYruve reHbl, a TakxKe OKpyXKatoLas cpefia U InYHble 0CO6EHHOCTU.
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MoppobHee 0 2g23.1

XpOMOCOMbI HENb34 YBUAETb HEBOOPYXXEHHbLIM M1a30M. OpaHako ecnu ux OKpacuTb U
YBENUYUTb NOA MUKPOCKOMOM, Mbl YBUAUM, YTO Y KaXxgomn XPOMOCOMbI €CTb CBOW

YHWUKasbHbIA PUCYHOK CBET/IbIX M TEMHbIX MOJIOC.

CnpaBa Ha p1CyHKe MOXXHO BWAETb MOMOChI HA A/IMHHOM
nneve XpoMocombl 2. Monoca 2g23.1 coaep>XmT NpUMEpPHO
1,2 MMNNMOHa Nap OCHOBaHWIA. Ka)eTcs, YTo 3TO OYeHb
MHOrO, HO Ha CaMOM Jiefie 3T0 HeHOMbLLION Y4acToK: ULLb
0,04% Bcei knetouHon AHK v nuwb 0,5% OHK XpoMocoMbl
2. (Mapbl OCHOBAHWUI — 3TO XMMUYECKWUE COEANHEHMS],
UrpatoLume posib «nepexksaanH» B TOW JIECTHULE, Ha KOTOPYIO
noxoxa cTpyktypa AHK.)

[Jaxe ecnu yBenmuutb n3obpaxeHust XpoOMOCOM A0 npeaena,
npumepHo B 850 pas, xpoMocoMa 2 ¢ Mukpoaeneuueit q23.1
BbIFNSAAMT HOPMasibHON. Koraa Ha Kakon-TO XpOMOCOME He
XBaTaeT MaTepuana, 3TO Ha3blBaeTCcs Aeneumen, Ho Kkoraa
BbIMABLLUMIM YYaCTOK HAaCTOMBbKO Masl, YTO ero He BUAHO Aaxe
NP1 BbICOKOM paspeLLeHN MUKPOCKONaA, 3TO Ha3blBaeTCs
MuKpogaeneuueit. Mukpozeneumto 2g23.1 MOXXHO 0BHapyXuUTb
TOJILKO MCMoNb3ys MonekynspHble unn JHK-texHonorum — B
YaCTHOCTHN, METOA, KOTOprVI Ha3bIlBa€TCA MMKpPOMaTpPU4HbIM
aHanusoM (array-CGH). 3ToT MeToa NO3BONSET 06HAPY>KMBATb
KpoLUeyHble NNWHKUe 1 yTepsiHHble yyactkn JHK no sBcemy
reHOMY W MOKa3blBaeT, €CTb /I B HAMYUWN KOHKPETHbIE MeHbl
WK e ux HeT. CYnTaeTcs, YTo NpakTUYecku 3a ece (Unu
abCosoTHO 3a BCe) 0COBEHHOCTYU NtoAei C CUHAPOMOM
MUKpogeneuun 2q23.1 «OTBEYAET» I'eH, KOTOPbIV Ha3bIBAETCS
MBD5 (cm. pa3gen «MccnepoBanns 2p23.1» Ha cTp. 17). B
3TOM 6poLLtope onucaHbl Kak NaUUeHTbl C MUKPOAENELen
2p23.1, TaK v oAy ¢ MyTauMsaMu Unu aeneunei reHa MBDS5.

&

1 mapa ocHoBaHWi — bp

Jisn piics 1000 nap ocHoBaHui — 1 kb
« 1 000 000 nap ocHoBaHWi —
1 Mb
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FeHETUK NN FrEHETUYECKWUIN KOHCYNBTAHT (CrieymanbsHOCTH «rEHETUYECKIY KOHCY/IbTaHT» HET B
Poccmvickovi @egepaLm, 3@ MHTEPPETaLMNEN Pe3y/ibTaTOB MEHETUYECKUX aHA/IN30B HEOOXOANMO
06paTUTLCS K Bpady-reHeTuky - rpum. flosigk M.E.) O6bICHUT BaM, rAe MMEHHO NpOU3oLLEN
paspbIB XpOMOCOMbI Y Bawlero pebeHka. Mpu Myukpoaeneumn 2q23.1 pesynstaTsl byayT
BbIMNISAETb NPUMEPHO TaK:

arrlhg19] 2q23.1(148,867,234-149,172,531)x1

arr aHanu3 npoBeAeH MeToOM MaTPUYHON (array) CpaBHUTENbHOM
reHomHol rmbpuamsaumm (CGH).
hg19 reHoM uenoseka, cbopka 19. 310 pedepeHcHas NocneaoBaTeNbHOCTb

[HK, K KOTOpOIi OTHOCATCS YKa3aHHble HOMepa nap OCHoBaHWi. Mo Mepe
HaKomnneHnst MHchopMaLMM O reHoMe YeroBeka (hopPMUPYIOTCS HOBbIE
«CcHOpKM», M HOMepa Map OCHOBaHMWIA MOTYT KOPPEKTUPOBATLCS.
2g23.1 [eneums npomsoLuia B XxpoMmocome 2, B nosoce g23.1.
148,867,234-149,172,531
obHapy)xeHa aeneuuns nap ocHoBaHuii Mexxay 148 867 234 n 149 172 531.
Ecnu BblMECTb NepBoe U3 3TUX A/IMHHBLIX YMCEN U3 BTOPOro, MOSTy4mM
305 297 (1o ectb 0,305 Mb nnm 305 kb). 310 1 ecTb UMCNO «NponaBLLMX>»
nap OCHOBaHWM.
x1 03Ha4aeT, YTo Y 3TVX Map OCHOBaHUI TOJNIbKO OfiHA KOMWsl, a He Age (Mo
O[IHOW Ha KaXkaoi XpoMocoMe 2), kak A0/MKHO bbITb B HOPME.

CuHapom mukpogeneumn 2q23.1

OnucaHue Yenoseka ¢ Mukpoaeneumeit 2g23.1 66110 Brepsble onybnvkoBaHo B 2009
rogy. C Tex nop B MEAVLMHCKOM IMTEPATYpe Mo BCEMY MUPY COO6LLAN0Ch NPUMEPHO O
100 Takux cnyyasx. Koraa onpeaeneHHblii Habop 0COBEHHOCTEN pa3BUTUSI BCTPEYaETCs Y
[OCTaTOYHOrO KOJIMYECTBA JIOAEl B Y3HaBaeMOM 1 6osiee Un MeHee MoBTOPSItoLLEMCS]
BU/IE M BO3HMKAET MO OZIHOM U TOM XKE NMPUYMHE, roBOpSAT 0 cuHapoMe. C MUKpoaeneumen
2g23.1 peno o6CTOMT MMEHHO TakK, MO3TOMY YacTo rOBOPSIT O CMHAPOME MUKPOAENELMM
2qg23.1. OTa geneumst BCTPEYaeTCs OAMHAKOBO YacTo y ManbyMKOB U Y AEBOYEK
(Waggenstaller 2007; Jaillard 2009; van Bon 2010; Williams 2010; Chung 2011; Noh
2012; Chung 2012; Bonnet 2013; Hodge 2013).

YTo Ham n3BeCcTHO?

CpaBHvBas pasHbiX AETEN 1 B3POC/bIX C MUKpOAENeLmaMmu 2g23.1 Mexay coboii, Mbl
BUAWMM, YTO HEKOTOPbIE MPOSIB/IEHNS Y HUX B LIESIOM CXOAHbI. B faHHOM
MHOPMALIMOHHON 6POLLIOPE paccka3aHo, YTO U3BECTHO 06 3TUX MPOSAB/IEHUSIX.
CpaBHvBas pe3ysnbTaTbl MAaTPMYHOMO aHanM3a y Bawero pebeHka vy Apyrux, OnMCaHHbIX
B MEAWMLUMHCKOW NIUTEPaType M B paMKax npoekTa Unique, MOXXHO coCTaBuTb obliee
npeacTaBieHne 0 TOM, Yero oxuaatb. OgHako Mexay BalnM pebeHKoM U ApyrMu
[ETbMM C, Ka3asnocb Hbl, CXOAHLIMU pe3ynbTaTaMu aHa/n3a BCe PaBHO MOryT BbiTb
pasninuusl, MHOTAA OYEHb 3HAUUTESbHbIE. BaXKHO MOMHUTDL, YTO KaXaplli pebeHoK —
OTAENbHbIV YENOBEK, M NPSAMbIE CPABHEHUS C APYrMMU SIOABMU, Y KOTOPbIX TE XKe
pe3ynbTaTbl XPOMOCOMHOIO aHanu3a, He BCeraa YMeCTHbl. B KOHLE KOHLOB, KaXabli U3
HaC YHMKaneH.

Kakune ocobeHHOCTH BCTpe4alTCA Halle BCero
MOCKONbKY KXKAbIN YENoBeK C MUKpoaeneumel 2q23.1 yHUKaneH, y pasHbix nogei byayt
pasHble NpobnemMbl Co 340pOBbEM M pa3BUTHEM. KpoMe TOro, HY Yy 04HOMo YenoBeka He byayT
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cobpaHbl Bce 6e3 UcktoYeHnst 0COBEHHOCTM, YKa3aHHbIE B
3Tol 6powtope.

TeM He MeHee MOXHO yKa3aTb Ha HEKOTOpbIE
obLumre vepTh:

Ckopee Bcero, 3TuM feTsam noTpebyetcs
noMmoLLb Npu 0byyeHun. Hackonbko
CYLLECTBEHHOMN [I0/KHa BbITb 3Ta NMOMOLLb,
3aBMCUT OT KOHKPETHOro pebeHka.
CynopoXKHble NpUnagku.

3aMeaneHHoe peyeBoe U A3bIKOBOE pa3BUTHE.
Mpobnembl ¢ NoBeaeHneM, Takue Kak
PacCTPOMCTBa ayTUCTUYECKOrO CMEKTpa
(PAC) vinu cuHapom pedmunTa BHUMaHWA n
runepakTmsHocTv (CABI).

HapylweHus cHa.

Hwuskui pocT.

