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OucrtanbHas MHTepCTULMANbHAA feneuusa XpoOMOCOMbI
13q: peneuunsa mexxpgy yyactkamm 13g21-q34

Y ntofen ¢ TakuM XPOMOCOMHbIM OTK/IOHEHMEM OTCYTCTBYET KOHLLeBas
(&mcTanbHanA) yacTb ANMHHOTO NaeYa O4HOM U3 Xpomocom 13 napel. Y Aogei
TO/IbKO C OZHOM TOYKOW Pa3pbiBa OTCYTCTBYET KOHLLEBAA YAaCTb XPOMOCOMbI
(cm. Bpowwtopy Unique «[eneuma Ha KOHLLE XpOMOCOMbl 13»). Ecau e B
XPOMOCOME eCTb HECKO/IbKO TOYEK pa3pbiBa, KOHLbI HA MeCTax pa3pbiBa MOTyT
COeAMHUTLCA, MPOMYCKan NpPM 3TOM CerMmeHT. B Takom cnyyae roBopAaTt ob
MHTEpCTULMANbHON Aeneunu.

B 3701 Bpolutope cobpaHa, M3BECTHAA Ha CEeroAHAWHUIA AeHb, MHGOPMaLUA O
N0AAX C NoTepelt XPOMOCOMHOIO MaTepuana Mexay ydactkamum
13g21/13922 1 13932/13934. B meauLMHCKOM MTepaType OTMeYaeTcs, 4To y
Noaen ¢ geneunent yyactka xpomocombl mexxay 13922 n 13932, npoasneHun
3a60neBaHMA 0ObIYHO MeHee BblpaKeHbl. 3afeprKKa pa3BUTUA HOCUT
YMEPEHHbIN XapaKTep, U Y HUX HET TAXKEe/NbIX MOPOKOB Pa3BUTUA OPraHoB,
OTMeYatoTCA BCe e Hebonbline 0cO6EeHHOCTH BHELWHEro Buaa: HU3Koe
pPacnonoXKeHue yLWHbIX PAaKOBUH, Kocornasue (ctpabusm) nan HeobblyHan
dopma H6oblIMX NanbLEB Ha pyKe. Tem He MeHee, Npu geneuum 6oabluero
KOZIMYEeCTBa XPOMOCOMHOIO MaTepurana y KoHLA XpOMOCOMbI KIMHMYECKan
KapTvHa MOXeT 6bITb coBcem MHOM (Brown 1993; Kotzot 1991; Onufer 1987;
Peet 1987).
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MeaunumMHCKan nnuTepaTypa NOMOraeT BbIABUTb OTIMUUTENbHbIE 0COBEHHOCTU NtoAel C aeneumen
13q, a AaHHble, NoNyYeHHble B pe3yabTaTe HabNoAEHMA B TEYEHNE KU3HU NO3BONIAIOT U3YYUTb
pa3BMTUE YesIoBEKA C Ae/eL et U NPOrHO3MPOBaTb BO3IMOXKHbIE HapyLleHus. [o3Tomy, NoOMUMO
MeANLMHCKON IMTepaTypbl, Mbl ONMPAIUCL HA AaHHble 0 17 ntoasax, 3aperncTpupoBaHHbIX B
opraHusaumu Unique. Bca nHdopmauma obHoBAAETCA Kaxabll rod. Y TpUHaLLATM YeNoBeK B
opraHusauun Unique HabntogaeTca geneuma 601bLIOro y4acTka Xxpomocombl oT 13922 go 13qg32.
Y yeTblpex yenosek B Unique BblABNEHA AeNeLma MEHbLLEro pa3mepa, BK/IYatoLLasn y4acTokK
13922, HO KAMHWYECKME NPOABAEHNA TAaKME XKe, KaK U Y OCTaIbHbIX.

B uccneposaHmm Unique npnHumatoT yyactme 10 gesoyek 1 7 manbumkos. B 2004 rogy cemb
cemelt 3aMoNHUAN NOAPOOHYIO aHKeTy.

OCHOBHble KNIUHNYecKkmne ocobeHHoCTU

KAnHMYeCcKasn KapTMHA MOXKET pas/inyaTtbcs. [lepeuncneHHble HUKe KIMHMYECKMe 0COBeHHOCTH
He HaboAA0TCA BCE OAHOBPEMEHHO. Y HEKOTOPbIX AeTel eCTb MLUb MaNoe KOMYECTBO
NpPOoSBAEHWUI, APYrMe MOTYT UMETb MHOMECTBO 0COBEHHOCTEN.

