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[OunctanbHas MHTepCcTULMANbHAA geneuums XpOMOCOMblI
13q: geneuunsa mexxpgy yyactkamm 13g21-q34

Y ntofen ¢ TakUM XPOMOCOMHbBIM OTK/IOHEHMEM OTCYTCTBYET KOHLLeBas
(ancTanbHan) yacTb AIMHHOTO NJieYa 04HOM M3 xpomocom 13 napel. Y nogen
TOJ/IbKO C O4HOW TOYKOM Pa3pbiBa OTCYTCTBYET KOHL,EBAN YaCTb XPOMOCOMbI
(cm. Bpolwtopy Unique «[eneuma Ha KOHLLe Xpomocombl 13»). Ecau ke B
XPOMOCOME eCTb HECKOJIbKO TOYEK Pa3pblBa, KOHLbl HA MECTax paspbiBa MoryT
COeAMHUTLCA, MPOMYCKan NPW 3TOM CEerMmeHT. B Takom cnyyae roBopAT 06
MHTEPCTULMANbHON Aeneunu.

B aToi bpowwtope cobpaHa, M3BECTHAA Ha CErogHAWHUNA AeHb, UHGOPMALUSA O
NOAAX C NoTepelt XPOMOCOMHOIO MaTepuana Mexay y4acTkamu
13g21/13922 1 13932/13934. B meauUMHCKOM iMTepaType OTMEYaeTcs, 4To y
noaen ¢ aeneunent yyactka xpomocombl mexkay 13922 n 13q32, npoasneHua
3a60neBaHMA 0O6bIYHO MeHee BblpaKeHbl. 3afleprKKa Pa3BUTUA HOCUT
YMEPEHHbIN XapaKTep, U Y HUX HET TAXKEe/bIX MOPOKOB PAa3BUTUSA OPraHoB,
OTMeYatoTcA BCe XKe Hebosbline 0CObeHHOCTU BHELWHEro BUAA: HU3Koe
pacnonoXKeHue yLWHbIX PaKOBUH, Kocornasue (cTpabmsam) am HeobblyHanA
dopma H6oblIMX NanbLEB Ha pyKe. Tem He MeHee, Npu geneuum 6oabliero
KOZIMYeCTBa XPOMOCOMHOIO MaTepuana y KoHLAa XpOMOCOMbI KMHUYECKan
KapTvHa MOXeT bbITb coBcem MHoOM (Brown 1993; Kotzot 1991; Onufer 1987;
Peet 1987).
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OEHbIM HA «HEHYXKHble» Beln, U 3To paboTaeT! B 3TOM roay A C3KOHOMMANA
[0CTaTOYHO, eLLe HEMHOTO U A CMOTY KyNuUTb KOMNbioTep. Bce mou cyeTa (nnaTa 3a
KBapTUPY, SNEKTPUYECTBO, KabenbHoe TenesnaeHue, TenedoH) onaaumBaroTCcs C
[ApYroro cyeTa, KOTOPbIN Y MeHA ecTb B BaHKe.

Kaxkabl BTOPOW NOHeAENbHUK A XOXKY K GM3NYeCcKomy TepanesBTy, NOTOMY YTO Y
MeHA npobnembl co cnUHOM. [1ns moel KoHGMPMaLMM Mama CLUWAA MHE NaaTbe,
TOrAa Mbl Y3HA/IN, YTO Y MEHA HEPOBHAsA CMMHA. Y MeHA CKONO3, 1, ecaun A byay
NPOXOAUTb 3TU NPOLEAYPbI, TO ONepauns mHe He noHazobutca. Chasa Bory! Begb
Y MeHs 1 TaK 6b110 AOCTaTOYHO onepaLmii u3-3a npobaem co ciyxom. Ha camom
Jene BCero HecKoNbKo!

A1 BO3BpaLLaOCb AOMOW NpUMepHO B 17:30 1 roToBAO YKUH. Ecnn A yxke
noobenana, To Ha YKMH A cbegato napy bytepbponos. Ho 06bI4HO A roToBO cebe
4TO-HMOYAb BKYCHOe. MHOoraa, npexae Yem cectb MOCMOTPETb Te/IeBU30p, MHe
HY*KHO 3anyCTUTb CTUPaJIbHYI0 MaLIMHY. BTOPHMK — 3TO AeHb, KOr4a KO MHe
NPUXOAUT MOM COLMabHbIN PAaBOTHMK MU MOMOraeT MHE C MOMMU NMUCbMaMM,
ybopKol nnmn c yem-Hnbyab ewe. MHoraa mHe Hy»XHO NOTPATUTb LLe/bI Yac,
4yTObObI MOV L,OM BbIFIAAEN XOPOLWO. He To 4TobbI A He Ntobuna youpaTbca — HO
ybopKa He Ha NepBOM MecTe B CNMUCKe Moux aen!

B npowwnbii noHeAeNbHUK A Bblia AOMa 04Ha, HO MHOTAA A NPUrAaLlato K cebe
OZHOTO M3 CBOWMX KOJIJIET, Mbl BMECTE FTOTOBUM U Becennmcs. MHoraa mbl bepem
dUNbMbI Ha MPOKAT, UrPaem B KaKyo-HUBYAb UTPy UM NPOCTO 6onTaem.

Al cTapatocb 10XKUTLCA cnaTb oKo/o 22:30, 4Tobbl yTPOM ObITb FOTOBOM K paborTe.

A Bcerga oyeHb 3aHATa, HO 3T0 MOS Xu13Hb, 1 2 N6t ee!

C HaMAYYLWIMMK NOXKENAHUAMM,

Mus

[Ba ropga cnycra, Korga Mue 6bino 28 net, ee mama npeaocTaBuna
06HOBNEHHYI0 UHPOpMaLUIO ANA 3Toi 6poLltopbl.

Mua nonyunna ob6pasoBaHUE M «TPUH KapTy»: TENepb OHa MOXKeT paboTaTb ¢ eaomn
M 3HaeT BCe HOPMbI TMrMeHbl Npu paboTe Ha KyxHe. Ceiuac oHa paboTaeT B
CTONOBOM B MECTHOM LWKose. OHa paboTaeT HeMno/iHbIN pabounii feHb, YTobbI y
Hee 6bl10 cBObOAHOE Bpems Ha cebs 1 Ha goMaLLHWE X10MOTbI.

3TUM IETOM OHa NoeaeT Ha My3blKasbHbIN pecTnBanb M byaeT paboTaTb Tam
Heaento: oHa byaerT rotoBuTb M youpaTb. OHa yxKe Tpu pasa e3guna Tyaa co
LUKONbHBIMU ApY3bAMU. OHM paboTatoT TaM Kak Bo/IOHTepbl. OHA NpoBeaeT Tam
NoJIOBMHY CBOETO SIETHEro OTMYCKa, a 3aTem OHa noegeT Bo PpaHumio Ha age
Hefenw, rae NpoBeseT BPEMA C CEMbEW U APY3bAMU.

MuA npeKkpacHO CNpPaBAsEeTCA CO BCEM Cama U KMBET CaMOCTOATENIbHO.
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MeamumHCKan nuTepaTtypa NOMOraeT BbIABUTb OTAIMUUTENbHbIE 0COBEHHOCTU NtoAEN C Aeneumnein
13q, a AaHHble, NoNyYeHHble B pe3ynbTaTe HabNoAeHNA B TEYEHUE KU3HU NO3BONAIOT U3YYUTb
pa3BUTUE YesloBEKa C AesleLMelt U NPOrHO3MPOBaTb BO3IMOXKHbIEe HapyLleHus. Mo3aTomy, NoMUmMmo
MEANLMHCKON UTEPaTypbl, Mbl ONMPANNCh HA AaHHble 0 17 ntoasax, 3aperncTpupoBaHHbIX B
opraHusaumu Unique. Bca nHdopmauma obHoBAsETCA Kaxkabll rod. Y TpUHaLLATM YeNoBeK B
opraHusaumun Unique HabntogaeTca geneuma 601bWOro y4acTka Xxpomocombl oT 13922 go 13qg32.
Y yeTbipex yenosek B Unique BbifiBNeHa Aeneunsa MeHbLllero pasmepa, BKAK4YatoLwWwan y4acTok
13922, HO KAMHWYECKMEe NPOABIEHNA TAaKME XKe, KaK U Y OCTasIbHbIX.

B nccneposaHum Unique npuHumatoT yyactme 10 geBoyek 1 7 manbumkos. B 2004 rogy cemb
cemelt 3anoNHUAN NOAPOBHYIO aHKeTy.