Kakon nporHo3?
[Toka YTO Mbl HE MOXXEM CKa3aTb HaBEpPHSKa, HO, KaXXETCA, HET NPUYNH, NO KOTOPbIM Y
3[10POBLIX B LIESIOM JOAEN HE MOr/I0 6bl 6biTb HOPMasIbHOWM NPOAOIHKUTENLHOCTM XKU3HW.
OpaHako B Tpex U3 NpubnusutenbHo 100 cryyaes, ONMCaHHbIX B MEAVLIMHCKOM
niteparype, YNoMMHaeTCs 0 perpecce. Tak, y 44-neTHero naumneHTa perpecc Kkacancs
NOBEAEHMSI: CYLLLECTBEHHO YCUAWMMIOCh HaBA34YMBOE MOLUMMbIBAHUE KOXM N 06CECCUBHO-
KOMMNY/IbCUBHbIE PacCTPOMCTBA. YeTbipexseTHsIS AeBOYKa B Bo3pacTe 28 MecsiLeB
xoauna 6e3 noaaepXKku, HO B BO3pacTe 4 neT ee CloBapb COKPaTWICS, U OHa nepectana
XOAWTb, TOSIbKO CTOsI/Ia C NMoAAEP)KKOW. Y LeCTUneTHero pebeHka 6biiv OTMeYeEHbI
nporpeccupytowme npobsieMbl C MESIKON MOTOPVKOM M paBHOBECMEM, YXyZLUEHNE
NnoBeAEHNS U YTEpPS yMeHNs pucosaTb MHuM 1 kpyrn (Chung 2011; Noh 2012; Hodge
2013).

Tarke, K COXXaNeHMIo, y 0AHOW XXEHLLMHbI B 9 MECSILIEB Haua/IMCb Cy0POXKHbIE
NPUCTYMbI, OT KOTOPbIX OHa YMepna B Bo3pacTe 26 nerT.

bepemeHHOCTb 1 poabl

Bo MHOrMX cny4asx 3Tv AETU POXAAOTCS OT HEOC/IOXKHEHHbBIX 6EpEMEHHOCTEN Ha
HOPMasbHOM W/ MOYTU HOPMasibHOM CPOKeE.

Y MHorux (13 13 22) MaTepeii He 6bino Npobnem Bo BpeMsi 6epeMeHHOCTN pe6EHKOM C
MUKpoeneLmen 2q23.1, poabl NPOXOAWSIM HOPManbHO, U TOMBKO MOCNE PoAoB
06HapYy>XMBanocb, YTo C pebeHKOM YTO-TO He Tak. TeM He MeHee coobLuanock 1 06
OC/IOKHEHMSX 6EPEMEHHOCTM Y TakmMxX MaTepeil. [lBa pebeHka poanIuch B pesynbTaTte
SKCTPEHHOro KecapesBa ceveHust Ha cpokax 35 1 36 Hefenb: B OAHOM Criydae npudnHa
6bln1a B OTC/IOMKE MaueHTbl (OTAENEHUWN MIaLEHTbI OT CTEHKM MaTKM 0 pOAoB) Ha
cpoke 30 Hegenb, B APYroM — B Mpe3knaMncum (Pe3KoM MOBbILLEHNN KPOBSHOTO
JaBfieHVsl 1 NpUCYTCTBUM M3bbITka 6enka B MoYe; B OTCYTCTBUE JSleHeHMe NpesKIaMncus
MOXET UMEeTb Cepbe3Hble MOCNeACTBMS AN 340pOBbsi MaTepun 1 pebeHka). Y aAByx
MnageHues 6bino obHapyxeHo BMOP — BHyTpuMaTouHOe orpaHuyeHue pocra. 3ToT
TEPMWH UCMONb3YETCS AN51 MNaAeHLEB, POCT KOTOPbIX B MaTKe 3aMeansieTcs, 1 B
pe3ynbTaTe poXaaeTcs pebeHOK MeHbLUero pasmepa, YeM MOXHO 6b110 6bl
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npeanonaraTb Ha COOTBETCTBYIOLLEM CPOKe 6epeMeHHOCTU. B 04HOM U3 3TUX ciyyaes
MPULLIIOCh BbI3bIBATL POAOBYIO AEATENBHOCTL Ha Cpoke 36 Hepenb. B Apyrom cnydvae y
pebeHka ¢ BMOP npu ynbTpa3ByKOBOM MCCEAOBAHUM 6bifl 0OHAPYXXEH MOYEYHbIN
pedntoKc; ¢ y4eTOM 3TON Npo6eMbl M NPEIKIAMICUN Y MaTepy NPULLIIOCH BbI3BaTb
pozbl Ha cpoke 32 Hepenu. OaHa U3 MaTepei 0YeHb MIIoX0 cebst YyBCTBOBaa BO BpeMs
6epeMeHHOCTM K3-3a HeIMarHOCTUPOBAHHOM Lienakum (HeNnepeHoCUMoCTH FtoTeHa). Y
eLle OAHOM MaTepy BbIN0 CHMKEHHOE KOIMYECTBO OKOSIONIOAHBLIX BOA U BbICOKOE
KpOBSIHOE JaB/ieHVe; Ha CPOKe B 28 Heaenb Havyanucb NpexaeBpeMeHHble poabl, U ee
nepeBesiv Ha NoCTeNbHbIA pexxuM. OanH pebeHoK BO BpeMsi BHYTPUYTPOOHOMO pasBuTus
[BUrasncsl MeHbLLEe 0XXKMAAEMOr0. Y OAHOrO M3 AeTeil — yyacTHUKOB rnpoekTa Unique Bo
BPEMS YNbTPa3BYyKOBOr0 MUccneaoBaHus Ha cpoke 20 Hegenb 6bina obHapyxeHa
yBenM4eHHas npasasi noyka. ToT pebeHoK poanncs Ha cpoke 38 Heaenb nyTem
KecapeBa CeyeHusi, NpoBEeAEHHOro BBUAY BLICOKOrO KPOBSHOMO AAB/EHUS Y MaTepu
(Jaillard 2009; van Bon 2010; Williams 2010; Noh 2011; Bonnet 2013; Unique).

[MNepBble NposBNEHMs 1 BO3PacCT NOCTAaHOBKU AMarHo3a
Y MHOMUX AeTei nepBbIMU NPU3HaKaMU HaInuust
CMHAPOMa MuKpoaeneummn 2g23.1 cTaHoBATCS
3alEP>XXKU B AOCTMDKEHUN onpeaeneHHbIX 3TanoB
pa3BUTUA, TakKUX Kak yMeHUe CUAETDb,
nepeaBuraTbCs, FOBOPUTb, UK Xe 3a4epXKKa
pocTta. pyruM anarHo3 6bin nocTaeneH nocne
BO3HUKHOBEHWS NpobnieM ¢ 0byyeHnem nnm
noBeAeHMEM.

Hemarno getei cnepsa nNpoBepsin Ha Apyrue
CUHAPOMBI C MOXOKUMU XapaKTePUCTUKaMK, Takue
KaK CMHApOMbI AHrenbMaHa, Petta nnm CMnt —
MareHuc; ansi BCex 3TUX CMHAPOMOB XapaKTepHbl
crieundunyeckme ocobeHHoCcTM noseaeHus (van
Bon 2010; Unique). Bo3pacT npu nocraHoBKe
[IMarHo3a BapbUpYeT oT 6 MecsuUeB Ao (cnyyai,
OMWCaHHBbIV B MEAULIMHCKOWN NUTepaType) 44 net
(Hodge 2013; Unique).

KopmneHue u poct =

CuHapoM Mukpoaeneummn 2g23.1 MoXXET BAUSITb Ha MUTaHWE U POCT AETEN.

MpUMEPHO Y NMONOBUHBI IETEN C CUHAPOMOM MUKpoaeneumnn 2g23.1 HabnoaaeTcs
OrpaHUYeHne pocTa W/WUnn HU3KOPOCIOCTb. Bec npu poxaeHWn B GONBLIMHCTBE Cy4aes,
3admKcnpoBaHHbIX Unique, 6bin HopManbHbIM (B cpeiHeM 3,28 Kr), 1 3TO rOBOPUT O TOM, YTO B
6ONbLIMHCTBE Cy4YaeB 3a4epXKka pocTa BO3HMKAET yxe nocne poxaeHus. OaHako cpeam 26
MMaZAeHUEB, AaHHbIE O KOTOPLIX eCTb B nnTepaTtype vy Unique, y YeTbIpex Npy poXXaeHUn B
CpOK 6bIN HM3KKI Bec (MeHee 2,6 kr). Elle YeTbipe pebeHka poanunnch paHblle cpoka (MeHee
36 Hepenb 6epemenHocTn) (Jaillard 2009; Chung 2010; van Bon 2010; Williams 2010;
Motobayashi 2011; Talkowski 2012; Bonnet 2013; Hodge 2013; Unique).

,El,mana30H BeCa lNpun poxXaeHnn B CpoK UIN I'IpVI6J'IVI3VITeJ'IbHO B CPOK:
Ot 1,134 kr po 4,3 «r.



Mocne poxxaeHus 3T1 MnageHLbl 06bI4HO pacTyT MeasieHHee, YeM UX POBECHUKW. Y
HebonbLWOro MeHbLWMHCTBA HabnogaeTcs nnoxas npubaska B Bece U 3aMeasieHne
u3nYecKkoro pocta B TeHUEHUE KaKoro-To nepuoga BpemeHn. MoryT 6biTb 1 npobnemsl ¢
KOpMIieHueM. Y aeTel ¢ CMHAPOMOM MyKpoaeneumn 2g23.1 yacTo BCTpevaeTcs
FMNOTOHUS, TO €CTb HU3KWI MbILLEYHBIN TOHYC, U U3-3a Hee MOryT 6biTb NPo6eMbI C
COCaHvEeM U rNoTaHUEM, a TakKe C 3aXBaToM rpyav. MnaaeHuaMm ¢ BbICOKMM HEGOM Takke
MOXeT 6bITb TPYAHO COCaThb M rNoTaThb. MblleyHas BAIOCTb MOXKET MOBAUSTb Ha
GyHKUMIO N1LEeBoaa U CNocobCcTBOBaTb BO3HUKHOBEHMIO racTpo33odareanbHOro
pecdnokca — COCTOSAHMSI, NPU KOTOPOM efla Nerko BO3BpaLlaeTcs U3 xenyaka obpaTHo B
nuwesod. OBbIMHO € 3TON NPO6NEMOI Nerko CNpaBUTLCS, KOpMsi pebeHka MEASIEHHO, B
MoNyBepTVKaNIbHOM MOMOXEHUM, @ NPy HEO6X0AMMOCTY NPUNOAHMMAS U3rosioBbe
nocTenu Bo BpeMs cHa. Ecnv 3Toro HefoCTaTouHO, MOXHO MCMOJb30BaTh 3aryCcTuTenm
LNS efibl UK peLenTypHbIe NeKapCcTBa ANs HeNTpanvsaumm XenyLo4YHoON KUCIoTsl, HO
HEKOTOPbIM AETAM NoMoraeT MyHAONMKALUUS — XUpyprudeckas onepaums,
ynyJwatowas QyHKUMOHUMPOBaHUE «KnarnaHa» Mexay xenyakom u nuwesogom (Jaillard
2009; Chung 2010; van Bon 2010; Williams 2010; Motobayashi 2011; Talkowski 2012;
Bonnet 2013; Hodge 2013; Unique).