® Mep/ieHHbIN POCT B ympobe mamepu v HU3KUIA POCT U BEC NPU POXKAEHUN
® |ManeHbKadA ronosa

® 33epiKKa B pa3BUTMM

® TpyaHOCTW B 06yYeHMM (CTeNeHb MOXKET Pa3InyaThes)

®  [UNOTOHMUA — NMOHUMKEHHbIM MbILIEYHbIN TOHYC

® [ledeKTbl NabLeB HA PYKax U HOrax: OTCYTCTBYHOLLME UM KOPOTKME BobLluMe NasbLbl Ha
pYyKax, CpOCLUMECA Ma/ibLibl HA HOTAX; KOPOTKMIA, UCKPUBAEHHbIN MU3MHEL,

Apyrue xapaktepucTtuku

KnuHnyeckne ocobeHHOCTH, nepeumncierHHble HUXKe, TUNUYHBI /19 3TOr0 XPOMOCOMHOTO

3aboneBaHunA, NoaToMy, Korga Bawero pebeHka 6yayT o6cnenosaTth, Bpay CMOXKET Cpasy

BbIABUTb BO3MOXHble Npobnembl.

e Cayx

e TasobeapeHHble cycTaBbl

e HapyleHuns pa3BUTUA FOSIOBHOrO MO3ra

e 0651acTb NPOMENKHOCTU. AHaNbHOE OTBEPCTUE, PACMONOKEHHOE BIN3KO K reHUTannAM, Uan
He 0O6HapyKMBaeTcA. Y ManbuMKOB ANYKM MOTYT He OMYCTUTLCA B MOLLIOHKY, FeHUTa MM MOTYT
6bITb HELOPA3BUTBIMM UM MPOMEKYTOYHOTO TUNa. MHOTA@ MOLIOHKa MOXKeT BbITb
pacnonoeHa Haf, No0BbIM Y1€HOM

® AHaToMM4YecKoe cTpoeHue 1 QYHKLMA KUWeYyHMKa. BosamoxkHa 60s1e3Hb MMplunpyHra
(3aboneBaHue, CONPOBONKAAIOLLEECA TAMKENbIM 3aNOPOM)

e Cepaue: MOTyT pasBUTLCA KaK JIerkue, Tak U TaxKenble 3aboneBaHnA

® [na3a: 3puTeNbHbIN HEPB MOXKET BbITb HefoPa3BUT. Kpome Toro, MoxKeT HabatoaaTbea
KoNI060Ma pagyKKku (aedeKT pasyKHoM 060N0UKM, M3BECTHOM KaK «3aMOYHAA CKBAXKMHA»)

® POTOBaA NOMOCTb, B YaCTHOCTM BbICOKOE HeBO

e CkeseT, B YaCTHOCTU PYKM. [TOMMMO OTCyTCTBMA BOMBbLUMX NaNbLEB, XapaKTEPHO TaKKe
CpaLMBaHMe NACTHbIX KOCTEW YeTBepPTOro M NATOro nanbLes

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

1981; Carukashansky 1979).



BHewHOCTb

Y ntogeli ¢ peneumeint 13q HabnOAAIOTCA CXOXKME YePTbl AULA. ITU MPU3HAKM YACTO HACTO/IbKO
HEBbIPAXKEHHbIE, YTO MOTYT BbITb O4EBUAHBIMU ANA Bpaya, HO He Ana poguTenein. Cxoxue YepTbl
ML MOXKHO 0BHAPYKUTb, eCiv CpaBHUTL GOTOrpadum ABYX YENOBEK C MOXOKUM
XPOMOCOMHbIMU OTKNOHEHUAMMW. XapaKTePHbIM ABAAETCA pa3pes rN1as, C OnyLLeHHbIMMN
HapPYXHbIMU YrosIKaMu, U yBEIMYEHHBIM PACCTOAHUEM MENKAY BHYTPEHHUMMU. YILUHbIE PAaKOBUHbI
MOTYT BbITb KPYMHbIMM, HU3KOPACMNONOKEHHbIMW, OTKIOHEHHbIMU Ha3aa. MNepeHocnua f40BOALHO
LUMPOKasn, a BepxHue 3ybbl Bawwero pebeHKka MoryT BbICTynaTh Briepes, Kak TO/IbKO OHW HauMHaoT
pactu.