OCHOBHbIE KANHUYecCKue ocobeHHOoCTU

KAMHUYecKan KapTMHa MOXKET pasnnyaTthbea. MepeduncieHHble HUKE KAMHUYEeCKMe 0cobeHHOCTH
He HabNAatoTCA BCE OAHOBPEMEHHO. Y HEKOTOPBIX AETEW ECTb INLLIb MAsIoe KOJIMYECTBO
NPOABAEHUN, APYrMe MOTYT UMETb MHOXECTBO OCOBEHHOCTEN.

® MeaneHHbl pocT B ympobe Mamepu U HU3KUIA POCT U BEC NPU POXKAEHUM
ManeHbKas ronosa

3afepiKKa B pa3BUTUK

TpyZHoOCTM B 06y4eHMM (CTeNeHb MOXKET pasnyaThCcs)

TMNOTOHWUA — MOHWUNKEHHbIN MblLLIEYHbIN TOHYC

[edeKTbl NanbLes Ha PyKax M HOrax: OTCYTCTBYOLLME UM KOPOTKME 6OoNbLIME NasibLbl HA
pYKax, CpOCLIMECSA Masiblibl HAa HOrax; KOPOTKWIA, MCKPUB/IEHHbI MU3MHEL,

Apyrue xapakTrepuctuku

KnnHnyeckne ocobeHHOCTH, NepeumncierHHble HUXKe, TUNUYHBI 419 3TOr0 XPOMOCOMHOTO

3aboneBaHunA, NosTOMy, Koraa Bawero pebeHka 6yayT obcnenoBath, Bpay CMOXKeT cpasy

BbIABUTb BO3MOMHbIE Npobaembl.

o Cnayx

e TasobenpeHHble cycTasbl

e HapylleHuna pa3BuT1A roNOBHOIO Mo3ra

e 06/1aCTb NPOMENKHOCTU. AHaNIbHOE OTBEPCTUE, PACMOIOKEHHOE BNN3KO K TeHUTaNUAM, Un
He 06HapyKMBaeTca. Y ManbuMKOB ANYKM MOTYT HE OMYCTUTLCA B MOLLIOHKY, FeHUTa MK MOTYT
6bITb HEA0PA3BUTLIMM UM MPOMEKYTOYHOTO TMNA. MHOTAa MOLIOHKA MOXKeT BbITb
pacnonoKeHa Haf, Noa0BbIM Y1EeHOM

® AHaToMM4yecKoe CTpoeHMne U GYHKUMA KnwevHuKa. BoamokHa 6onesHb MMpnpyHra
(3aboneBaHune, cONpPOBOXKAAOLLEECA TAXKE/BIM 3aMOPOM)

e Cepgue: MOryT Pa3BUTbCA KaK JIErKUe, TaK U TAXKeNble 3aboneBaHms

® [na3a: 3puTesibHbIN HEPB MOXKET ObITb HeA0Pa3BUT. Kpome Toro, MoxKeT HabtoaaTbea
Konoboma pagyku (aedekT pasyKHo 060N104KM, M3BECTHOM KaK «3aMOYHaA CKBAXKMHa»)

e PoTOBasA NO/MOCTb, B 4YaCTHOCTU BbICOKOE HE6O

e CKeseT, B YaCTHOCTM PyKKU. [TOMMMO OTCYTCTBMUA BONbLUMX NasIbLLEB, XapaKTEPHO TaKKe
CpalMBaHmMe NACTHbIX KOCTe YeTBepTOro U NATOro nanbLes

(Shanske 2001; Brown 1993; Lamont 1989; Tranebjaerg 1988; Carnevale 1984; Brondum Nielsen

1981; Carukashansky 1979).



BHewHOCTb

Y nogein ¢ geneumeit 13q HaboAAOTCA CXOXKME YepTbl IMLA. ITU NPU3HAKM YACTO HACTONIbKO
HEBbIPAXKEHHbIE, YTO MOTYT BbITb O4EBUAHBIMM AA BPaya, HO He Ana poguTenein. Cxoxkue YyepTbl
YL@ MOXKHO 0BHAPYXKUTb, ec/iM cpaBHUTL GOTOrpadum ABYX YESIOBEK C MOXOKMUM
XPOMOCOMHbIMU OTKNOHEHUAMMW. XapaKTepHbIM ABNAETCA pa3pes rN1as, C OnyLeHHbIMU
HapPYXHbIMU YrosIKaMu, U yBeJIMYEHHbBIM PACCTOAHUEM MEKAY BHYTPEHHUMMU. YILIHbIE PAaKOBUHbI
MOTYT 6bITb KPYMHbIMW, HU3KOPACMO/IOXKEHHbIMM, OTK/IOHEHHbIMM Ha3aA,. NepeHocuLa A0BOJIBHO
LUMPOKasn, a BepxHUe 3ybbl Bawero pebeHKka MoryT BbICTYNaTb Bnepes, Kak TO/IbKO OHU HauMHatoT
pactu.

ManeHbKas ronosa

Kak npasuno, y geteit Hebonbluana ronoBa, HO 06bIYHO OHa NponopunoHanbHa Teny (Carnevale
1984; Brown 1993). OnbIT Unique NoKa3bIBaeT, YTO pa3mep ros10Bbl MOMKET MEHATHLCA U He
COOTHOCUTCA C YPOBEHEM Pa3BUTUSA. U3 cemmn cemeld, TPU COOBLLMAM O TOM, UTO OKPYKHOCTb
roNIOBbI Y UX AeTel MasieHbKasd, a Y YeTblpex — ro10Ba HOPMasibHOro pasmepa. B obenx rpynnax y
60/1bWNHCTBA AeTei bblna AMarHoCTMpoBaHa geneumsa 22932, Ho y oaHoro pebeHKa ¢
MasieHbKOW rosI0BOM Aeneums y4acTka q22, a y Apyroro ¢ HOpMmasibHbIM Pa3MepPOM roN0BbI —
aeneumna q22q34. OgHa cembs (aeneuma q22q32) coobuimna o peskom CHUMKEHUM pocTa
OKPYKHOCTU F0/10Bbl B NEPBbIe LWeCTb IET: NPU POXKAEHUWN OKPYKHOCTb r0/710Bbl pebeHka
HaxoAnnacb Ha ypoBHe 95 LEeHTUNA — 3HaYeHWe OKO0 BEPXHEN OTMETKM Ha Anarpamme; K
OAHOMY roZly OHa ONyCTUNACh HUXKE NATOrO LEHTMARA, a K WeCTU rogam oHa bbla HUKe BTOPOro
LEHTWUNA — CaMbli HU3KUKI NMOKa3aTesb Ha Anarpamme. Y ABoUX B3POC/bIX C AAaHHOW aeneumen,
3aperncTpupoBaHHbIX B Unique, ¢ Manol OKPYXKHOCTbIO r0/10Bbl OTMEYasICA BbICOKMI YypOBEHb
dYHKLMOHUPOBAHMA, NPW 3TOM Y APYroro B3pOC/IOro nauyeHTa ¢ NPONopLMOHANIbHbIM PasMepom
roNI0OBbl UMEIOTCA CepbesHble TPYAHOCTU B 0ByYeHUu.

3agepKKa BHYTPUYTPOGHOro pasBMUTUA U Manblii POCT U BEC NPU POXKAEHUMU

Kak nokasbiBaeT onbIT Unique v Hay4Hble nybanKaLmm, 3afepKKa BHyTPUYTPOOHOIo pa3suTua u
HW3KME MacCOBO-POCTOBbIE NOKA3aTeIM NPU POXKAEHUM ABNAIOTCA XapakTepHbimu. (Carnevale
1984). Bec mnageHues cpeam ydactHnKos Unique konebnetcsa B npegenax ot 2 o 3
Kuaorpammos. Ho oanH pebeHok ¢ aeneumeit 13922932 pogunca secom 3880 rpamm (U).

3a,qep)KKa Teémnos PoCTa N HU3KOPOCNOCTb

Temn pocTa y 60/IbLUIMHCTBA AeTel HU3KUIM, NOITOMY HECMOTPA Ha cTabunbHble NpubaBKM B pocTe
OHM OTCTAlOT OT BO3PACTHO HOPMbI U OKOHYATE/IbHbIN POCT B3POCAOro He npesbiwaeT 152
CaHTMMeTpoB. POCT 04HOro B3pOC/IOro, 3aperMcTpMpoBaHHOro B opraHmsauum Unique, — 137
CaHTUMETpPOB.