MpUMEpHO B YETBEPTU CITy4YaeB, OMMCaHHbLIX B MEAULIMHCKON NuTepaType, 0TMeYaeTcs
OXWPEHWE, CBSA3aHHOE C runepdarneil — NoBbILEHHbIM anneTuToM. OAHAKO HW Y OAHOTO
13 yyacTHukoB Unique 3Toi npobnembl He 6bio (van Bon 2010; Talkowski 2012; Hodge
2013; Shichiji 2013; Unique).

“OHa caMa HM4ero He ecT, gaxke He noabupaeT Hudero. OHa AaBUTCA Aaxe

6aHaHOBbLIM MIOPE M HU 3@ YTO HE CbECT Kpekep unm Yto-Hnbyab Takoe” — 18
MecCsILIEB.

[BuratenbHble HaBblku (CuaeHue, nepensuxeHne, xoabba)

[eTu c cuHapoMoM MUKpoaeneumn 2g23.1 4aCTo HauUMHAKT CUAETb U XOAUTb
no3xe Apyrux.

Moyt BO BCEX CyYasix, B KOTOPbIX COOBLLANOCH O BPEMEHW AOCTUXKEHUS TEX MU UHBIX
3TanoB pa3BUTKS, OTMeYanach 3afepXXKa B MX JOCTYOKEHUW. DTO 3HAYUT, YTO UM MOXKET
notpeboBaTbCs YyTb 60sIbLIE BPEMEHM, YTOObI HAy4MTbCS NEpeBOpaYMBaTLCSs, CUAETD,
non3atb U xoauTb. Cyas no uMetoLeincs nHdopmMauum, 3Tu ATV ydaTcs
nepeBopaymnBaTbCs B Bo3pacTe oT 3 Ao 15 mMecsues (B cpeaHeM 8 MecaueB), CMAETb
6e3 nogaepkku B Bo3pacTte oT 8 mecsiueB Ao 2 net (B cpeaHeM B 1 roa), nonsatb B
Bo3pacte oT 10 mMecsueB Ao 4 net (B cpeaHeM B 19 MecsiueB) n xoanTb B Bo3pacTe oT 1
[0 5 net (B cpeaHeM B 2 rofia 4 Mecaua). B MeauUMHCKON nUTepaType onucaH cryyan
[ECATUNETHErO Masib4yMKa, KOTOPbIM MOr HEAO/IO CTOSITb 6€3 NOAAEPXKKM, HO HE MOT
xoauTb (Chung 2010; van Bon 2010; Williams 2010; Motobayashi 2011; Noh 2011;
Talkowski 2012; Bonnet 2013; Hodge 2013; Unique).

OaHa 13 NpUYMH 3aMeSIEHHOIO ABUraTENbHOrO Pas3BUTUS Y AETEN C CUHAPOMOM
MUKpogeneunn 2g23.1 — runoToHKs, KOTopas YacTo BCTPeYaeTCs npu 3TOM CMHApoMe
(30/42). Takune getn KaxyTcs BAbIMU 1 paccnabneHHbiMK, Koraa 6epellb nx Ha pyKu, HO
6narogapsi h13nMYECKON Tepanum 1 ynpaxxHEHUSM NPOUCXOAMUT NOCTENEHHOE YyyLleHne
1 TMNOTOHMS MOXET npolTh (Chung 2010; van Bon 2010; Williams 2010; Noh 2011;
Talkowski 2012; Bonnet 2013; Hodge 2013; Unique).



Y HeKOTOpbIX I0AEN C CMHAPOMOM MUKpoaeneumn 2g23.1 HabnogaeTcs Tak
Ha3blBaeMasi aTakTuyeckas (HeyCTolumMBasl, C HapyLLUEHHOW KoopaAVHaLMeN ABVKEHWIA)
nnn HeobblvyHas noxoaka. Y HWUX MOryT 6bITb TPYAHOCTU C paBHOBECUMEM W/WUNN UX MOTYT
onucbiBaTbCs Kak Heykntoxkux (Jaillard 2009; Chung 2010; van Bon 2010; Noh 2011;
Talkowski 2012; Bonnet 2013; Hodge 2013; Unique).

n o
OHa He nepekaTtbiBaeTCs € 60Ky Ha 60K C Lienblo A0CTaTb Kakon-To npeamet. OHa
HE MOXET CaMOCTOSITENbHO CeCTb. MOXET CMAETb HECKOSIbKO MUHYT, @ NOTOM NajaeT.

OHa nobuT nrpatb ¢ Kybnkammn” — 16 mecsues.

™'Y Hee oueHb nnoxo ¢ paBHoBecueM. OHa cTana nonsatb B 14 MecsiLieB 1 X/onaTtb B
napowmn B 15 Mecsues. OHa NMoka YTO OCBaMBAET BCE HYXKHbIE HaBbIKW KPYMHOMN U
MENKOM MOTOPUKK, HO OHa BSIMXKE K BEPXHEN IpaHuLLE HOPMalbHbIX BPEMEHHbIX
paMok. OHa NobuT BCTaBaTb 0kos10 Mebenn. OHa noka eLle He XOAWT, HO
nepectynaeT B60OK Tyaa-ctofa, AepXkachb 3a Mebenb” — 18 mMecsiues.

\\
OHa xoauT, NON3aeT Ha Mone U XOAWUT Ha 3aHSTUS MO PU3KYNbTYpe B AETCKOM
cagy. Y Hee npobeMbl C KOOpAMHALMEN ABWKEHWN, U OHA HenoBkas” — 4 ropa.

A\}
OHa 6eraet, xoauT, nasaet. OHa OBOXAET urpatb B napke, 0CO6eHHO KayaTbCs Ha
Kauyensx unu 3anesatb Kyaa-Hubyab” — 5 ¢ MosIoBMHOM NeT.

A\

OH cnauT, XoaWT, NOAHUMAETCA MO NeCcTHUUaM. He MOXeT npbiraTb — cKopee
MOACKAKMBAET, OTTA/IKMBAACh OAHOW Horoi. OH nMobuT nasaTb 1 6eratb” — 5 ¢
MOJIOBMHOM NET.

“y Hee, KaxeTcs, npobnembl ¢ paBHoBecneM. OHa MeasIeHHO ABUIAEeTCs U NIerko
yCTaeT. YTobbl MOAHATLCA MO NECTHULE, el HY)XXHO AepXXaThbCs 3a nepuna. En
HpaBuTCs OblBaTb Ha AETCKMX MIoWaaKax, HO TaM oHa 6onblue HabngaeT 3a
apyrummn” — 7 ner.

“on Nosib3yeTCs opToneanyeckumMn crenbkamu. C pranyeckuMm aBMKEHUSMA Y HEro
Bce 6onee nnn MeHee HOpMasibHO, HO MHOrAa OH BbIBAET HEYKITHXKMM. OH MOXET
cupeTb, xoantb, MEAJIEHHO nogHuMaTbest 1 criyckaTbesl Mo NectHuue. MoxeT m
npbirate. OH Nowen no3aHo, B 3 rofa, U HECKONbKO MECSLIEB €MY HY>XXHbI Bbin
XOAYHKK, NPeXAe YeM OH CMOr XoauTb caM. dusunyeckast Tepanvs u sprotepanusi
CWNbHO pacLLMpwW/iia ero BO3MOXXHOCTU U MOBbICK/IA KAQYECTBO XU3HW.
OpToneanyeckme CTenbKM BCE ELLE EMY HYXXHbI 1, CKOpee BCero, 6yayT HY>Hbl BCO
XU3Hb" — 9 ner.

Menkass MOTOpMKa U camoobcnyXusaHme
CuHapoM Mukpoaeneummn 2g23.1 MoOXXET NOBUSATb Ha PA3BUTUE MENKOM

MOTOPVIKU Y AETEN.

IMNOTOHUS MOXET Takxe MOBNUSTb Ha Pa3BUTUE MESIKON MOTOPUKW Yy AETEN C CUHAPOMOM
Mukpogeneumn 2g23.1. M MoxeT notpeboBatbcs bonbLue BpeMeHu, YTobbl HayuuTbes
TSHYTBCS 32 UIPYLUKaMU U XBaTaTb KX, @ TakKe YTOObl HAyUUTbCS AepXaTb OYThbINIOUKY Un
YalKy. 3aTeM MoryT 6bITb 3a4€P>KKU B OCBOEHWUM TaKMX HABbLIKOB, KaK CaMOCTOsITeNbHas eaa,
ofeBaHune (0cobeHHble CIIOKHOCTU BO3HMKAIOT C 3aCTEXKaMU-«MONTHUSMU» U C MYroBMUaMn),
[epXxaHue pyyku Npu nNucbMe Unmn pucoBaHMn. HeKOTOpbIM AeTSM MOMOraloT crneuuasnbHble
LUMPOKWME CTOJOBbIE NPUBOPLI NS AETEN, YallKku C pydkaMu, U OCBOEHWE HaBbIka Hape3aHust
efbl. TeM AeTaM, KOTOPbIM TPYAHO YAEPXKMBATb MUCbMEHHbIE NPUHAANEXHOCTU U ABUraTb UMK,
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MOXET ObITb MPOLLE OCBOUTL KNaBMaTypy WM CEHCOPHYIO MaHeb — Tavnaj. YeTbipexneTHss
[eBOYKa MOXET pUCOBaTb KapaKynu UM CTpouTb BaLliHIO U3 ABYX KYOGMKOB, HO HE MOXET
CaMOCTOSATeNIbHO 0AeTbCs. OnuncaHbl ABa CeMUNETHUX pebeHka, KOTopble MOryT caMu U
opaesatbCs, M ectb (Chung 2010; van Bon 2010; Noh 2011; Unique).

£ : : . MoryT 6bITb TPYZIHOCTM 1 C 06Y4YEHMEM TyaneTHbIM
HaBblkaM. CEMUNETHWI Manb4YnK OCBOWI

| KOHTPOSIMPOSIb MOYenCnycKaHusa 1 aedekauum B
Bo3pacTe 6 net. [leBaTuneTHUi pebeHok yxe
KOHTPONUPYET MOYEBOW My3blpb, @ KMLLEYHMK MOKa He
MOSIHOCTbIO. [leTn NATU U CEMU NET HOCAT NOAry3HUKM
B TEYEHMUE [HS M HOUbLO. VK YeTbipexneTHuiA
pebeHOK, KOTOpbI AHEM BOBPEMS CaAMTCS Ha
rOpLUOK, HO HOYbIO MOKa B NMoArysHuke (van Bon
2010; Unique).