ManeHbKas ronosa

Kak npasuno, y geteit Hebonbluan ronoBa, HO 06bIYHO OHa NponopunoHanbHa Teny (Carnevale
1984; Brown 1993). OnbIT Unique NoKasbIBaeT, YTO pa3mep rosoBbl MOMKET MEHATLCA U He
COOTHOCMUTCA C YpPOBEHEM Pa3BuTUA. M3 cemn cemeit, TpU COOBLLMAM O TOM, YTO OKPYIKHOCTb
ron0Bbl Y UX AleTe MafeHbKas, a Y YeTbIpPex — roJ10Ba HOPMaabHOro pasmepa. B obeux rpynnax y
60/1bWMHCTBA AeTei bblna AnarHoCTMpoBaHa geneumsa 22932, Ho y oaHoro pebeHKka ¢
MasieHbKOW ro/10BOM Aeneums yqacTka q22, a y Apyroro ¢ HOpmasibHbIM Pa3mMepoM roNoBbl —
neneumsa q22q34. OgHa cemba (geneumsa q22q32) coobwimaa o peskom CHUMKEHUM pocTa
OKPY»KHOCTU F0/10Bbl B NEPBbIe WeCTb IET: NPU POXKAEHUMN OKPYKHOCTb r0/10Bbl pebeHka
HaxoAmMacb Ha YpoBHe 95 LLeHTUNS — 3HAYEHUE OKOJI0 BEPXHEN OTMETKMU Ha Anarpamme; K
OAHOMY roZly OHa ONYCTUNACh HUMKE NATOTO LEHTWUASA, a K LWeCTM rogam oHa bblia HUKe BTOPOro
LEHTWUNA — CaMbli HU3KMI NMOKa3aTeslb Ha Anarpamme. Y gBoUX B3POC/bIX C AAaHHOW Aeneunen,
3aperncTpupoBaHHbIX B Unique, ¢ Manol OKPYyXHOCTbIO r0/I0Bbl OTMEYasICA BbICOKMI YPOBEHb
GYHKLMOHUPOBAHMA, NPW 3TOM Y APYroro B3pOoc/ioro nauueHTa ¢ NponopLuoHabHbIM pa3mepom
roIOBbl UMEIOTCA CepbesHble TPYAHOCTU B 0ByYeHUu.

3agep)KKa BHYTPUYTPOBHOro pasBMMUTUA U Manblii POCT U BEC NPU POXKAEHUMU

Kak nokasbiBaeT onbIT Unique v Hay4Hble nybanKaLmm, 3a4epKKa BHYTPUYTPOOHOIO pa3BuTUA U
HW3KME MacCOBO-POCTOBbIE NOKA3aTeIM NPU POXKAEHUM ABNAIOTCA XapaKTepHbiMu. (Carnevale
1984). Bec mnageHues cpeam ydactHUKos Unique konebnetca B npeaenax ot 2 go 3
Kuaorpammos. Ho oamH pebeHok ¢ aeneumeit 13922932 pogunca secom 3880 rpamm (U).

3aaeprKKa TeMNoB POCTa U HU3KOPOCIOCTb

Temn pocTa y 60/IbLUIMHCTBA AeTel HU3KUIA, MO3TOMY HECMOTPA Ha cTabunbHble NpubaBKkM B pocTe
OHM OTCTAlOT OT BO3PACTHOM HOPMbI M OKOHYATE/IbHbIM POCT B3POCNOro He npesbiwaet 152
CaHTMMeTPOB. POCT 04HOro B3pOCNOro, 3aperncTpMpoBaHHoOro B opraHmsaumm Unique, — 137
CaHTUMETPOB.

Tem He meHee, onbIT Unique NoKasblBaeT, YTO HEKOTOPble AeTW BCE e A0CTUTaloT CpeHmX
noKasaTeneil OKOHYaTeIbHOTro pocTa. Y AeTew, 3aperncTpupoBaHHbIx B Unique, KoTopble
Habaaannch y sSHAOKPUHOAOrA, He Bbin BbifBAeH AedULUT ropMmoHa pocTa (U).