Tem He meHee, onbIT Unique NOKa3blBaeT, YTO HEKOTOPble AeTW BCE e A0CTUTatoT CpesHUX
noKasaTeneil OKOHYaTeIbHOro pocTa. Y AeTew, 3aperncTpupoBaHHbIx B Unique, KoTopble
Habnoaannch y sHAOKPUHOOrA, He 6bin BbiABNAEH AedpUuMT ropmoHa pocta (U).

[OunHamumKa pocTa feBouku (geneuma q22932) nokasana NnocToAHHy pasHuUuy B 15 caHTumeTpos
MeXay ee poCTOM U CpeHMM POCTOM AEeBOYKM ee Bo3pacTa: 64 cm B 12 mecaues, 86 cm B 4 roaa,
1mB6nnert,1,2ms 10 net, 1,45 m — OKOHYaTeNbHaA OCTaHOBKA pocTa — B 14 ner.

[aHHble conocTaBMMbI CO CPEAHUM POCTOM Ha BPUTAHCKOM CTaHAAPTHOMN AETCKOWN Anarpamme
pocta: 101 cm B4 roga, 1,15 m B 6 net, 1,38 m 8 10 net 1 1,59 m B 14 ner.

Tem He meHee, 3Ta MOZEe/Ib MeA/IEHHOTO, HO YCTOMYMBOIO POCTa He ABNAETCA eAMHON ANA BCex
yneHos Unique.PocT Apyroin AeBOYKM NPK POXKAEHUM Haxoanaca Ha ypoBHe 95 nepueHTnna. Ho K
roZly no nokasaTensiM pocTa OHa NepemMecTuaach B HUKHWUI Kopuaop, 10 nepueHTUb. Becb
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Y Muu peneuma mexxay ydactkamu 13922 v 13g32. B 2004 roay, B BO3pacte
26 net, OHa HanNMcana Pacckas 0 CBOEN }KU3HU ANA UHGOPMALMOHHOMN
6powiopbl Unique. BoT OH.

OAMH AEeHb U3 MOEN KU3HU

asmop. Mus [IxoaHceH, [JaHuAa
MeHsa 30ByT Mus, mHe 26 neT, a B ¢eBpane 2004 roga A OTMETMIA NepPBbIi rog,
NPOXKMBaHWUA B CBOEM COBCTBEHHOM KBApPTUpPE. fl XK1BY B TOM }Ke ropoje, B
KOTOPOM 51 U poaunnack, Bcero B 30 MUHyTax xoAbbbl OT 4OMa MOUX poauTeNen.
Ho 2 *KMBY B LEeHTpe ropoaa, Tam, rae Haxo4ATcs BCe MarasuHbl. A elle psaom
€CTb }KeNe3HO40POXKHAA CTAaHUMA. ITO OYeHb YA06HO, 0COBEHHO NO yTPaMm: y MeHs
HeT Npobaem ¢ Tem, YTobbI foexaTb 40 PaboTbl. Y MeHS A0Ma eCTb YIOTHAA KyXHS,
BaHHasA KOMHaATa, CMa/ibHA, CTO/I0BasA, rOCTUHasA U 6aNKOH — KBapTMpa COBEPLIEHHO
HOBas, M BCe HbINO rOTOBO K Nepeesay elle B NPOoLIomM roay. f ¢ nepBoro gHs
nonto6buna CBOK KBApTUPY, U MOM POAUTENN AaKe MHOTAA 0OUKAIOTCSA, YTO A He
YyacTo 6bIBato y HUX.
[na Hayana A pacckaxky Bam O NoHeAe/ibHUKe. ByaAnnbHUK 3BOHUT B 6 yTpa, U A
Cpa3sy Ay Ha KyxHIo, YTOBbl NOCTaBUTb YalHMK. 3aTEM A UAY B BaHHYIO U BbICTPO
npuHMmato ayuw. MNocne Aywa A HakpbIBako Ha CTOA, FOTOBJIIO TOCTbI MW XN10MbSA C
MOJIOKOM. 10 yTpam A cayLiar paamo, Tak Kak Tam BCeraa coobLuaroT o BCex
3aepKKax uaM oTmeHax noesaos. Ecam noesa He MAET, A MOry noexaTtb Ha paboTy
Ha aBTObYyCe. Y MeHs yXoauT NPMMEpPHO Yac, 4Tobbl cobpaTbea Ha paboTy. A unwy
3y6bl NOC/e 3aBTPaKa, NOTOMY YTO HEHaBMXKY, KOrAa BKyC 3y6HOM nacTbl
nepebusaeT BKyC Yas.
Al paboTato nomoLHMLEN NoBapa B Kade. OHO HaxoAMTCA Nocpeam fieca — 3To
YIOTHOE CTapoe 34aHue C COIOMEHHOW Kpblllei. PaHblue 3To 6blna cTapas
BOAAHaA MesibHMUA. B Hawem Kade MCnosb3yroTcs TOIbKO 3KO/I0rMYECKOoe Cbipbe,
N BCE, YTO Mbl NPOAAEM, CAENAHO TYT e — HEeT HUKaKkux nonydabpukaTos! A
paboTato 34ech yxKe [Ba rofa v BbINOJIHANA CaMyto pasHyto paboty. A paboTana c
BbINEYKO, OBOLLAMM, MACOM, PbiBOW, a TaKKe paboTana ybopumuen. Ceityac A
paboTato ¢ KnMeHTamu. MHe oYeHb HPaBUTCA STUM 3aHUMATbCA, HO MHE HYXHO,
YTOObI KTO-TO MOMOTaa MHE C Kaccow, 4Tobbl A He owmnbnack, Koraa gato caady. A
AyMalo, 4To yXe rotosa paboTaTb Ha «HacTosALLel» paboTe, N A O4YeHb HaAeCh,
YTO HalAy YTO-HMBYAb NOBAKKE K AOMY, MOTOMY YTO A CU/IbHO YCTalo, Koraa
NPUXOXKY AOMOM BEYEPOM.
A ewe, B NOHeAEeNbHUK A CHUMAIO HYXKHYIO MHE CYMMY A€eHer U uay B MarasuH.
Mou pogmuTenn NOMOrAN MHe 3aK1H4YMTb AOrOBOP C 6BAHKOM: TEMepb Kaxayro
Hegento Ha MO KapTy NepedyncnaeTca onpeaeneHHan cymma, Ytobbl s cny4yanHo
He noTpaTtuna 6onblue. Ecin MmHe Hy»KHO 6onblue AeHer, UK A 3anMcaHa K
CTOMATONOrY WU K MAapUKMaxepy, A TOBOPI0 POAUTENSIM, @ OHN COOBLLAOT BaHKy,
yTObbI MHE Nepesenn 6osblue aeHer. Bce aTo ans Toro, 4TobbI A HE TpaTUNa
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1995, 1998; Kuhnle 2000). nepvoz AeTcTBa OHa 6bi1a MasleHbKOW, HO B MEPUOS BbITAXKEHMA B NybepTaTe A0CTUIIA pOCTa

13g33.2 1 1334 Ectb gaHHble, YTO CYLLECTBYET KPUTUUECKMIA PETMOH A/18 NOPOKOB Pa3BUTMA 168 cm, Bonpeku NporHosam Bpayeii. [ipyras Aesouka Gbisa cpeAHero pocra, Ho B Bo3pacTe

HepBHOt Tpy6KM (Luo 2000). OKOJ10 7 JIET Y HEe HACTYMMW/IO NPeXKAeBpeMEHHOE No/10BOe CO3PeBaHne, M OHa Havana bbICTPpo
pacTu. A ele oaHa AEBOYKA B NepBble ABa ro4a poc/ia o4eHb Med/IeHHO. 3aTem Temn ee pocTa
YCKOPU/ICSA, XOTA NOKa3aTeNn BCe PABHO Bbin HUXKE HOPMbI, A K YETbIPEM roAam Temn pocTa
Hopmanusosancs. K cemu rogam ee poct coctaenan 109 cm.