“Ora crana yAepxvBaTb OyTbiouky B 14 MecsiLes,
HO [0 cvX Mop 6bICTPO YCTaEeT, 1 B cepeanHe
KOPMJIEHUS! el y>ke Hafo noMoraTb. OHa MOXET
MOTPSICTM MOrpeMYLLKOW, HO NIerko ee poHsieT» — 16
MecsiLieB.

A\Y
OHa yaepxmBaeT mrpyLuku ¢ 10 mecsiues, a
6yTbINoYKy — € 13» — 18 mecsues.

w_,
Eli TpyAHO KOHTPONMPOBATL YCUIIME, U OHA UCTONb3YET BCHO KUCTb LIENUKOM. Mbl
MOMOraeM el C MOMOLLbIO UIP, TaKMX Kak Mas3/ibl U TECTO AN Nenku» — 4 roaa.

“PassuTue Menkoli MOTOPUKM y Hee odeHb 3amMeasieHHoe. Celivac OHO kak y pebeHka
OT MO/yTOpa A0 ABYX C MNOJIOBMHON NeT. C Hel 3aHUMAIOTCS aproTepanven, ee
npuyYatoT NpaBUIbHO €CTb, U OHA WMCMOMb3YET CTOMOBbIE NPUBOPBI C LMPOKUMM
pyykamu. OHa [0 CKX MOP HOCWT MOArY3HWUK, U 98 MPOLIEHTOB BPEMEHU €l HY)XKHa
MOMOLLb. TOSIbKO TEHHUCHbIE Ty OHa HaaeBaeT cama» — 5V> ner.

“OH no cnx nop B OCHOBHOM GepeT MNpeAMEThI B Ky/lak U He YMEET Kak cieayet
MOBOpaYMBaTh JIOXKY, TaK YTO NpK eAe OH BeCb nepemMasbiBaeTcs. OH A0 Cux rnop
HOCWT MOATY3HUKN U AHEM, U HOUbIO. OH MOXET CaM MOYUCTUTb 3y6bl U MOMBITLCS, HO
HE C/IULLIKOM XOpOLLO. JIerko caM pa3aeBaeTcsi, @ BOT NpW OJEBaHUM eMy HyXHa
MOMOLLb» — 5 C MONIOBUHO NET.

“Eit oueHb TPYZHO MCMO/b30BaTh CTOJOBbLIE MPUBOPbI M HOXHULIBI, U OHA APOXMUT,
Korfa AepXUT Yallky. Korga oHa UTo-To 6EpET B PyKU, KAKETCS, UTO Y Hee cnabble
3aMsACTbsl M el TPYAHO YAepXXmBaTh npeaMet. OHa nosydvaeT hU3UYECcKyo Tepanuio 1
sproTepanuio» — 7 neT.

“Emy 0YeHb TPYAHO NUCaTb OT PYKU. ITO HEBO3MOXHO MPOYECTb. M3-3a HU3KOrO
MBILLIEYHOIO TOHYCa MUCaTb OCOBEHHO C/IOXKHO, M MO3TOMY BO3HMKAIOT NpobieMbl CO
LIKOSbHLIMY 3aAaHMsaMKU. C MepPBOro Knacca OH CTasl UCMOb30BaTh KOMMbLIOTED Mof
Ha3BaHueM Alphasmart, 1 370 300poBO noMoraeT. OH MOXET CaM OfleBaThbCsl, HO
OYeHb MefsieHHo» — 9 feT.



Ob6yueHune

Y petel ¢ cMHAPOMOM MUKpoZeneumm 2g23.1 4acTo BCTPeYaroTCsl HapyLLEHNUS
0byyeHns (MHTenneKTyanbHble HapyLUEeHUS).

Y BCcex AeTel, clyyYam KOTOpbIX ONMCaHbl K HACTOSILLIEMY MOMEHTY, €CTb NpobneMbl ¢
06y4aeMOoCTblo, Yalle BCEro B AMana3oHe OT YMEPEHHbIX A0 TsxenbiX. U3 16 aetel, 06
cTeneHn npobnem ¢ 06y4aeMoCTbIO KOTOPbIX Mbl 3HAEM, Y 0AHOro Hebonblune npobneml
€ 06y4aeMoCTbto, Y YeTbipex YMepeHHbIe, Y ABYX OT YMEPEHHbIX A0 CEPbE3HbIX, U Y NATK
cepbesHble (Tshkenble). Takke onMcaHo ABa pebeHka, uMetoLmne 3HauuTeNbHble
npobnembl ¢ 06y4aeMoCTbio. HekoTopble AeTY runepakTUBHbI UM UX OMUCLIBAIOT KaK
NErko OTBMIEKAIOLWMXCS MW TPYAHO COCPEA0TAUMBAIOLLMXCS, YTO 3aTpyaHseT obydeHune
(cM. paspen «lMoBepeHne», CTp. 12). PebeHok, uMetoLmin Npobnembl C 0bydYeHueM, ¢
60/1bLLIOV BEPOSITHOCTHLIO ByZET HYXXAATHCS B TOM UM UHON NOAAEPXKKE, Y MHOMMM
[EeTAM Mone3Ho nocewats cneuvnanusnpoBaHHble Wwkonbl (Waggenstaller 2007; van Von
2010; Talkowski 2012; Bonnet 2013; Hodge 2013; Unique).

“y Hee yMepeHHoe HapylleHve
06y4aeMoCTV - KaKMe-TO HaBbIKW Y
Hee KaK y [ABYXJIeTHero pebeHka,
KakKne-To Kak y TpeXJieTHero. Ee
CW/TbHbIE CTOPOHbI - XOpoluee
HaCTpoeHWe, NPUBET/IMBOCTb U
cobvpaHue nas3nos. OHa MoXeT
pucoBaTb kapakynu n kpyru. OHa
rMrnepakTMBHa, U KOrAa BOKpYr
MHOrO BCEro MpOUCXOAWT, OHa
oTB/IeKaeTCca» - 4 roga.

“HapyLueHme obyyaemocTn y Hee
MEeXAY YMEPEHHbIM U TSXKeNbIM.
Jlyywe Bcero oHa yuuTcs, korga
mMaTepuvan nosioKeH Ha My3bIKy
WN AETCs C MOBTOPEHUSMU» -
5% ner.

Y hero HapyLueHne 0by4aeMoCTV Mexay YMEPEHHbIM U TskenbiM. Bo Bcex
KaTeropusix OH OTCTaeT OT POBECHWMKOB Ha 2-3 roaa. Ero cunbHble CTOPOHbI - MaMaTh,
MYy3bIKa/IbHOCTb, XapaKTep M YyBCTBO toMopa. OH MHTEpecyeTcs BCEM Ha CBETE U
XopoLo coobpaxaeT» - 52 ner.

A\Y

Y Hee cepbe3Hoe HapylleHne 06ydaeMocTu. OHa XOAUT B MAcCOBYIO LLKOSTY, HO
YUUTCA MO Nporpamme Ans AeTel ¢ 0cobbIMM NMOTPEBHOCTAMM, CO CreLuabHbIMI
Knaccamu v nperiogaearteniaMm» — 7 feT.

" OH oueHb nO6UT YMTaTb, HO Y HETO CIOKHOCTM C MaTEMATUKOMN 1 MOHMMaHWEM
MOHSATMS uncna. Mporpecc ecTb, HO MEANEHHEE, YEM Y APYrux AeTeit. OH ABaXabl
MPOXOAMN AOLWIKOMbHYIO NPOrpaMMy, Tak YTO Ceiyac OH Ha rog cTaplLue CBOMX
OAHOKMAcCHUKOB. Koraa B creaytoLieM rogy oH 6yaeT Bo BTOPOIi pas3 yuuTCs BO
BTOPOM KJ1acce, OH ByZeT ke Ha [Be roAa cTaplle OAHOKMIACCHWKOB. Ho Hazetoch,
YTO MMEHHO 3TO eMY HY>KHO /151 YCMELHOro o6y4eHns» — 9 neT.
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Peub 1 obLieHne

LeTtun c mukpogeneumnen 2q23.1 4acTo c ono3gaHMEM OBNALEBAIOT Peybto U

A3bIKOM

Y 60oNbLIMHCTBA AeTel Habnoganach 3a4epXka peyeBoro pa3sutus (37/54), HO HEN3BECTHO,
COOTBETCTBYET /I 3Ta 3aAepKKa 06LLei 3aaepXKKe B Pa3BUTUN MHTENNEKTa pebeHka. Y aeteit
C MuKpozeneumein 2q23.1 MOXeT 6biTb pasHasi CTEMNEHb Pa3BUTUS PEUM: KTO-TO FOBOPUT
KOPOTKUMM NPEANOXKEHNUAMI, KTO-TO HeBepbaneH. BoNbLIMHCTBO AeTel NOHMMAKOT NPOCTble
pasbl /MM NUKTOrpaMMmbl, HO Y HUX TPYAHOCTU C SKNPECCUMBHBIM A3bIKOM (peYblo). Tak, aABa
pebeHka B Bo3pacTe 3 C NOJIOBMHOM NIET UCMOMb3YIOT OTAENbHbIE C/IOBA; NATUNETHUIN pebeHoK
— HECKO/bKO COB, HO HE MPeANOXKEHWSI; CEMUNETHUIA pebeHoK roBopun dpasamu s 2—3
C/OB W pacno3HaBasl NMUKTOrpaMmbl. Elle oAMH ceMUneTHUIM pebeHoK K 3 € NMOSIOBMHOM roaaMm
ocsown 6onee 100 3HakoB, 15 €N0B 1 MOT BbIMOMHATL MNPOCTbIE KOMaHAbI, @ K 5 rogam crpown
¢pasbl U3 4—5 cnos. JeBATUNETHEN pebeHOK NPOU3HEC NepBble c/ioBa B 12 Mecsues,
MCMosib30Ban ABa CIoBa BMECTE C 2 C MOSIOBMHOM JIET, HO NMLLb B CEMb JIET HAYYMICS FOBOPUTb
pazamu. JecatuneTHuii pebeHok B BO3pacTe 5 NeT HENIOXO NOHUMaN MPOCTYHO peydb, HO
COBCTBEHHast peyb Y Hero 6biia orpaHuyeHHo; B 10 NeT OH MHOMO pa3roBapwvBall, UCMOMb3ys
B OCHOBHOM OTA€/bHbIE C/I0Ba U ¢hpasbl U3 2—3 cnoB. [pyroi AecaTUneTHUiA pebeHok
rOBOPUT MPOCTLIMU NpeanoxeHusiMuK. Elle ogHa aeBoYka, kotopoit Toxe 10 neT, k 2 rogam 11
MecsLaM 3Hana 50 ¢noB, HO NWLWb B BO3pacTe 9 neT cTana Mx KOMBUHWMPOBaTb; Ceivac y Hee
HeyeTkasi peyb, HO OHa NPOJO/HKAET Y3HaBaTb HOBbIE C/IOBA U MOXET BbIMOMHATb MNPOCTbIE
WHCTPYKUWK. Y TPUHaZLATUIETHErO pebeHka XpUniblii Fofoc U MUHUMAbHOE KOJIMYECTBO
crnoB. Y AByx feTeii 6bina 3ahUKCMpoBaHa perpeccusi peyeBbiX HaBbIKOB. YeTbIpexeTHsS
[eBOYKa, 3aHMMAaBLLAsACS C JIoroneaoM, B Bo3pacte 30 MecsiLeB roBopuia NpeanioXeHus 13
[BYX C/TOB, HO K YeTbIpeM rogam nepecrana MCronb3oBaThb cioBa. OHa MOXET MOKa3blBaTb Ha
4yacTu Tena U Ha KapTUHKKM (3TO YPOBEHb ABYX/IETHEr0 pebeHka), OHa CrocobHa K 06LEeHNIO U
BbIMOSTHEHMIO NPOCTLIX KOMaHA. Elle ogHa YeTblpexneTHAs AeBoYvka B 13 MecsiueB npovsHecna
nepBble CIoBa, HO Mexxay 24 1 30 MecsuamMy y Hee NPon3oLLIa Perpeccus S3bIKOBbIX HaBLIKOB.
TaKkke MOXHO YKa3aTb Ha YEeTbIpeX AECATUNETHUX AETEN U OAHOIO B3POC/IOro, KOTopble
BOOGLLE HE FOBOPWJIN WSIM HE FOBOPSIT; OAMH U3 AECATUNETHUX AETEN 06LLaeTCs Mpy NMoMOLLM
KapTMHOK M NMoHMMaeT npocTble ¢pasbl (Jaillard 2009; Chung 2010; van Bon 2010; Williams
2010; Motobayashi 2011; Nih 2011; Talkowski 2011; Bonnet 2013; Hodge 2013; Unique).