[OunHamurKa pocTa AeBoukM (geneuma q22g32) nokasana NoCTOAHHYI pasHUUy B 15 caHTUMeTpoB
MeXay ee poCTOM 1 CpefHMM POCTOM AEBOYKM ee Bo3pacTa: 64 cm B 12 mecaues, 86 cm B 4 roaa,
1mB6net, 1,2 mB 10 net, 1,45 m — OKOH4YaTeNbHaA OCTaHOBKa pocTa — B 14 ner.

[laHHble conocTaBMMbI CO CPEeAHUM POCTOM Ha BPUTAHCKOM CTaHAAPTHOM AETCKON Anarpamme
pocta: 101 cm B4 roaa, 1,15 m B 6 net, 1,38 m 8 10 net 1 1,59 m B 14 ner.

Tem He meHee, 3Ta MOZie/lb Me/1IEHHOTO, HO YCTOMYMBOIO POCTa He ABNAETCA eAMHON ANA BCeX
yneHos Unique.PocT Apyroin AeBOYKM NPU POXKAEHUM HaxoanAcA Ha ypoBHe 95 nepueHTnna. Ho K
roZly no NokasaTenAM pocTa OHa NepemMecTMIach B HUKHWUI Kopuaop, 10 nepueHTuab. Becb
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nepvog, AeTcTBa OHa 6bl1a MaNeHbKOM, HO B Mepuog, BbITAXKeHMA B NybepTaTe 4OCTUMNA POCTa
168 cm, BONpeKun NporHosam Bpayei. [lpyras AeBoyKa bblia cpegHero pocrta, Ho B Bo3pacTe
OKO/10 7 IeT Y HEEe HACTYMMW/IO MpeXKaeBpeMeHHOe No/I0BOe CO3peBaHne, M OHa Havana bbicTpo
pacTu. A ele oaHa AEBOYKa B NepBble ABa ro4a poc/ia o4eHb Me/1eHHO. 3aTem Temn ee pocTa
YCKOPU/CA, XOTA NOKa3aTeNn BCe PAaBHO BbiM HUXKE HOPMbI, A K YETbIPEM roAam Temn pocTa
Hopmanusosanca. K cemu rogam ee poct coctaensan 109 cm.

TpyAHOCTU NPU KOPMJIEHUM U 3aAepPrKKa B GU3MUECKOM Pa3BUTUM

Y MHoOrmx p,eTth C XPOMOCOMHbIMU OTKNOHEHUAMMU B Ha4Ya/ie BOSHUKAKOT TPYAHOCTU NpU
KOpMAaeHnn, n OHM megneHHo Ha6v1pa|0T Bec. Y Hux ocnabneH

cocaTtenbHbll pedeKc, a KoopANUHALMA COCAHMA U TNOTaHMSA “ Mua BCerga o4eHb
HapylwleHa. Ha NPaKTUKe 3TO O3Ha4YaeT, YTO KopmMmaeHune rpyabo Uan U3 mMaJsio esia, oOHa
6yTbI}'IOLIKVI MOXeT 3aHMMaTb A0 2 4acCoB, M ManblWn YacCTo 3acblinakoT npo6osana BCe, 4YTO en

MPAMO BO BPEMS KOPMJ/IEHUSA, He CbeB CBOK Hopmy. OnbIT Unique AaBanu, Ho cbedana
MOKa3bIBAET, YTO, HECMOTPSA HA TO, YTO XapaKTep TPYAHOCTEW npu HEMHOTO.

KOPMNEHUWN OAMHAKOB, OHM PA3/IMYAIOTCA NO CTEMEHU TAXKECTY. B 26 net Mus 6bi1a
BONbLWMHCTBO AeTel C yMepPEeHHbIMU HapyLEeHUAMMU KOPMATCA rpyabto  pocTom 145 cm 1 Becuna
[0CTAaTOYHO YCNELUHO, XOTb M MeA/IEHHO. Y HUX Y BCEX Y4acTo 52 Kr.

BO3HMKAIOT TPYAHOCTM C HABOPOM Beca, HO MM MOTYT BbITb Ha3HaYeHbl

BbICOKO3HepreTuyeckune, boratole BUTaMMHaMmM f06aBKM UK CMECK.