TpyAHOCTM NPU KOPMAEHUU U 3a[epPKKa B PU3NYECKOM pPa3BUTUM

Y MHOIMUX AeTei C XpOMOCOMHbIMU OTKIOHEHMAMM B Hayasie BO3HUKAKT TPYAHOCTU Npu
KOPMJIEHUU, U OHU MeJIeHHO HabupatoT Bec. Y HUX ocnabneH

cocaTeNbHbIN pedieKc, a KOOPAMHALMA COCAHUA U FN1I0TaHUA “ Mua BCerga oYeHb
HapyLlweHa. Ha npaKTUKe 3TO 03HaYaeT, YTO KOPMJ/IEHWE TPYAbIO AW U3 Masio efa, oHa
6YTbIZIOYKM MOXKET 3aHMMaTb A0 2 YacoB, M MasiblLLM YacTo 3acbinaloT  npobosasa BCce, YTO el

NPAMO BO BPEMA KOPMJIEHUSA, HE CbeB CBOKO Hopmy. OnbIT Unique LaBanu, HO cbegana
NMOKa3bIBaeT, YTO, HECMOTPA Ha TO, YTO XapaKTep TpyAHOCTEN Npu HEeMHoro.

KOPMJ/IEHWUUW OAMHAKOB, OHM Pa3/INYaAOTCA MO CTEMEHU TAMKECTHU. B 26 net Mus 6bina
BO/IbLIMHCTBO AeTel ¢ ymepeHHbIMU HAPYLLEHUAMM KOPMATCA rpyabto  poctom 145 cm n Becuna
[A0CTaTOYHO YCMeLwWwHo, X0Tb M MeANeHHO. Y HUX Y BCEX YacTo 52 Kr.

BO3HMKAIOT TPYAHOCTU C HABOPOM Beca, HO UM MOTYT BbITb Ha3HaYeHbl

BbICOKO3HepreTnyeckme, boratble BUTaMMHaMK f06aBKKN Uan cmecu.

3aTtem OHM MOTYT NepexoAunTb Ha TBEPAYIO MULLY, UCMbITbIBAA NLLb

He3HauynTe/IbHble TPYAHOCTM C HOBbIM TUMOM MUTAHUA.

[eTn c bonee cepbe3HbIMU OTKIOHEHUAMM HYXKAAKOTCA B MOMOLLM NPU KOpMaeHUU. VX KOpMAT,
ncnonb3ya AMbo HasoracTpanbHyto, NMBO racTPOCTOMUYECKYIO TPYBKY, HanpaBaAa NULLY NPAMO B
*KenyaoK. [laHHoe BMellaTenbCcTBO ABAAETCA BPEMEHHOW Mepoit, MoKa Masbll He HabepeTca cun
N He Hay4yuTCA ecTb camocToATeNbHO. B Unique 5 13 17 peTeit Hy4aancb B racTpocToMe, a OAnH
— B MOCTAaHOBKE KaTeTepa B LeHTPa/IbHYIO BEHY A/1A NapeHTepasibHOro NUTaHuA.

Mpu ractpoasodpareanbHom pedatokce NPOUCXOAMT 3a6POC MOJIOKA U KeNyA0HHOTO COKa U3
XenyaKa B MULLLEBOJ, YTO HaCTO NPUBOAMUT K BO3HUKHOBEHUIO PBOTbI M PUCKY Pa3BUTUA
acnuMpaLnoHHOW MHEBMOHUW. MPaBU/IbHOTO MOJIOXKEHWA BO BPEMA U NMOC/IE KOPMIEHUA U
MCNO/1b30BaHMWA 3arycTuTenell MoXeT BbITb 0CTaTOUYHO, YTODObI CNPaBUTLCA € PedIOKCOM, a
NeKapCcTBEeHHble NpenapaTbl MOMOFYT MOHW3UTb KUCNOTHOCTb, ABAAIOLLYIOCA NPUYMHON 6011 B
nuwesoge. OpgHako 3 n3 17 manbiwei 8 Unique Hypanuco B yHAONANKALMM — ONepaLmm, npu
KOTOPOW BEPXHAA YaCTb XKeyaKa 0bopayunBaeTca BOKPYr HUKHENO OTAeNa NULEBOAA U
dukeunpyetca weamu. Mpu aTom oTBEPCTUE B Anadparme, Yepes KOTOpoe NPOXOANT NULLEBOS,

cyxkaetcs.

Y HeKoTopbIX AeTeil HabaaaTCA MegULMHCKME NMPUYUHBI 6 Kappu 6bina
meaieHHoro Habopa Beca. Mo HabaogeHnam Unique oanH pebeHoK MaleHbKOM 1 OYeHb
3HauMTeNbHO NpMbaBKA B BECE MOC/e onepaLmm Ha cepale, 4pyron — XyA0l 4ns ceoero
nocne yaaneHns MMHAannH 8 14 net, a TpeTuii — nocsie onepawmm no gospacta. Ho 8 10 ser,
yCTpaHeHuo manbdopmMaLLUn TPyLAHOM KNETKMU. nocne KOppeKLum
Cyas no Bcemy, TPYAHOCTM C HABOPOM Beca He CBA3aHbl C ebopmaLmm rpyLaHoI

KOZIMYECTBOM YyTEPAHHOIO XPOMOCOMHOIo MaTepuana. Mcxoaa ns KNETKM, ee 340poBbe
,

onbiTa Unique, [eTV ¢ HE6ONbLWIMMK AENELUAMM Ha ydacTKe 13g22 YAYULIMAOCh, U OHa

CTa/IKMBAIOTCA C TEMM XKe Npobsemamu, YTO M MasbIlWK C ropasao npubasmna B sece

6onbWKMM NOTePAMM Ha yyacTke 13922 - 13932 (U).
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3anop

MccnepoBaHmA NoKasanu, YTo y HEKOTOPbLIX AeTel C MOIHOW AN YaCTUYHOM noTepeit
XPOMOCOMHOr0O MmaTepuana Ha ydacTke 13922 Habitogaetcs 6onesHb MMpLINpyHra, Npu KOTOpoit
OTCYTCTBYIOT HEPBHbIE KNETKKU, B HOPME KOHTpoAMpylolwme nepectanbTuky (Shanske 2001;
Bottani 1991). bonesHb MMpLuNpyHra xapakTepusyeTca TAXKEbIMM 3anopamm, MPU KOTOPbIX
HeobXxoAVMMbI NPOMBbIBaHMA KULWEYHMKA AN OMepaL A MO HaJI0XKeHWNIO BPEMEHHOM CTOMbI, Yepes
KOTOpYIO 6yAeT NPOUCXOANTL OMOPOXKHEHME KMLIEYHWNKA, He 3aTparMBan NopaKeHHbIM y4acTok.
Mo3sgHee manbiwy ByaeT Ha3Ha4YeHa onepauusa No yaaseHWo NOPaXKEHHOro yyacTka 1
COeAMHEHMIO 34,0POBOM HYaCcTW KMLIEYHUKA C aHa/IbHbIM OTBEPCTUEM.

B Unique y 4 3 17 cemeil UMetoTCA »Kanobbl Ha TAXKE/ble NN XPOHUYECKME 3anopbl, HO HU Y KOFo
He 6bla1a AMarHocTMpoBaHa 60/1e3Hb MMPLUNPYHTa U XMPYPruyecKoe BMeLLaTeNbCTBO He
Tpebosanoch (U).

CupgeHue, nepsble WArv v ganbHeiiwee passutue

66 .
B 6 net Xeinu ymena Kak npasuio, manbiwu, NyCcTb U C OTCTaBaHUEM, HO BCE XKe
npbiraTb Ha b6atyTe, NPOXOAAT OCHOBHbIE 3Tanbl CBOEro pa3sutua. [letu,
BeraTb, nnasatb (O4eHb 3aperncTpupoBaHHble B Unique, Ha4UMHaOT cMaeTb B Camom

XOpOoL0), Na3aTb U
KaTaTbCs Ha sollaaym,
O/HaKO y Hee BCe eLle
ecTb HeKoTopble
npobaemsi c
KOOpAWHauunen.