A\Y
B 16 MecsueB oHa noka He roBopwuT ¢/10B. OHa NOHMMAET 3Haku, HO He YMeEeT uX
BOCMPOM3BOAUTE» — 16 MecsiLeB.

“OHa XOUEeT, UTobbl ee Aepxanu Ha pykax. OHa MoAMNoN3aeT K HaM UKW NpPoTArMBaeT
K HaM pyku. EC/in OHa XO4eT NOCMOTPETh KaKoe-TO BUAEO Ha KOMIbLIOTEPE, @ He Ha
MAHLLIETE WK TENEBU30PE, OHA CTYUMT MO KoMrbloTepy. OcTasnibHoe 06LIeHMe Y Hee
CKOpEE KaK y MMafIeHLIa: OHa HAaYMHAET XHbIKaTb UMM NakaTb M Tak MoJaeT HaMm
CWUTHa, YTO HaZo MOMEHATL eli MamMnepc UM NOKOPMUTL ee» — 18 MecsLEB.

“OHa MCNONb3yeT NpeasioXeHns n3 4—>5 cnoBs, HO Haza NPOM3HOLIEHWEM U HaA
CTPYKTYPOI NPEennoXeHnin Hazo elle nopaboTaTb. HaumMHas ¢ Tpex C NosIoBUHON NeT
y Hee 60sbLuol nporpecc. OHa 3aHMManacb C IOroneaoM, UCrosb3oBana Bu3yasbHble
3HaKK U3 A3bIKOBOM MporpamMmbl Makaton n kypc More than Words®. MnaHLeT u
KOMMbIOTEP TOXE MOMOI N, eCTb XopoLlee npunoxeHne Busy Beaver» — 4 roaa.
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“OHa 1Crosb3yeT Koe-Kakne 3HaKW, C/IoBa M 3BYKM. [epBble 3HaKu OHa Haydmnach
nopasatb B 20 MecaLeB, a nepsble c/ioBa nNpousHecna B 31 mMecsues. B ocHOBHOM
OHa roBOPUT OTAeNbHbIE CIOBA, HO €CTb U pasbl U3 ABYX COB» — 5V neT.

“OH MCrosb3yeT C/IoBa C ABYX JIET, U Ceryac, eciv OH XOUET 0BbSACHUTb, YTO eMy
HY>XHO, OH rOBOPUT NpeasioxeHnsamMm u3s 5—6 cnos. OTBeYas Ha BOMpPOChI, OH
ncnonb3yet dpasbl U3 2—3 cnoB. EMy, KOHeUHO, Haao nopaboTaTb Haj apTUKYsILMEN
1 avkumein. OH UCMonb3yeT crelmasnbHble KapTUHKKM, 3HaKK, nporpamMMy Hanen® —
OYEHb coBeTyto poauTensiM aeten ¢ 2q! — 1 3aHSATUS paHHEel NoroneanYecKom
Tepanvei» - 512 ner.

“CnoBa y Hee To NpUXoaAT, TO yXoasT. Korga oHa 6bia ManeHbKow, To
MCNonb30Basa C/ioBa, KOTOPblE Ceivac He roBOpUT. B mocneaHve YeTbipe roga oHa
MbITAETCS HA 3aHATUAX UCMONb30BaTb KAPTUHKM ANs1 KOMMYHMKaUMKU. OHa OYeHb
NIOOUT NAAHLWWET, Mbl 3arpy3unu Tya MHOTO KapTMHOK, HO OHa MoKa He coobpasuna,
KaK MMEHHO MOXHO ero MUCMonb30BaTh Npu 06LeHnn» — 7 neT.

“OH roBopuT, Y HEro 6OMLLLION C/I0Bapb, HO MHOMAA OH TAPaTOPUT M €ro TPyaAHO
NoHsATb. OH 3aHMMaeTcs € noroneaoMm ¢ 2 neT. EMy 370 NOMOro 1 ¢ Npou3HeceHnem
C/I0B, U CO CKOPOCTbIO PeYM, U C MOHMMAHMEM 3HAYEHWI C/IOB — BEAb BCE 3TO
TpyAHble 3agauv Ans Hero. OH CTan MUCMnosib30BaTh SA3blK 3HAKOB C FOA0BAION0
BO3pacTa, a roBOpuTb MO CyTW Ha4van nocne 3 net» — 9 ner.

NoBeneHne

Y HeKOoTOpbIX AeTeln C CMHAPOMOM MuKpoaeneunn 2q23.1 ecTb TPyOHOCTHM C
noBefeHVEM, TaKue Kak paccTponcTBa aytuctudeckoro crnektpa (PAC) nnu
cvHppom gedmumuta BHUMaHMA v runepaktusHoctu (COBIN)

[eTeit ¢ cMHAPOMOM MuKpoaeneuun 2g23.1 yacTto
OMUCBIBAIOT KaK PafioCTHbIX, aKTUBHbIX,
06LWMTENBHBIX, C XOPOLUMM YyBCTBOM OMOpa.
OpHaKo y MHOMMX U3 HUX, XOTS HE Y BCEX, €CTb
CXOAHblE NoBeaeH4Yeckne Npobnemb.

Cpenv 94 neteit, Ybe noBeaeHue BbI10 ONUCaHo, y
67 OTMeYeHbl pacCTpoNCTBa ayTUCTUYECKOTO
cnekTpa (PAC) wnun aytuctnyeckme yeptol, ay 27
— CuHApOM feduumnTa BHUMaHUS U
runepaktmsHocTy (CABIN), npobnemsl ¢
TMMNEePaKTUBHOCTBIO UM CO BHUMaHWEM. Takxke
4aCcTo BCTPeYaloTCs CTEPEOTUMHbIE
MOBTOPSIOLLMECS AEUCTBUS MU MaxaHUe pyKamu,
CcaMoCTUMynupytoLee noseaeHue (ckpun 3ybamu,
XeBaHue pyk u mMatepuanos) (van Bon 2010;
Talkowski 2011; Hodge 2013; Unique).

CeHcopHas Tepanus
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Y HEKOTOPLIX AETEN OTMEYanacb TPEBOXXHOCTb, Y APYrMX — 0BCECCUMBHO-KOMIMY/IbCUBHbIE
NPOSBIEHNS Y NPUBEPXXEHHOCTb K PYTUHE. MIHOrAa BCTpeYaeTCs arpeccust Unm
camonoBpexaatoLiee noBeseHne (HanpuMep, AeTH WNUNMIOT cebs 3a KOXY, KOBLIPSIIOT B
rnasax). B 4OBOMbHO MHOIMX Cnyvasix y A€Tel OTMEYasICs BbICOKMIA 6011eBOI Mopor
(Jaillard 2009; Chung 2010; van Bon 2010; Hodge 2013; Unique).

MpumepHo y 20% ntoaei ¢ CMHAPOMOM MUKpoZeneunn 2q23.1 oueHb Nerko Bbi3BaTb
CMeX, YacTo HeyMecTHsbI (van Bon 2010; Talkowski 2011; Hodge 2013; Unique).

ECTb MHEHWE, UTO Y HEKOTOPbLIX ZIETEN NMOBEAEHNE MOXET YXYALIAThCs B NEpUOabI
MOBLILLEHHON CYA0POXXHON aKTUBHOCTU. Y ofiHOro pebeHka noseaeHne pesko
YAYULWIMIOCh NOCIE NepPexoia Ha AMETY C UCKITOYEHWEM MIIOTEHA U MOSIOYHBIX
npoayktos (van Bon 2010).

A\ o

OHa ntobuT urpbl ¢ Bogon. OHa uvyaecHo xoxodeT! O6bIYHO OHa B XOPOLLEM
HACTPOEHUM, HO B HOBbIX MECTaX OHa 6ECMNOKOUTCSl, 0COBEHHO €CM C HEeW MblTatoTcs
obwwaTbcs. OHa NobuT aetel, Ho 6oUTCS B3POC/bIX» — 16 MecsLEeB.

" 06biuHO oHa Becenas u 30pOoBast. Y Hee HUKaKUX TPYAHOCTEN C MOBEAEHWEM,
pasBe YTO, eC/IN OHa MPOCTYXXeHa WK YTO-TO B 3TOM poAe — TOrAa OHa NpocTo B
M/I0XOM HacTpoeHun. OHa o4eHb obwmTenbHast. EN HyXXHO BpeMsl, UTobbl NPUBLIKHYTb
K HOBbIM J1t0ZisIM, @ NMOTOM BCe OT/IMYHO» — 18 MecsLeB.