3aTem OHM MOTYT NepPexoanTb Ha TBEPAYHO NULLY, UCMbITbIBAA INLLb

He3HauuTeNbHble TPYAHOCTM C HOBbIM TUMOM MUTAHMA.

[eTtv c 6on1ee cepbe3HbIMU OTKIOHEHWUAMM HY}KAAIOTCA B MOMOLLM MPU KOPMAEHWUM. X KOPMAT,
UCnonb3ya IMB0 Ha3oracTpasbHyo, MBO racTPOCTOMMYECKYHO TPYBKY, HanpasaAsA MULLy NPsAmo B
}KenyaokK. [laHHoe BMellaTebCTBO ABAAETCA BPeMEHHOW Mepoit, MoKa Masibll He HabepeTca cun
M HEe HayymTCa ecTb camocToaTenbHo. B Unique 5 u3 17 geTeit Hy»AaMCb B racTPOCTOME, a 0AWNH
— B MOCTAHOBKE KaTeTepa B LEHTPas/IbHYO BEHY A1S NapeHTepasbHOro NUTaHus.

Mpu ractpoaszodareansHom pedatoKce NPOUCXOAMT 3a6POC MOJIOKA U KeNyL04HOTO COKa U3
JKenyZKa B MULLEBOA, YTO YacTO NPUBOAMUT K BOSHUKHOBEHUIO PBOTbI U PUCKY pa3BUTUA
acnMpaunoHHOM MHEBMOHUU. MPaBUIbHOTO MOIOXKEHWSA BO BPEMS 1 MOC/IE KOPMIEHUA U
MCMNONb30BaHMUA 3arycTuTeneil Moxet 6biTb 40CTaTOYHO, YTOBbI CNPaBUTLCA C PedHOKCOM, a
IEKapCTBEHHbIE MpenapaTtbl NOMOTYT MOHU3UTb KUCIOTHOCTb, ABAAIOLLYIOCS NPUYUHOW 6oan B
nuwesoge. OgHako 3 n3 17 manbiweit B Unique Hy:Kpanucb B GyHAONANKALMM — ONepaLmm, npu
KOTOPOW BEPXHAA YaCTb XKeyaKa 060paunBaeTca BOKPYr HUKHEro OTAeNa NULEeBoAa U
duKempyetca weamu. Mpu 3Tom oTBEPCTUE B ANadparme, Yepes KOTOPOe NPOXOAUT NULLEBOL,
cyKaeTcs.

Y HeKOTOPbIX AeTell HabNoAAITCA MEAULMHCKME NMPULUHDI “ Kappu 6bina
MeaneHHoro Habopa Beca. Mo HabnogeHnam Unique oayH pebeHok MaNeHbKOI M OYeHb
3HauMTeNbHO NPUBaBMA B Bece Nocsie onepaLun Ha cepaue, Apyroi — XYZOW ANs cBOEro
nocne yganeHua MMHAaNVH B 14 net, a TpeTuit — nocsie onepawyum no go3pacrta. Ho & 10 ner,
YCTPaHeHWI0 ManbGopMaLMmn rpyAHON KNETKN. nocse KoppeKLmMm
Cyas no Bcemy, TPYAHOCTM € HabOPOM Beca He CBA3aHbI C aedbopmaLLm rpyaHoM

KO/IMYEeCTBOM yTEPAHHOTO XPOMOCOMHOIO MaTepuana. Mcxoaa ns KNETKM, ee 340poBbe
’

onbita Unique, feTy ¢ He6oNbWMMK AeNeLUAMM Ha ydacTke 13922 YAYULIMAOCh, U OHa

CTa/IKMBAIOTCA C TEMU XKe Npobaemamu, 4TO M MasbIlWK C ropasao npubasuna B sece

60/1bWMMM NOTEPAMM Ha yyacTKe 13922 - 13g32 (V).