pa3HoMm Bo3pacTe — ¢ 6 MecALeB (Camblit paHHUI CPOK) 1 o 24
mecaues (camblii No3gHKMiM). MonsaTb 4eTh 06bIYHO HauMHaLOT C 8
mecsaues a0 3 net, a xogutb — ¢ 15 mecaues no 3,5 net. Kak
npaswu/o, Koraa AeTh BCTAlOT Ha HOMM, OTMEYAKOTCA C/I0XKHOCTY C
KOOpAMHaUMel 1 paBHOBECUEM, HO, TEM HE MEHEE, OHU
MeZNEeHHO, HO BEpPHO AenatoT ycrnexu. Mpobaembl ¢ paBHOBeCHEM
P B/IMAIOT Ha CNOCOBHOCTb €34UTb Ha Besocunese U KaTaTbCa Ha
B 6 net Kappu Hayumnaco nowaa.
UTb Ha TPExXK HOM VR
€3AMTb Ha TPEXKONIECHO HecmoTps Ha Hebonbluoe KomyecTBo HabatoaeHuin Unique,
Besiocunese C HoXKHbIMM
MOKHO NPeANOoN0KUTb, YTO Hanboee XxapaKTepHble NPU3HAKK
neTAsaMu, HO M3-3a o o
3a/leprKKM ByayT NpoABNATLCA Y AeTel ¢ noTepelt UMeHHO
NJ0XOro paBHoOBECUA
Heb0/1bLIOro KoIMYecTBa XpPOMOCOMHOTO MaTepmana Ha yyacTke
HAy4YMTbCA KaTaTbCs Ha 1322 6
[BYXKOIECHOM OHa TaK U 022, 4yem npu vnorepe MmaTepurana Ha 6onee KpynHOM yyacTke.
He CMOrna. HaBbIKM KpynHO MOTOPUKK — CUAEHME, CTOAHME, Xoabba — moryT
pa3BMBaATLCA MeAIEHHE., KaK Y Maiblllel ¢ geneuneit Ha
yyacTkax 13g22-13g32, HO HaBbIKM MENKO MOTOPMKM (N0BKOCTb)
MOryT pa3BmBaTbcA bbicTpee.
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M13-3a npobnem c

paBHoBecnem, Mue

notpeboBanocb o4eHb FTMNOTOHUA — CHWKEHME MbILLEYHOTO TOHYCA, LOBOALHO
MHOTO BPeMeHMU, 4TobbI 4acToe, HO He 0ba3aTesIbHOE NPOAB/EHUE B NEPUOL,

Hay4nUTbCA €34UTb Ha HOBOPOXAEHHOCTU 1 paHHero aeTtctea. OgHa cembsa yTBEPXKAaAna,
Benocmnene; Ho oHa YTO Yy UX pebeHKa rMnoToOHMA HUKOrAa He Habadanack, a apyrue
nobuna KaTatbea Ha yeTblpe CeMbM He CYMUTA/IM 3TO CEPbE3HOI NPOo6iemoit.

JIOWAAAX, 4TO MOMOTAN0  BegycnoBHO, y OAHMX AeTeil aHHaA npobiema 6osiee BbIpaxeHa,
€1 A8PKATb PABHOBECHE.  yapm y npyrux. Y HOBOPOMKAEHHOTO TMMOTOHUA MOKET
NPOABAATLCA HACTObKO APKO, 4TO ByAeT CYMTaTbCA NepBbiM
NPU3HAKOM CEPbe3HOr0 HapYLIEHWA, OHAKO [1Be CEMbM
coobwanu, 4To CTa/IKUBAUCH C AaHHOW NPO61EMOI TONIbKO B
mnageHyectse. OHOI AeBOUKe, 3aperncTpupoBaHHoii 8 Unique, B 3 rona Tpebosanuch
NoAYLLIKKM, YTOBbI ONMMPATLCA Ha HUX, KOFAa OHa cuaena, a ABYM APYrM AeTAM — NoAAepKa
NoAbIKeK, YTobbl CTOATD.

He BOAMT MaLUKUHY, HO 4BOE CAMOCTOATE/IbHO MO/b3YOTCA 06LL,ECTBEHHbIM TPaHCMopToM. Mm
BCEM OKa3blBa/ M MOMOLLb B 061acTV GUHAHCOB.

[eByLUKa, }KMUBYLLAA C POAUTENAMM, NPOBOANNA BPEMA C CEMbEN, €413, CNana u cmoTpena
Tenesn3op. YYacTHUK, KMUBYLLMI B IpyNnoBOM LOMe, B CBO60AHOE Bpems Mo/ib30BascA
KOMMbIOTEPOM M KaTa/icsl Ha Benocunese. EMy HpaBuaoCh pagoBaTb CBOMX OMEKYHOB, U OH
pafoBasnca, Koraa y ero coceaeit Bce B nopsaake. Y AeBYLLKK, 3KUBYLLEN B CBOEMN KBapTupe, bblia
06bI4HanA XKM3Hb — ABAXKAbI B HeAe/lo OHa nocewana uUTHec-Kny6, yBneKanach BbllUMBAHUEM
KPecTUKOM W1 MPOCMOTPOM TesieBM30pa. B npownom y Hee 6bi1 MOIOA0V YE0BEK, 32 KOTOPOro
OHa XOTe/1a BbIATM 3aMy3K, HO OHa eLle He YBEepeHa, XO4eT I UMeTb AeTei.

B yem ocobeHHOCTb AETEVI C 3TUM XPOMOCOMHbIM OTK/IOHEeHunem?

BoT, 4TO rOBOPAT poauTenu:

Y Xeiinu HeBepoATHasA NamMATb, U OHA OYEHb XOPOLLO YMTAET. B ee WKo/e Bce NOCTOAHHO
yamsnatoTtca. OHa YMTaeT HAMHOTO JlydLle CBOMX CBEPCTHUKOB — Xelnun, 6 net

% N3xo nomor Ham noHATb «ocoboe» noseaeHme. Ero 6ecnpucTpacTHoe y4acTue B Halen KU3HU
6b1710 ocobeHHbIM — [1XK0, 22 roga

o Kappu mMosKeT BbITb 04YEeHb HEXKHOM M apTUCTUYHOM — Kappu, 23 roaa

“ Mbi pagyemca 3a Muio Kaxkablii pas, Koraa y Hee noJiy4aercs YTo-To HOBOE, M Mbl BCeraa
CTapaeMcs }KUTb Kak «0bbluHan» cemba. OHa Takas MUan, YTo 04U K HEel nerko
NpPWBA3bIBAOTCA, M OHA TOYHO 3HAET, YTO CKA3aTb U YTO cAeNaTb, YTOObl OHU CAENANM TaK, KaK
xoueT oHa. OHa 3HaeT, YTO OHa He TaKas KakK BCe, HO roTOBa NMOCTOATb 3a cebA 1 ceityac y Hee Bce
xopowo — Mwus, 26 net

Mone3Ho n 3HaTb O TOUHOM MeCTe pa3pbiBa B Xpomocome?

ToyHoe onpeaeneHve TOYKM Pas3pbiBa B XPOMOCOME NO3BONAET ONpese/MTb Haaudne unm
OTCYTCTBME BaXKHbIX FeHOB. HO HACKO/IbKO 3TO MOXKET MOMOYb — HE ACHO. TeM He MeHee, Ha
HeKoTOopbIX y4acTKax 13q, Kak U3BECTHO, HAXOAATCA reHbl KOHKPETHbIX 3a601eBaHNA.
13922.1q22.3 ren (reH peuentopa sHgoTennHa B Tuna — EDNRB), cBA3aHHbIii ¢ 601e3HbIO
MpwnpyHra, Haxoautca B cermeHTe 13922 (Shanske 2001; Sparkes 1984; Lamont 1989; Kiss &
Osztovics 1989). bonesHb MMpLINpyHra Takke cBasaHa ¢ aeneumert 13933 (Bottani 1991).
CocefiHue reHbl, OTBeYatoLwme 3a HopMasibHoe
pa3BuTME BHYTPEHHErO yXa U rnasa, MoryT
HaxoanuTbea B cermeHTe 13922 (Shanske 2001).
13932 Mesxay yuactkammn D135136 1 D135147
BbifiBNeHa HeboblasA KpuTuyeckas ob6aacTb
pa3mepom okosio 1M6 (Brown, 1995, 1998).
XapaKTepHble MOPOKM pa3BUTUA: fedeKTbl NepBoro
nanbLa PyKu U/Mam cTorbl U pasindHble
aHOreHWTabHble HapyLUeHUs.