“Eit HPaBATCA TENIEBM30pP, KOMMbIOTEP, MMAHLLET, Na33/bl, KyK/bl, My3blKa U Urpbl,
HPaBMTCS UrpaTh C AETbMM MocTaplue. Korga 4to-To MAET He Tak, Kak el XoueTcs,
OHa yCTpamBaeT UcTepuky. OHa rMnepakT1BHA B MHOTOJTIOHBIX MECTaX U MOXET
ybexxaTb: OHa He YyBCTBYET IPaHuLl, U Mbl HE MOXET JOBEPSITb €€ AEWCTBUSIM B
o6LecTBeHHbIX MecTax. Mbl cripaBnisieMcs 6arogapsi TBepAoCTy U
nocneaoBaTenbHOCTU. Koraa oHa BOSIHYETCS], TO KycaeT cebs 3a pyku» — 4 roga.

" Ona niobuT XOAUTb B Mapk. JTobut cnywarb My3blKy — AETCKYIO U K1IaCCUYECKYIO.
Jtobut cMoTpeTb DVD, urpath € nas3namu, CMOTPETb Ha KHUXKKW, XOAUTb B LEPKOBb
n 6MbnnoTeky, urpatb C CecTpamu, Ky3eHamu U COCeACKMMM XXMBOTHbIMU. Ecnn y Hee
3abpaTb KaKylo-TO N06MMYI0 BELLb, OHA MOXET YCTPOUTb HACTOSILLYIO UCTEPUKY.
MoxeT knaaTbcs npeameTamMm. Ho BoobLie-To OHa o4eHb ApyxentobHa. Ee Henb3s
OCTaBnATb OAHY, NOTOMY YTO OHa Kyaa-Hubyap 3aneseT, uav BrnyCcTuT B A0M
HE3HAKOMBbIX, UM BbICKOYUT Ha ynauLly. Houbto 1 B HOBbIX 06CTOSITENBCTBAX OHa
TPEBOXUTCS» — 5 C MOJSIOBUHOM JIET.

" OH oueHb MOBAWMI U pafloCTHbIN. OH rMNEPaKTUBHBIN 1 GECMOKOMHBIN MO HOYaM
(ero HMKaK He ynoXxuTb cnatb) OH NbUT TeNeBM30p, My3bIKy, TaHLbl, NO6UT, Koraa
€My UYnTaloT, NBUT KOMMbLIOTEPI M NMAHLLET, Na3atb U 6eratb. OH MHOrO UrpaeT
napannenbHo C ApyrMMn AETbMU, NIOOUT pa3roBapyBaTh, JIIOBUT 340pOBaThLCS. Y HEro
HET cTpaxa paccTtaBaHus. OH caM He HAUMHAET Urpy, HO, ECNU ApPYro pebeHoK ero
MOMPOCKT, OH OTKJIMKHETCS. A BOT MPO SINYHOE NPOCTPAHCTBO U rpaHuLbl OH Noka
NJ0X0 MOHUMAET — OH NoaxoauT 6avke, yeM 66110 61 KOMPOPTHO OOLIYHBIM AETSM
ero Bo3pacta» — 5 ¢ nofoBUHON NET.

“ OHa nIoBUT KHIDKKM. JliobuT, KOraa ee KaTaloT B CUAAYEN KOMACKE M KOraa KaTaroT
Ha MalluHe. EVi HpaBATCs Nolaau, KOLLKM U cobaku. [JoMa oHa BeaeT cebst COBCEM He
TaK, Kak B LLKONE. B LiKone ee C 3TOI CTOPOHbI AAXE HE 3HAKT, HO I0Ma OHa
arpeccuBHa, yCTpauBaeT UCTEPUKU, NAraeTcs, AEPETCs, AePraeT 3a BOIOCh], KpUUNT,
KWOAETCS eloii 1 LBLIPSET NpeaMeThbl 06 MoJ1, KOrAa OHa pasapakeHa» — 7 neT.
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" OH ouerb no6uT Urpbl Ha KOMMbIOTEPE M BUAEOUTPbl. JT0BUT Ntoboii cropT u
MOCTOSAHHO CMOTPUT KabesibHbIM CrOPTYBHLIN KaHas. OH OYeHb BECESbIN, HO NpK 3TOM
MOXET 6bITb W BHUMATESbHbLIM, 1 3a60T/IMBLIM. Y HETO €CTb ayTUCTUYECKIE
NPOSIB/IEHNS], TaKME KaK B3Maxu pyKaMu, U MHOrAa OH XYeT cebe pyKy, noka He
HaYMHAET MATU KPoBb. OH MIOBUT, KOraa BCe NPOMCXOAMT MO 3aBeAEeHHOMY NOpPSAKY,
1 MOXET 3aMaHV1KoBaTb, KOrAa 3TOT MOPAAOK HapylwaeTtcs. Korga ero npocst
BbIK/IIOUNTL KOMILIOTEDP UMW TENEBM30p, Y HEro CpbiBaeT TopMo3a. Mbl paboTaeM Haj
TeM, YTO6bl MOCTaBUTb €My FPaHuULbl 1 HE AaBaTb eMY MNCKUXOBaTb, YTO6bI OH MOM
MPOAO/HKATL MOJyYaTb TO, YTO NHOBUT. OH OYEeHb TPEBOXKHbIN, U €ro MOCTOSAHHO HaAo
y6exaaTb, UTo BCE XOPOLLO» — 9 NeT.

CoH

Cyas no BceMy, y AeTEN C CUHAPOMOM MUKPOAENELNM
2¢23.1 yacTo BCTpe4atoTcs NpobnemMbl CO CHOM.

Camas pacnpocTpaHeHHast NpobriemMa — YacTble HOUHbIE
Npoby>AeHUs,, a Y HEKOTOPbIX AETEN TAKKE ECTb HOUHbIE
CTpaxu. Y Apyrvx AeTel eCTb TPYAHOCTU C 3acbiNaHUEM.
HekoTopble NpMHMMAIOT MenaToHWH Ans obneryeHus
npobnem co cHoM (Jaillard 2009; van Bon 2010; Talkowski
2011; Hodge 2013).

“OHa HOPMasibHO 3acbINaeT, HO 0BbIYHO MPOChINAETCs
OKOJ10 Yaca HOYM M NOTOM He CnuT A0 4-5 Yacos yTpa, n
3TO NOBTOPSETCS TPU-YETLIPE pa3a B Hefento. B Takmx
cryyasix st ycTpaumBato el nevebHble dmsmyeckue
YMPaXKHEHUS MPSIMO B HALLEN FOCTUHOM, YTOBbI OHa
yTomunacb. [oToM Tennas BaHHa Wan Aywl, U OHa
3acbINaeT Yyepes ABa Yaca, a He Yepes Tpu UK YeTbIpe»
— 16 Mecsues.

"y hee HeperynapHbIi COH — W AHEBHOM, U HOYHOM. Mo
HOYaM HeAaBHO CTasio Jlyylle, a C AHEBHbIM CHOM MHOIJa
XOpOLLIO, @ MHOrAA COBCEM HUKaK. Celiuac 60sbLUyto
YacTb HOYEN OHa CMUT, He Mpockinasick» — 18 MecsiLeB.

“Eit TPYZAHO 3aCHYTb HOYbIO, HO YXKe KOraa 3TO yAaeTcs,
Janblue oHa 06bIYHO CMUT BCtO HOYb. ECNM OHa 3acbinaeT
[IHEM, NMOTOM CTAHOBMUTCS XYXKE, M OHa CTapaeTcs AHEM
He 3aApeMaTb. MenaToHVH OYeHb el MOMOraeT, HO Ha
crneayoLwmii eHb OHa CTaHOBUTCS! HEYKJTHOXKEN 1
YyBCTBYET cebsa 6onee ycTanon» — 4 roaa.

A\Y o o
Y Hee 6bIN 3M130/bl anHO3 (BPEMEHHOW OCTAHOBKM AbIXaHWsi) BO CHe. MoToM el

YOIV MAHZAMHBI U AEHOMABI, W CTano Nydlue. bbiBano, YTo oHa npocbinanach
13-3a 60/1E3HEHHON CbIMK NOA NamMnepcoM. EM TpyaHO 3acHyTb, HO, €C/IM UMTaTb el
BC/TyX WM CTaBWTb KIACCMYECKYO My3biKy, 3TO moMoraeT» — 52 nerT.
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A\
MenaToHVH UMeN KoYeBOe 3HaUYeHMe B HaNaXnBaHuM cHa» - 52 ner.

A\ o

Y Hee anHo3 CHa, en yaanunu MUHAANMHLI U afeHouabl. Mbl nocTapanucb
YCTQHOBWTb PEXMM AHS, U 3TO MOMOraeT el 0CO3HaTb, UTO Mopa JIOXKUTLCSA CNaTb» —
7 ner.

A\} v v

Y Hero o4eHb 6eCroKOMHbBIN COH, OH YacTO MPOCHINAETCS HOYbO. EMy HY)HO, YTOObI
KTO-TO CMan psiaoM C HAM. OH MOXET 3aCHYTb OAMH, HO, €CIIY OH MPOCHETCS U HUKOrO
He ByZeT pszioM, OH CUITbHO UCTyraeTcs» — 9 neT.

BHelwuHun Bug,

UepThl Nuua
Y peten ¢ cuHapoMom Mukpogeneummn 2g23.1 MoryT ObiTb HEKOTOPble 0COBEHHOCTH
CTpOEHUa nuua.
Y MHOrUX aeTen ManeHbkasi rofioBa (Mykpouedanus). FeHeTukn, obyyeHHble
pacrno3HaBaTb OCOGEHHOCTM BHELLHOCTM, MOMYT 3aMeTUTb Takue YepThbl, KaK rycTble
ZAyroobpasHblie 6poBu nnu cpocumecs 6posu (M36bITOK BOMOC Mexay 6poBsiMu, us-3a
KOTOPOro OHW BbIFNSAAT Kak OfiHa ASIMHHAsi 6poBb). [ipyrue BO3MOXHbIE 0COBEHHOCTU —
60/1bLLIOI BbICTYNAOLLMI HOC (MW MaNEHbKUI IPyLLEBUAHDIN), ManeHbKUiA Noa6opoaokK,
penkue 3ybbl, TOHKas BepxHsst ryba v onyLleHHble BHM3 yronku pTa (van Bon 2010;
Talkowski 2012; Hodge 2013; Unique).