3anop
MccnepoBaHnA NoKasanu, YTo y HEKOTOPbIX AeTeli C MOSHOWM AW YaCTUYHOM noTepeit
XPOMOCOMHOr0o maTepuana Ha ydactke 1322 Habntogaerca 60ne3Hb MMpLINpyHra, Npu KOTOpoW
OTCYTCTBYIOT HEPBHbIE KNETKU, B HOPME KOHTpOAMpytoLme nepectanbTuky (Shanske 2001;
Bottani 1991). bonesHb MMpLUINpyHra xapakTepmnsyeTca TAXKebIMM 3aMopamMmu, NPU KOTOPbIX
HeobXxoAMMbI NPOMBbIBaHMA KMLIEYHMKA AN ONepaLMaA MO HaJI0XKEHWIO BPEMEHHOM CTOMbI, Yepes
KOTOpPYIO 6yAeT NPOUCXOANTL OMOPOXKHEHME KULLEYHWNKA, He 3aTparnBan NopaxeHHbIM y4acToK.
Mo3sgHee manbiwy byaeT HasHa4YeHa onepaLuma No yAaNeHWO MOPaXKEHHOIO y4acTKa U
COeAMHEHMIO 3[,0POBOM HYaCcTW KMLIEYHMKA C aHa/IbHbIM OTBEPCTUEM.

B Unique y 4 n3 17 cemeit UMetoTCA Kanobbl Ha TAXKE/ble MM XPOHUYECKME 3amopbl, HO HU Y KOFO
He 6blna gMarHocTMpoBaHa 601e3Hb MMPLINPYHTa U XMPYPruyeckoe BMELLIATeNbCTBO He
Tpebosanoch (U).

B 6 net Xeiinu ymena
npbiraTb Ha b6aTyTe,
6eraTb, Na1aBaThb (O4YeHb
XOpOLO), 1a3aTb U
KaTaTbCA Ha nowaau,
O/HaKO Y Hee BCe eLle
eCTb HEKOTopble
npobsembl ¢
KOOpAMHaumnen.

B 6 net Kappu Hayumnaco
e341Tb Ha TPEXKONIeCHOM
Besiocunese C HOXHbIMM
neTAsMM, HO 1U3-3a
NJ1I0X0ro paBHoBeCKA
HAy4UTbCA KaTaTbCA Ha
[BYXKOJIECHOM OHa TaK U
He cmorna.
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paBHoBecuem, Mue
notpeboBanocb o4eHb
MHOTO BPeMeHMU, 4TobbI
Hay4UTbCA €34MUTb Ha
Befocunese; HoO oHa
Ntobuna KataTbes Ha
nowaaax, YTo NOMorano
el nepaTtb paBHOBecKe.

CupeHue, nepBble Warv v ganbHeiiwee passutue
KaK npaBuao, Manbilwu, NycTb U C OTCTaBaHUEM, HO BCE }Ke
NPOXOAAT OCHOBHbIE 3Tanbl CBOEro passutusa. letu,
3aperucTpupoBaHHble B Unique, HAUMHAIOT cMAETb B CAaMOM
pa3Hom Bo3pacTe — ¢ 6 mecaueB (camblii paHHUIA CPOK) 1 Ao 24
mecsLeB (camblii No3aHKMiM). Mon3aTtb AeT 06bIYHO HauMHaloT C 8
mecaues a0 3 net, a xogutb — ¢ 15 mecaues o 3,5 net. Kak
npasu/o, Koraa AeTh BCTAlOT Ha HOMM, OTMEYAKOTCA CI0KHOCTU C
KOOpAMHaUMel 1 paBHOBECUEM, HO, TEM HE MEHEE, OHU
MeZNeHHO, HO BEPHO AenatoT ycrnexu. Mpobaembl ¢ paBHOBecHEM
B/IMALOT Ha CNOCOBHOCTb €34UTb Ha Benocuneae U KaTaTbCa Ha
fowagau.

HecmoTps Ha Hebonbluoe KomyecTBo HabatoaeHuin Unique,
MOHO NPeANoN0KUTb, YTO Hanboiee XxapaKTepHbIe NPU3HAKK
3a/leprKKM ByayT NpoABNATLCA Yy AeTel ¢ noTepet UMeHHO
Heb0/1bLWOro Ko/IMYecTBa XpPOMOCOMHOTO MaTepuanaa Ha yyacTke
13922, yem nNpu NoTepe maTepunana Ha bonee KPYMHOM y4yacTKe.
HaBbIKM KpynHO MOTOPUKK — CUAEHUNE, CTOAHME, Xoabba — moryT
pa3BMBaATLCA MeAIeHHE., KaK Y Manblluei ¢ aeneunent Ha
yyacTkax 13g22-13g32, HO HaBblKM MEIKO MOTOPUKM (NOBKOCTb)
MOryT pa3BMBaTbcA bbicTpee.