[eneuunsa ogHo Konuu reHa ZIC2 B KpUTUYECKOM
06/1aCTH, BbI3bIBAET roN0NPO3HLEdANNI0, YTO
NPUBOAMT K HEMOJIHOMY Pa3fefieHNIo FoI0BHOTO
MO3ra Ha [iBa nojyLwapus. XapakTepHbl MOPOKM
pa3BWTWA rNas, HoCa M BepxHeit rybbl .
(Carukashansky 1979; Juberg 1984; Brown, 1993,

“ Emy HpaBsTCA BCe BUABI TPaHCMOpTal —
geneumn 13q22q34
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HabntoAaeTca CTOMKOE CHUMKEHMWE CyXa OAHOCTOPOHHee Mbo ABycTopoHHee. Ele y 3 BbIABNEHO
HenoCTOAHHOE CHUMKEHME C/IyXa, BbI3BAHHOE CePHbIMM MPOBKaMM AN YaCTbIMU MHOEKLMAMM
cpeaHero yxa. OAnH M3 poanTeneil OTMETU, YTO MOCKOJIbKY ero A04b — O4eHb CMOKOMHbIN
pebeHOK, OHa He Maakasia npu oTuTax. EM notpebosanock TpM onepawmm no BOCCTaHOB/IEHMIO
6apabaHHOM nepenoHkn. OguH pebeHoK yunaca B WKoe ana cnabocnbiwawmx (U). B
MeANLMHCKON nnTepaType Nogpo6HO ONMCbIBAETCA CUMNTOM HapyLLIEHUA CyXa, U ero
NosiB/IEHNE CBA3AHO C OTCYTCTBMEM reHOB, HEOHXOANMBIX AJ/17 HOPMaIbHOIO PasBUTUSA
BHyTpeHHero yxa (Shanske 2001; Van Camp 1995; Roland 1989).

3peHune

Y 60/1bLIOro KONNYECTBA AeTel, 3aperncTpupoBaHHbix B Unique, cepbesHble HapyLUeHUA 3peHus.
Y Tpoux getei Kosioboma — YacTUYHbIN AedeKT CTPYKTYpbI [N1a3a, BeAyLnii K HapyLweHUIo
3peHunsa. Y yetBepToro pebeHka aedeKT, pagyKKku, 4Tobbl COXPaHUTL 3peHune, eMy notpebosanacb
onepayms. Ewe y Tpomx Kocornasme (ctpabusm) B 4OCTAaTOMHO TAXENOW CTENeHu, 4To TpebyeT
XMPYpPrMyeckoro BMellaTebCcTBa. B meanumHCKon antepatype Konoboma pasyKKu, Kak u
Heaopa3BMTUE 3PUTE/IbHOTO HEPBA, TAK}Ke accoLMmUpoBaHbl ¢ aeneuneit 13q22q32. Cyuwiectsyet
NpeanoNoKeHWe YTO 3TO CBA3AHO C TEM, YTO FeH UK reHbl, OTBEYaKoLWMe 32 HOPMabHoe
passuTue rnasa, genetnposatbl (Shanske 2001; Khong 1994; Nichols 1979).

MosepeHue

OnbIT Unique noKkasbiBaeT, YTO AeTH, Kak NPaBMIO, CHACTIMBbI M JO0OPOAYLLHbI, U HEKOTOPbIE
TAaKMMM Ke 1 OCTAIOTCA C BO3PACTOM. Tem He MeHee, y 601bLIOoro KonnyecTsa AeTen noseseHne
MEHSETCA, YTO NPEACTaBAAET CIOKHOCTU ANA poanuTenel n Tpebyet peKomeHAaLunin SKCnepTos.
[eTn moryT KycaTb ceba amn NpoABAATb arpeccuto B C/ly4ae cpbiBa UAM Kak CNocob 3alumTbl: OHU
MOFYT KycaTbCs, ApaTbCA, AepraTb 3a Boiockl. [1Ba pebeHka, 3apernctpupoBaHHble B Unique,
TMNepPaKTUBHbI, @ OAMH B3POC/bI NPOXOAUT NPOBHBIN Kypc nedeHuns (MetundeHnaat — Putanmt)
C NepemeHHbIM ycnexom. Y YeTblpex y4acTHUKOB PacCTPOMCTBO ayTUCTUYECKOTO CNEKTpa, XOTA
TO/IbKO O4HOMY B3POC/NIOMY NOCTAaBUAN ODULMANbHBIN ANArHO3 PacCTPOMCTBA ayTUCTUYECKOTO
cnekTpa. Ero mama gaet mygpble coBeTbl Apyrum poamTtenam: MprU3HaKK ayTU3ma yMeHbLUIaloTCA,
€Cc/u CNefoBaTh HEKOTOPBIM MPaBMaaM, KOTopble Mbl pa3paboTanu ana cebs: YeTKui,
nocnenoBaTesbHbIi, CTPOrMiA NOAXoA K pebeHKy; pebeHKa Heobxo4MMOo XBaNUTb, ECIN OH BeAeT
cebs xopowo. OgHOMY B3pOC/IOMY, MOMUMO ayTU3Ma, NOCTaBMAN AMArHo3 obceccuBHO-
KOMMY/IbCUBHOTO PacCTPOMCTBA M HapyLueHWe HacTpoeHus (U).

B meauMLUMHCKOW nTepaType o4eHb Mano MHGopMaL MK O noBegeHun. Mexay Tem y ManbymKa ¢
HebobWoW geneumen mexay yyactkamm 13932 1 13933 oTmeuatoTca ayTM3M U arpeccus, Kak K
cebe, TaK U K gpyrum ntogam (Bottani 1991).

CoH

BONbLWIMHCTBO poauTenei yTBEPKAAIOT, YTO UX AEeTU XOPOLLO CRAT, HO eCTb UCKoYeHUA. PaHHee
npobyKaeHne n HouHoe 60APCTBOBAHME MOMKHO KOHTPOIMPOBATH TO/ILKO NPU NOMOLLM
IeKapcTB, [BE CEMbM COOBLLAIOT O TOM, YTO, MO UX MHEHUIO, 3TO HapyLllaeT paboTy
610N0rMYeCcKMX YacoB ux geteil. Mama oZHOM B3POC/ION Y4aCTHULLbI OPraHM3aLLMm cOObLaeT, YTo
y ee flouepu NpoLo/IKUTEbHbIN (36-4acOBOI) CYTOUHDBIN (LMPKaAHbIN) PUTM, U 3TO
NOATBEPXKAAOT pe3y/ibTaTbl UccnefoBaHmaA cHa (U).

CamocToAaTeNnbHOCTb?

M3 Tpex 4enoBeK ¢ XPOMOCOMHbIM OTK/NIOHEHMEM B BO3pacTe OT 22 Ao 25 nert,
3aperncTpmpoBaHHbIx B Unique, 0AVH KM CO CBOEN MaMOW, BTOPO — CAaMOCTOATE/IbHO B
cobCTBEHHOW KBApTUPE, a TPETUI — B FPYNMNOBOM LOME MOA, KPYr/10CYyTOYHbIM MPUCMOTPOM
onekyHa. OguH 13 HUX noceLan y4ebHble ceMuHapbl B cdepe MCKyCcCcTBa U MHOPMATUKK, a
Apyroi paboTan NoaHbIN pabounii geHb, 0byyascb Ha NOMOLLHMKa Wwed-nosapa. HM 0AMH U3 HKX
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O6yueHue

CornacHo meguuMHCKOM nnTepatype v onbiTy Unique, y peten ¢ geneumeit 13q21-q34
BO3HMKAIOT HEKOTOPbIE TPYAHOCTM B 06yyeHnn. O4HAKO UX CTENEHb MOMKET CYLLLECTBEHHO
pasnuuatbea. Y ntogen, 3aperncTpupoBaHHbix B Unique, cTeneHb TpyaHOCTeN B 06yYeHnn
BapbMpyeTcA OT yMepeHHOoM A0 Taxenon. Y pebeHka c geneumeit q22932 Habnogaerca nerkas
CTeneHb 3a4epPKKN YMCTBEHHOTO pa3BuTuA. Ay gpyroro pebeHka c aeneuunein 22934 Bo3HMKAOT
6onee cepbesHble NPoHAEMBI.

® Xeiiv XoAWT B 06bIYHYIO LWLKOAY CO CNeumnasbHoM NoaaepsKKoi. B 3 roga oHa Havana
pu1coBaTh 1 Tenepb C YA0BONLCTBMEM PUCYET Nt0AEN, Noe3aa U CBOMX BOobpaskaemMbix Apy3eit.
Kpome Toro, K 3 rogam oHa Hay4miacb YMTaTb M TEMEPb YUTAET KOMUKCbI U ra3eTbl, OTA4aBan
npegnoyteHus 6osblie paktam, Yem BbiMbicam. OHa MULLET HEaKKypaTHO, 601bWKMM
6yKBamM, a ee 3HaHMA N0 MaTeMaTUKe COOTBETCTBYIOT NEPBOMY YPOBHIO BpUTaHCKOM y4ebHoM
nporpammbl (COOTBETCTBEHHO BO3pacTy). Ee poanTenv roBopsaT, 4TO Yy AEeBOYKM HEBEPOATHaA
NnamsaTb, a ee LLeIeyCTPEMIEHHOCTb M II06OMbITCTBO MOMOratoT €/ Mo MakCMMyMy
MCMONb30BaTb CBOM cnocobHocTU. CTeneHb 3a4,ePXKKN YMCTBEHHOTO Pa3BUTUSA Yy HEE CYMTaeTCs
He3HauuTeNbHOMN — 6 NeT.