'MpcyTnam
B cemu npumepax, onvcaHHbIX B MEAMLIMHCKON NuTepaType, Uy OAHOro y4acTHMKa
Unique Habnogancs rupcyTuamM — m3bbITOUHBIN pOCT BOSIOC Ha Tene (van Von 2010;
Talkowski 2012: Hodge 2013; Unique).

KucTu pyk u cTynHu
Y niofen ¢ cMHAPOMOM MUKpoaenelmnn 2g23.1 4acTo BCTPeYaloTcsl aHOMarim KUCTEN
PYK M CTYMHeW: ManeHbKue KUCTU PyK W/Win CTYMHW C KOPOTKUMM NasnbLiam,
WCKPUBNEHUE MU3MHLEB Ha pyKaXx (KIMHOAAKTUAKS 5-ro nanbua), KOPOTKME MU3MHLbI
Ha pyKax Wy Ha Horax, MJ0CKOCTONWE 1 CaHAaNeBUAHas LWenb (YBendYeHHas Lwenb
MeXAy NepBbiM 1 BTOPbIM NanbLaMun Horu). B Lenom peub naet o pasHoobpasHbix
Masblx aHOManusix cTpoenms pyk u Hor (Talkowski 2012; Hodge 2013; Unique).

Mpobnembl CO 300POBLEM

CynopoxHbie NpucTynbl MM aHomarnbHaa 93
Y petei ¢ cMHapoMoM MUKpoaeneumn 2q23.1 NoBbILLEH PUCK Cyaopor
Y 60MbLIMHCTBA JeTEN ¢ MUKpoaeneuuein 2q23.1 6bIBaloT Cya0poXHbIE NPUCTYMbl. OHW MOTYT
HauaTbCs B Pa3HOM BO3pacTe: OT NEPBbLIX AHEW XM3HW A0 12 neT. BblBalOT NPUCTYNbI pasHbIX
TUMOB, M €CTb HECKOJbKO COOBLLEHUI O ClTyyasix, Kora UX He yAaeTcsi KOHTPOSIMpoBaTh C
MOMOLLIO NeKapcTB. Y 0AHOro Manbyuka bbina anunencus B AeTCTBE, HO OH «Mepepoc» ee K
10 rogam. Y yeTblpexnieTHero pebeHka HET NPUCTYMOB C TeX MOop, KaK ero nepeseny Ha
KeToreHHyto AneTY (C BbICOKUM COZEPXXaHWNEM XMpa, aAeKBaTHbIM KOJIMYECTBOM BETKOM U
ManbIM KonudecTsoM yrnesogos) (Jaillard 2009; Chung 2010; van Bon 2010; Williams 2010;
Noh 2011; Motobayashki 2012; Talkowski 2012; Bonnet 2013; Hodge 2013; Unique).
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3anopsl
Cyns no BceMy, 3anopbl — yacTtasi npobnema y fetel C CUHAPOMOM MUKpPOAENeLmum
2q23.1. VIaMeHeHMs1 M1LLEBOro paumoHa u/unm nekapcraa NOMOryT peLnTb 3Ty
npobnemy (Jaillard 2009; van Bon 2010; Talkowski 2012; Hodge 2013; Unique).

Pa3bontaHHOCTbL CycTaBoB
Y HEKOTOPbIX NALMEHTOB OTMeYanacb Pa3boNTaHHOCTb CYCTaBOB (FOBOPAT Takxke 06 mx
HecTabuIbHOCTK, MMNEPMOBUIBHOCTU UMM O «ABOWHLIX CycTaBax») (van Bon 2010;
Talkowski 2012; Hodge 2013; Unique).

Mo3BOHO4YHUK
B MeauuMHCKOW NuTepaType onmcaHo 9 NauneHToB CO CKOSIMO30M (MCKPUBNIEHUEM
MO3BOHOYHMKA), @ Y 0AHOro pebeHka — yyacTHuka Unique 6bin oTMeueH CUMHAPOM
(UKCMPOBAHHOMO CMMHHOMO Mo3ra (TO €CTb CMIMHHOW MO3I aHOMaslbHO MOACOEAMHEH K
TKaHSIM pSiAOM C MO3BOHOYHWUKOM), KOTOpPbIN noTpe6osan onepauum (Jaillard 2009; van
Bon 2010; Talkowski 2012; Hodge 2013; Unique).

3y6bl
B LenoM, y AeTel C XpOMOCOMHBIMM HAPYLLEHMSIMU OBbIMHO HAabIOAAETCS HECKOMBKO
6onbLe npobnem c 3ybamu, 4eM y X pOBECHMKOB. [103TOMY 0COBEHHO BaxeH
perynsipHbIi U KauecTBeHHbIN yxoa 3a 3ybamu (Talkowski 2011; Hodge 2013; Unique).

AHOManuun nNonoBbIX OpraHoB
Y Marbllei C XpOMOCOMHBIMU HapYLUEHWSIMM, YaLlle Y MaNb4MKOB, HEPEAKO BCTPEYaloTCS
Masible aHOManiMm MoJIOBbLIX OpraHoB. TaK, OnMcaHbl ABa MasbyvkKa C MasieHbKUM
pa3MepoM MeHNCa, y Tpex Bbl1o HeomnyLleHre siuka (BO3MOXHa onepaums ans ero
OMyCKaHWs1 B MOLLOHKY), @ Y OQHOro — runocnaaus (0TBepcTue, B HopMe
pacronaratoLeecst Ha KOHLE NeHMca, BMECTO 3TOr0 HAaXOAUTCS Ha ero HUXKHEN
nosepxHoctyn) (Jaillard 2009; van Bon 2010; Motobayashi 2011; Talkowski 2012; Bonnet
2013; Hodge 2013; Unique).
Y oaHoM AeBOYKM 6bin1a runoniasus (Heaopassutue) reHutanuid (Jaillard 2009)

3peHue
Y cemu aeten coobLianocb 0 KOCOrniasum OAHOIo MM 060X a3 — CXOAsILLEMCS]
(kHYTpWM), pacxopsiuemcs (KHapy»u) nim BEPTMKaIbHOM C OTK/TOHEHNEM KBepXy. Kak
MWUHUMYM Y LUECTU BbISIB/IEH aCTUrMaTU3M — aHOMaJslbHas KpYBM3HA POrOBMLbI 1a3a, TO
€CTb Npo3payHoii 060104KK, NOKPbLIBAIOLLEN pady>XHYH 060/10uKy 1 3padok. M3-3a 3Toro
NPeAMETbI KaXYTCS pa3MbITbIMU. VIHOMa rofI0BHOM MO3r MOXKET CKOMMEHCUMPOBaTb
acTUrMaTusM, Ho, ecniv NpobreMa CAMLLKOM CUBHO BbIpaXKeHa, KOMMNeHcaummn He
MONYYMTCS AOCTMYL 6€3 OYKOB. Y TPEX YesioBek OTMEYEHa rMMomnasuns 3pUTesbHOro
HepBa — BPOXAEHHOE COCTOSIHWE, NMPU KOTOPOM YMC/IO0 BOSIOKOH MEXAY F1a30M U MO3roM
(HYXXHbIX Ans nNepeaayYn MHGOpMaUmM 0 BUAMMOM MUPE) MeHbLLE HOPMbI. Y 16 yenosek
3admKCUpoBaHa AanbHO30pKoCTb nnn 6amsopykocTb (Jaillard 2009; van Bon 2010;
Williams 2010; Hodge 2013; Unique).

Cnyx
OB6bIYHO Y 3TVX AETeN HopMasbHbIi ciyX. MpaBaa, y ManeHbkuxX AeTei Hepeako 6biBaeT
BPEMEHHOE 0C/ablieHNe Cyxa W3-3a CKOTJIEHWS XXMAKOCTY 33 6apabaHHOM NePEnoHKON
(3KCcCcynaTMBHOMO OTMTA), HO MOTOM OHWU ECTECTBEHHBLIM 06Pa30M 3TO NepepacTaloT.
Ecnu npobnema cepbe3Hast Ui COXpaHSETCS B TEYEHUE JOATOr0 BPEMEHM, MOXHO
BBeCTM B 6apabaHHyto nepenoHKy Tpy6ouKy, 4To6bl MPOCTPaHCTBO 3a Heli (CpeaHee
YX0) 3aMo/IHWIOCh BO34YXOM U CNyX ynydlumncs. Yetbipe peberka cpeam aetent Unique
NCMNOSb3YIOT CNYXOBble TPY6KK Ang BeHTUNsAUMKM cpegHero yxa (Jaillard 2009; Unique).
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Ceppaue
O npobnemax C cepaueM coobLianoch peako. Y Tpex AeTel 6bin 0TBEPCTUS B CTEHKE
cepaua (4acTo OHM CaMM 3aKpbIBAKOTCS, HO MHOMAA HY)XXKHa 1 onepaumst). Y Tpoux 6bin
JIErOYHbIM CTEHO3: 3TO 3HAUUT, YTO apTepwusl, MO KOTOPOI KPOBb OT CepALia ABMKETCS K
NErkuMm, uMeeT HeobblYHO Y3KYHO BXOAHYHO YacTb (van Bon 2010; Williams 2010;
Motobayashi 2011; Talkowski 2012; Hodge 2013; Unique).

Mpouee
[Opyrue npobnembl, BO3MOXHO, U He CBSi3aHbl C MUKpPOAENEUVEN, TaK KaK Kaxaas U3 HUX
Habntoganack MWb Y oAHOro naumeHTa. Cpeam HUX — aucnnasws (HegopasBuTHe)
Ta306eApeHHbIX CyCTaBOB, NaxoBasi rpbbka (TKaHW GPIOLLHON MOMOCTU BbIBYXaloT Yepes
BbIMSYMBAHWE B Maxy), NoYeyHbln pechtoke (06paTHbIN TOK MOYM OT MOYEBOO My3bIps K
MoYkaMm, KOTOpbIi NOTEHLMANIBHO CMOCOBEH NMPUBECTU K MOBPEXAEHUIO MOYEK) U
LONMXOMEraKkonoH (HEOBbIYHO ANMMHHLINA TONCTbIN KULWEYHUK).