® /13O 3HAET JOPONKHbIE 3HAKM M 06LLENpPUHATbIE 0603HAYEHMA U MOKET HanucaTb CBOE UMS C
MOMOLLbIO B3POC/IOr0. EMy HPaBUTCA YMTaTb KOMMKCbI, OH YMENO MOJIb3YETCA MbILLKOM U1
MoBUT CAywaTh ayAMOKHMIM Ha cBoemM KomnbloTepe. OcobeHHO Nerko u 6biCTpo oH
pa3bupaerca C TeM, YTO HY}KHO eMy ANs pas3siedeHnid. OH y3HaeT CBOM OM M MOMHUT
3HaKomble mecTa. Y [3ko rny6oKas cTeneHb 3a4epsKKU YMCTBEHHOTO pa3suTus — 22 roaa.

® K3ppu Hayana uMTaThb B 9 NET, HO NPU 3TOM Y HEe BO3HMKAN OnpeaesieHHble TPYAHOCTU Co
3puTesIbHLIM BOCnpusaTMeM. Mucana oHa Bceraa ¢ TPYA0M, U 0 CvX Nop el TpebyeTcs MHOro
BPeMeHM, 4Tobbl YTO-TO HanmcaTb. Ho B 10 sIeT oHa HayuMaach NoMb30BaTbCA KOMMbBIOTEPOM U
CTafna UCnoNb30BaTh KAaBmaTypy. Kappu NnpekpacHo 3anoMUHaEeT BCe, YTO CBA3AHO C
npeameTom ee yBaeyeHuii — no 6onblueit YacTu 3To Guabmbl. Bo Bpems yyebbl B LWWKONE ee
OLLeHKM N0 aHTNNCKoMy Bbln Bbille, Y4emM N0 MaTEMATUKE, a peyeBble HaBbIKM Pa3BUTHI
HaMHOTO Nyyllle, YeM HaBbIKM NWUCbMA. B cpesHel WKoe OHa yYniach B CNeLasbHOM Kiaacce,
a K CBEPCTHMKAM NPUCOeAMHANACH TO/IbKO BO BPEMSA 3aHATUI B 6ubanoTeke, ypokos U30 u
MHOrAa 3aHATUI GU3KyNbLTYPOIA. [loKasaTenb ee UHTeNNeKTa cocTasasnet 70 6annos, a cTeneHb
TpyAHoCTel B 06y4eHnM oLeHMBaEeTCA Kak ymepeHHas — 23 roaa.

® Musa Hayana YMTaTb B BO3pacTe 7 NeT, U ceiyac, byayum B3pOCIOM, YNTAET BCe, YTO cYUTaeT
HeobxoaAnMbIM. 5 neT oHa yumnach B WKone um. Pyponbda LLTaltHepa n nncatb Havana
paHblue, Yem YMTaTb. M gake celyac, HECMOTPA HA TO, YTO ee NPOU3HOLEHUE He NAeaNbHo,
oHa 6e3 Tpyaa HabupaeT TeKCTOBblE COOBLLEHMA. Y HEe XOPOoLIan AONrOBPeMeHHan NamaTb, a
AN 3anoNHeHuA Npobenos KPaTKoBPEMEHHOW NaMATU OHa UCNO/b3yeT exxeAHeBHUK. Cnabble
mecta Mum — maTemaTmKa U GUHAHCbI, HO @aHI/IMMCKUM A3bIKOM OHa BNAJEET TaK e XOPOoLUo,
KaK 1 CBOMM POAHbIM AaTCKUM. U3 wKonbl uM. Pygonbda LLTaiHepa oHa nepeLuia B MECTHYHO
obLeobpasoBaTesibHyto, rae npoyunnack 2 roga. Motom eue 2 roga Musa npoxoguna
cneuunanbHoe obyyeHue, Npexae Yem NoCTyNUTb B LUKONY-NMAHCUOH, rae B TedeHue 18
MecaLeB OHa 0byyanacb HaBblKam BeAeHUA LOMaLLHero Xxo3ancTea (roToBke, ybopke, cTMpke).
TpyAHOCTM B 06y4eHUM Y MUUN OLLEHMBAIOTCA KaK yMepeHHble — 26 nerT.
O XM3HU MUK MOXKHO NOYMTATb Ha CTpaHuuax 13-15.

Peub 1 A3bIK
MouTn y Bcex geten-uneHos Unique Habntoganack 3ageprKKa pa3BuTMA peyn, HO MHOTME,
noB3pocnes, Ppa3Bnan pevyeBble HaBblKK, @ HEKOTOPbIE AaXXe MOryT NO/IHOUEHHO 06IJ.I,aTbCﬂ. Yy
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HeKoTOopbIX AeTei Npobaembl CO CNYXOM, NOITOMY MHOTUE [0 TOTO, KakK HayaTb rOBOPUTb,
obuiatoTca Ha A3biKe ecToB. OBbIYHO AeTN NPOU3HOCAT NepBble C/10Ba B Bo3pacTe 4-5 neT, HO
HEKOTOpble He pa3roBapuBatoT BNIOTb A0 8 neT. [1Boe 13 15 aetelt He pa3rosapusaav B 9 neT,
1 pebeHOK MOr roBOpuTb, HO HeYeTKo. OAMH 13 aeTeit B Bo3pacTe 5 neT ¢ HebonbLoW geneunent
yyacTka 13g22 Bce NoHMMan B COOTBETCTBMM C BO3PACTOM, HO peyb NpeAcTaBaeHa nLb
OTAe/IbHbIMM CN0BaMU.

® Peyb pa3BMBasacb MeAEHHO, NO3TOMY ANA YCKOPEHUA NPOLEcca KOMMYHUKALMK 6bin
HeobX0AMM fA3bIK KecToB. YCTaHOB/IEHNE 3PUTE/IbHOTO KOHTaKTa 3aHA/10 HEKOTOPOe Bpems.

® Peyb 6bln1a HEMNOHATHOM, @ HEKOTOPbIE 3BYKM NPOM3HOCUANCL HENPABWUILHO. Y 3TOro pebeHka
TYroyXocCTb.

® Koraa oHa 6bl1a ManeHbKOM, TO NpY Pa3roBope ee AbixaHue cb1Banoch, U, yTOMUBLLMCH, OHA
MCNONb30BaNa XecCTbl.

® |1 x0TA OHa yn0Tpe6nﬂna ONVNHHbIE N CNOXKHble Npea/IoXKeHUA U roBOpUIa YETKO, OHa He
NOHUManNa WyTKn Uam Kakve-nnbo BbICKa3blBaHUA, B KOTOPbIX 6bin CKprTbI171 CmblicA.

Mpo6nembl co 300poBbeM
CornacHoO MeAMLMHCKUM UCCefoBaHMAM Y 6ONbLUIMHCTBA H0AeN C MHTepCTULMaNbHOM
neneumen xpomocombl 13, B KOTOPYH BXOAAT XPOMOCOMbI MEXAY y4acTKamu q22 u q32, HeT
cepbesHbIx Npobiem co 340pOBLEM, YTO NOATBEPXKAAET onbIT Unique (Brown 1993; Unique).
Camble pacnpocTpaHeHHble Npobaembl CO 340P0BbEM, KOTOPbIE UCMbITbIBAAM YnieHbl Unique, —
3TO HapyLeHue AbixaHua (5/17), npobaembl C NOYKaMM U MOYEBbIBOAAWMMM NyTAMM (4/17),
BbIBMX UM NOABLIBMX 6eapa U 13bbIToUHAA MOABUMKHOCTb B APYrMX cycTasax (3/17),
aedbopmaLma cTon uam KoconanocTb (3/17), ckonnos (3/17), npexaespeMeHHoe Noiosoe
cospesaHue (3/17).

HapyweHue apixaHus
MnageHubl CTpafann MHOXKecTBOM 3a60/1€BaHMI AbIXaTe/IbHbIX NyTel, BKAOYan YacTble
MHbEKLMK, KOTopble BblNKM BbI3BaHbI, MM 3Ke 4acTo ycyrybasamch acnmpaumen mosoka. soe
MIAAEHLEB HYKAANNCh B TPAaXeOCTOMUN — BBeAeHMe TPYBKM B AblxaTeNbHOE rop/o Ans
ocyLecTeneHma cBoboAHOro NPOABUIKEHNA BO3ayXa U Kuciopoaa. OaHa AeBo4Ka poamnach ¢
BOPOHKOOBPa3HoM aepopmaLpent rpyaHOM KneTkn. Takoe CubHOE UCKPUBAEHWE He NMO3BOAA0
JIETKMM PacTM M NOJHOLLEHHO pacnpasnaTtbes. [lo 10 neT, noka aepopmauma rpyaHoON KAETKU He
6bls1a UCNpaB/ieHa, OHa CTPaZasia OT YacTbiX PECMMPATOPHbIX MHEKUMIA. U Ha cerogHALWHMI AeHb
ee Nerkne Bce elle MaNeHbKOoro pasmepa, N03TOMy BO Bpems X0Abbbl BO3HMKAET oAbllKa. Kak
TO/IbKO Y AeTel yayyllaeTca KoopANHALMA FN0TaHUA, PUCK NOMaAaHna MOOKa B AblxaTe/ibHble
MYTU CHUNKAETCA, M Pa3BUTUE acnNMPaLMOHHOW MHEBMOHUM MaNoBEPOSATHO. EAMHCTBEHHbIM
yneHom Unique,chopmmnpOBaBLLMM XPOHUYecKoe 3ab6o1eBaHme AplXaTeIbHOM CUCTEMBI K
noapPOCTKOBOMY BO3pacTy, bbina AeBoYKa C BOPOHKOOOpa3HoM aedopmaLment rpyaHON KNeTKu .

Mpobnembl C NOYKAaMU U MOYEBbIAENUTENbHOI CUCTEMON
YeTBepo masbllein poanuanCh C NaTONOTNeN novek, 1M6o Bbinn NoaBepKeHbl YacTbiM
MHOEKLMAM MOYEBbIX NyTel. Y ogHOro pebeHka 0a1H MOYETOUHMK BblN HENPABUIBHO
pacnosIoXKeH, y APyroro HapyLieH oTToK. [pyroit pebeHoK poauacsa c o4HOM NOYKOM, a ewe o4auMH
¢ 3 NleT cTpPajan YacTbIMU MOYEBLIMU UHPEKLMAMM, KOTOPbIE, OAHAKO, HE MPUBOANAU K
cepbesHbIM NOCNeACTBUAM.

BbiBMX 6eapa ¥ runepmobuNAbHOCTb CYCTaBOB
Tpu LeBOYKM, 3aperucTpupoBaHHble B Unique, poamnaunch ¢ BbiBuxom beapa. [Bym U3 HUX HyXKHa
6bl1a onepaLma, HO B HACTOALLMIA MOMEHT HapyLUEeHWUA ABUKEHMWA B CyCTaBax HeT. [leBouKa,
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KOTOpOW B M/IaZileHYecTBe He MoHagobuaack onepauums, Ha AaHHbI MOMEHT yXKe B3pociasn u
MCMbITbIBAET LOCTATOYHO CUJIbHYIO 6O/b B CBA3M C rTMNEepMOBUILHOCTLIO CYyCTaBOB.

Koconanoctb u gpyrasa aepopmauus cron
Y Tpex manbllwei ¢ poxaeHus 6b1amn 4edopMUPOBaHbI CTOMbI, HO HA O4HOMY U3 HUX He
noHazo6unacb onepauys.

Ckonunos
Y Tpex AeBoyek Habalo4anocb UCKPUBAEHUE NO3BOHOUYHMKA, Y ABYX M3 HUX B eTKol dopme,
KOTOpOE YAaN0Cb CKOPPEKTUPOBATH C MOMOLLbIO GU3MYECKOW Tepanuu 1 ynpaxHeHuin. CKoamnos y
TpeTbel AEBOYKM PA3BU/ICA B pe3yabTaTe aHOMaINMKU CTPOEHUS ABYX NO3BOHKOB, MO3TOMY OHa
HOCMKT KOpPCET, YTOBbl yMEHbLUNTb UCKPUBAEHME, U eii MOXKET NoHaaobuTbCA onepauus.

HPE)KAEBPEMEHHOE nonoBsoe co3peBaHue
B TO Bpems KaKk nosioBoe co3peBaHMe NPoUCX04M/I0 CBOEBPEMEHHO Y TPEX B3POC/bIX, Y TPeX
MNAALNX AEBOYEK BbINN NPU3HAKM NPEXAEBPEMEHHOrO NOJOBOMO Pa3BUTUA. Y O4HOW B
BO3pacTe 7 MecsLEeB Hayan0Cb OBO/IOCEHUE, a Y APYroM yxe K 7 rogam NosaBuANCh BCE MPU3HAKK
Hayana NoN0BOro CO3PEBAHMA, U ANA NPEKPALLEHUA BbIPabOTKM 3CTpOreHa AMYHUKaMMN pebeHKy
nponucany NeKapcTBEHHbIE Npenaparbl.

AHOreHuTanbHble aHOMaNUU
Mo AaHHbIM 4BYX CEMei U3 7 OMPOLUEHHbIX, CMELLLeHME aHyca, T.e. CAINWKOM 6ansKoe
pacnono)KeHne aHabHOro OTBEPCTUA K MOI0BbIM OpraHam, ABAAETCA XapaKTepHOW
0C06EeHHOCTbIO AaHHOM XpOMocoMHOM aeneummn (Brown 1993).
AHOMaNNK NONOBbIX OPraHOB, XapaKTePHble 4A 3TOro TUNa geneunu, 6biamn 3adpuKcUpoBaHbl
NMWb y oaHoro pebeHKa B Unique: ypsoeHne Bnaranuwa (Gershoni-Baruch 1996).

3aboneBaHuna cepaua
3aboneBaHunem cepaua CTpagan M1b OANH YeN0BeK, 3aperncTpupoBaHHbIn B Unique. CornacHo
JaHHBIM MeMLMHCKMX UccnefoBaHni, 3abonesanna cepaua Habaoganucs y manoro
Konunyectsa Aeteld. Takune 3abonesaHuna BKAtOYatoT B ceba TeTpagy Panno c aeneumeit nokyca
13921.2932, OTKpbITbIM apTepUanbHblil MPOTOK U AedeKT mexnpeacepaHon Neperopoakm ¢
aeneumeit nokyca 13922q34. Tetpaga ®anno npencraBnaer coboi CNOXHbIN NOPOK cepaua, npu
KOTOPOM KO/IM4ECTBO KPOBM, MOCTyNatoLLee B Nerkne, COKpaLLaeTca u KpoBb, 0begHeHHasn
KMCNOpPOAOM, MOCTYNaEeT B aOPTY, BCAEACTBME Yero Koxa pebeHka npnobpertaet ronyboit
OTTeHOK. OTKPbITbI apTepranbHbIli NPOTOK — MPOTOK B CEPALLE, KOTOPbIN ABNAETCA YacTbio
CTPYKTYpbI cepaua y ambpuoHa. MpoToK MOXKET 3aKpbITbCA CAMOCTOATENbHO CO BpemMeHeM, NnMbo
xupyprudeckum nytem. IMMN (aedeKT mexnpeacepaHol Neperopoakn) — 3To oTBEpCTUE
MeXAay BepXHMMM Kamepamu cepaua (Brown 1993).

Huke nepeuncneHbl Npobaembl Co 34,0POBbEM, KOTOPbIE YNTOMUHAIOTCA B MeAULMHCKOM
nuTepatype, HO He 3adpuKcUpoBaHsbl y YneHos Unique:

aHOMaIMM PA3BUTMA KMLIEYHUKA, TAKME KaK Cy)KEHME KULKM U ManbpoTauma KuwedHunka (Khong,
1994; Brown 1993);

NopOKK pa3BuTUA ronosHoro mosra (Towfighi 1987);

HapyLWweHuMA cermeHTaunm nerkux (Brown 1993);

aedeKTbl HepBHOW Tpy6KM (Luo 2000);

nobasoyHas ceneseHka (Khong 1994);

CpalmMBaHne NO3BOHKOB, MaxoBasA rpbiXKa, CyA0POXKHbIM cnHapom (Lamont 1989)

Cnyx
HapyweHue cnyxa moKeT 6bITb cepbe3HbiM NOBOAOM AN 6eCnOKONCTBA, a TaKKe CTaTb
NPUYMHOM 3a4epP*KKN pPas3BuTMA peun. Y 7 us 15 aeteld, 3apeructpmpoBaHHbix B Unique,

9