WccnepoBaHus, kacatowmecs 2g23.1

Mukpogeneumn, KoTopble HabnAATCA NpU CMHAPOME MUKpoaeneuun 2g23.1, moryT
6bITb AJTMHOW NPUBNM3MTENBHO A0 5,5 Mb. OaHako HEAABHO B MEAULIMHCKOWN NIUTEpaType
6blS1 ONMKUCaH LesbI psaa CyyaeB, Npyu KOTOPbIX 60 AeNeLun UMET OUYeHb Marbii
pasMep U BKOYatoT B cebst ToNbko reH MBD5, nnbo obHapy»eHa TOMbKO MyTaLus
OfIHOW Napbl OCHOBaHWI B npeaenax MBD5. XapakTepHble 0CO6EHHOCTM Y BCEX 3TUX
MaLMEHTOB OYEeHb MOXOXe Ha Te, KOTopble HabndaTCs Npu 6onee NPOTSHKEHHBIX
ZAeneuunsx, 1 3TO roBOPUT B MOJb3Yy TOro, YTO HabnogaeMble 0CO6EHHOCTH onpeaensoTCs
UMeHHo reHoM MBD5 (Waggenstaller 2007; Jaillard 2009; van Bon 2010; Williams 2010;
Chung 2011; Noh 2012; Chung 2012; Bonnet 2013; Hodge 2013).

XoTss MBD5 — OCHOBHOV reH, onpeaensiiowmin CMHAPOM MyKpoaeneumn 2923.1,
npeanosiaraeTcsl, YTO ero U3MEHEHWIN BCE e HEAOCTAaTOYHO, YTO6bl CTaTb NMPUYMHOM
BCEX OCOBEHHOCTEN MPU 3TOM CMHAPOME. Y AeTel ¢ 6onee NpoTHKEHHBIMU AENELMSIMU,
3aTparuBaloWwmMnN U Apyrye reHbl, €CTb U A0MONHUTENbHbIE 0COBEHHOCTM NO CPaBHEHUIO
C TEMM, KTO UMEET MYTaLMIO MW AeNneumnto Tobko MBD5, Takme Kak Mukpouedanus,
Marble pa3Mepbl KUCTEN PyK U CTYMHEW, 3aepkka pocTa (van Bon 2010; Talkowski
2011).

Xpomocoma 2g23.1:

PacnonoxeHnwe:
148.5 Mb 149 Mb 149.5 Mb 150 Mb
2g22.3 2g23.1 2q23.2
[eHbl:
ACVR2A ORC4 MBD5 EPC2
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Ba)KHO NMOMHUTb, YTO, XOTS BaXKHO MAEHTUMULMPOBATL reHbl, OTBEYAIOLLME 33 TE UMK
MHble 0COBEHHOCTM CMHAPOMa MUKpodeneuun 2g23.1, 1 XoTS 3To LieHHas MHdbopMaums,
KOTopasi MOMOXET B AaNbHENLLIMX UCCIIEIOBAHUSX, OHA HE NPUBEAET K HEMEANIEHHOMY
NOBbILLEHMIO 3(PPEKTUBHOCTU NeYeHns. KpoMe Toro, Aaxke ec/iv y naumeHTa «He
XBaTaeT» reHa, KOTOpbIi NPeAnosIoXXUTENBHO OTBEYAET 3a KaKMe-TO NMPOSIBNEHUS], 3TO He
BCEraa 03Ha4yaeT, YTo 3TU MPOSABIEHUS AeUCTBUTENbHO 6yayT HabnoaaTtbes. Ha
NPUCYTCTBUE WM OTCYTCTBME TEX UM MHBIX OCOBEHHOCTEN YacTo MOTYT B/IUATL Apyrue
reHeTuyeckune akTopbl UK hakTopbl OKPYXKaloLLEN cpeabl.

Kak aTo nponsowno?

B 60/bLUMHCTBE ONUCAHHBIX CNyyYaeB Myukpoaeneumst 2g23.1 BO3HMKNA ClyYalHo, «u3
HUOTKyZa», 6€3 KaKMX-TO SIBHbIX NPUYUH. B Takmx cnyyasix B reHeTuke ynotpebnsior
TEepMUH de novo (dn), 1 aHanus KPoBW MOKa3bIBAET, YTO Y 060MX poauTenen
HOpMasnbHble XpOMOCOMbI. Mukpoaeneunn 2q23.1 de novo BO3HWKAIOT B pe3ysnbTaTte
OWM6KM Npu HOPMUPOBAHUM POAUTENBLCKOTO CNEPMaTo30Maa UK SLEKNETKU, UK B
CaMble nepBble AHW NOC/e OnI0A0TBOPEHWSI.

B MeamuMHCKON NuTepaType onvcaH OAvH ciydal, koraa pebeHok yHacneaosan
Mukpogeneumto 2q23.1 ot poautens (Talkowski 2011).

OpHO U3BECTHO COBEPLUEHHO TOYHO: Bbl, KaK poAUTENb, HE MOMW CAenaTb HAYEro,
yTO6bI 3TO NPeAOTBPaTUTL. HUKakne hakTopbl BHELIHEN Cpefibl, HMKaKne 0CO6EHHOCTH
AVeTbl unn obpasa XU3HW He NpPUBOAST K Mukpoaeneumnam 2g23.1. Hu oanH 13
poauTenein HM 4o, HU BO BpeMsl 6EpeMEHHOCTU HE MOT CAENaTb HUYEro, YTO MOCIYXMIIO
6bl NPUYKHOW MUKpOAENeUMn de novo.

MoxeT 1 3T0 NOBTOPUTLCA?

Ecnun y oboux poautenein HopMasbHblE XPOMOCOMbI, POXKAEHUE ELLEe OAHOTO
pebeHka ¢ Mukpoaeneumen 2g23.1 unm Kakon-To MHOM XPOMOCOMHOW aHOManmWeNn
ManoseposTHO. Ho odeHb peako (MeHee YeM B 1% cny4yaeB) 6biBaeT Tak: y 0b6omx
poAUTENIEN aHaIM3 KPOBM MOKa3blBaET HOPMaslbHOE CTPOEHME XPOMOCOM, MpY 3TOM
Y KOr0o-TO U3 HUX CPeam AWLIEKNETOK MM CNEPMATO30MA0B ECTb HECKOSIBKO KIIETOK
C MuKpozeneumen 2q23.1. 3To Ha3bIBAETCA FOHA/IHBIM MO3aULIM3MOM W O3HAYAET,
YTO Y 3TUX POAUTENIEN, HECMOTPSI HA HOPMaribHbIE Pe3y/bTaTbl XPOMOCOMHOMO
aHasm3a KIIETOK KpoBW, MOXET poauTbCsi 6onee oaHoro pebeHkKa C Aeneumvei.
CoobLanocb 06 0HOM CEMbE, FAE HU Y OAHOIO U3 POAMTENEN NPV aHaNN3E KIETOK
KpOBW He 06HapyXuBasnock Aeneummn 2g23.1, HO Y HUX eCTb ABoe AeTel (bpaT u
cecTpa) ¢ cmHapoMoM Mukpoaeneunn 2g23.1 (van Bon 2010).

B cembsx, rae mukpoaeneums 2d.23.1 yHacneoBaHa OT KOro-TO U3 poauTenei,
Npy KaX1oM creaytoLlein 6epeMeHHOCTM BEPOSITHOCTb pOXKAEHUS pebeHka
(Manb4uKa Uy AEBOYKM) C MUKpoAeneLmen Bo3pactaeT Ao 50%. OaHako
HEBO3MOXXHO HaAEXHO NpeackasaTtb, Kak MMEHHO MUKPOAENeLUs MOBUSET Ha
pa3BUTUNE, COCTOSIHWE 310POBbS M NOBEAEHNE KOHKPETHOIO pebeHka.

Mepen cneaytoein 6epeMeHHOCTbIO Bbl MOXETE 06paTUTLCA B FEHETUYECKMI
LEHTP A1 KOHCYNbTaLMK.
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CembK pacckasbiBatoT......

A\Y v
Koraa DEGEHOK Y>XXE HE HOBOPOXAEHHbIN, Bbl YBUAUTE, KaK OH BacC nobut. Yenaute

3TO B €ro YJ'IbI6KaX, B TOM, KaK OH BaC UENYET U obHMMaeT. ﬂ,ep)KMTECb! prnMTECb n
HUKOrAa He caaBanTech» — 16 MecsiLeB.

n o
Ham c Heii 3a6aBHO, HaM Becesiee, KOrAa OHa psgoM. W Mbl pagyemcst ee MasieHbKMM
LOCTVDKEHUAM» — 4 ropa.

A\Y

Bbnarogapsi eMy s MeHblLEe AyMato 0 cebe, Ho ropasao bonblue ycrtato!» - 512 ner.
A\Y

Ee ntobsT Bce, Aet v B3pocsble. OHa COBEPLLEHHO 0COBeHHas» — 7 NeT.

“Ka>|<eTcs1, YTO NIIOAMN K HeMy TsIHYTCSl. OH JIerko NPUHUMAET BCE NPOUCXOASLLEE 1
BAOXHOBNSIET U MeHsi, 1 Apyrux. Co BpeMeHeM s Hayunnacb BOCMPUHUMATb
KaX10€ ero JOCTWKEHWE KaK MPasaHMK U NMOMHUTL, YTO OH Pa3BMBAETCS, NYCTb U
MeaneHHee BoMbLUMHCTBa» — 9 NET.
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Noppepyxka n nHopmaums

N\

pynna noagepXKn NaumeHToB C peaKumMm
XPOMOCOMHbIMU U3MEHEHUAMU
The Stables, Station Rd West, Oxted, Surrey. RH8 9EE. England

U n i Oe Tel: +44(0)1883 723356
info@rarechromo.org I www.rarechromo.org

Understanding Chromosome & Gene Disorders

Heneunn/aynnukauum 2923.1:
tg 2g23.org

¢¢
sv“‘“o

2 q
Q23,4 Microdeletio™

Ipynna B Facebook ans cemei, CTONKHYBLUMXCS C CUHAPOMOM MUKPOZENELMN
2g23.1: www.facebook.com/groups/260449943985091/

Twitter:

@2q231 (uHdopmaums)

@2qte_MDS (nccnenosanust)

MpucoeaunuanTeck K Unique — 34eCb Bbl NONTy4nTE CBA3b C APYTMMU
ceMbsAMU, NHAOPMAaLMIO U NOAAEPXKKY.

Unique — 6naroTBopuTeNibHasa OpraHu3aums, He nosyvatoLwasi NpaBUTENbLCTBEHHOMO
durHaHcMpoBaHus. OHa CyLLECTBYET TOJIbKO 32 CUET MOXEPTBOBAHWUI U IPAHTOB. Bbl
MOMETE MOXEPTBOBATb CPEACTBA Yepe3 CTPaHULYy Hallero camta
www.rarechromo.org/donate

[ToMoruTte HaMm rnomMoYb Bam!

['pynna noanepxku cemMeit ¢ peaKMMM XpOMOCOMHBIMU OTK/IOHEHWUSIMU
Homep B peecTpe 611aroTBOpuTENbHbIX OpraHusauuin: 1110661
Homep B peecTpe koMnaHuit AHFMK U Yanbca: 5460413
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