MNOTOHUA — CHUKEHME MbILLEYHOTO TOHYCa, A0BONBLHO
yacToe, HO He 06s3aTesibHOE MPoAB/IEeHME B NEPUOL,
HOBOPOMAEHHOCTU M paHHero aetcTea. OfHa cembs yTBepKAaNna,
4To y UX pebeHKa rMNoToHMA HUKOrAa He Habaganack, a apyrue
yeTblpe CeMbM He CYMUTAN 3TO Cepbe3HOM NPO6aeMOit.
besycnoBHO, y 04HMX AeTel gaHHaa npobaema 6onee BbipakeHa,
yem y Apyrux. Y HOBOPOKAEHHOTO TMNOTOHWUA MOXKET
NPOABAATLCA HACTONbKO APKO, YTO ByAET CYMTATLCA NEPBLIM
MPU3HaKOM CepPbe3HOro HapyLeHWs, 04HAKO ABE CEMbM
€o06Lanm, 4To CTaNKMBANUCh C AaHHOM NPO61eMOit TONBKO B

mnageHuyectse. O4HOM AeBOYKe, 3aperncTpmpoBaHHoi B Unique, B 3 roaa TpeboBanuch
NOAYLIKK, YTOBbI ONMPATLCA Ha HUX, KOTAA OHa CUAEeNa, a ABYM APYTUM AeTAM — NOAAEPKKA
noAplKek, 4Tobbl CTOATH.



O6yueHue

CornacHo megmuUMHCKOM uTepatype u onbiTy Unique, y getei ¢ geneumei 13q21-q34
BO3HMKAIOT HEKOTOPbIE TPYAHOCTM B 06yyeHUn. OQHAKO UX CTENEHb MOMKET CYLLLECTBEHHO
pasnuuatbea. Y ntogen, 3aperncTpupoBaHHbix B Unique, cteneHb TpyaHOCTel B 0byyeHnn
BapbMpyeTcA OT yMepeHHOoM Ao Taxenon. Y pebeHka c geneumeit 22932 Habntogaerca nerkas
CTeneHb 3a4,epKKN YMCTBEHHOTO pa3BuTuA. Ay apyroro pebeHka c aeneumeint 22934 Bo3HUKAOT
bonee cepbesHble NPOHAEMBI.

XeWnnm xoauT B 06bIYHYIO LLKOY CO CreumanbHo Nnoaaep»KKoi. B 3 roga oHa Havana
pu“coBaTh U Tenepb C YA0BONbCTBMEM PUCYET Nt0AEN, Noe3aa u CBOMX BOObpaskaemMbix Apy3ei.
Kpome TOro, K 3 rogam OoHa Hay4nnacb 4YNTaTb U Tenepb YNTAET KOMUKCbI U ra3eTbl, OTAaBasA
npegnoyteHuns 6onblie paktam, 4em BbiMbicam. OHa MULLET HeaKKypaTHO, 60bWMMM
6yKBamM, a ee 3HaHMA N0 MaTeMaTUKe COOTBETCTBYIOT NEPBOMY YPOBHIO BpUTaHCKOM y4ebHoM
nporpamMmsbl (COOTBETCTBEHHO BO3pacTy). Ee poauTenv roBopsaT, YTo y AeBOYKM HeBEpPOATHasdA
NamsaTb, a ee LeIeyCTPEMIEHHOCTb M I06OMbITCTBO MOMOratoT €/ Mo MaKCUMyMy
MCMoAb30BaTb CBOM cnocobHocTU. CTeneHb 3a4,ePKKN YMCTBEHHOTO Pa3BUTUSA Y HEe CYMTaeTcs
He3HauYnTeNbHOMN — 6 NeT.

[1)X0 3HaeT fOPOrKHbIe 3HAKM U 06LLenpUHATbIE 0603HAYEHUA U MOXKET HaNMCaTb CBOE UMSA C
MOMOLLbIO B3POC/IOr0. EMy HPaBUTCA YMTaTb KOMMKCbI, OH YME/O MOJIb3YETCA MbILLIKOM M
NOBUT CNyLwaTb ayAMOKHUMN Ha CBOEM KomnbtoTepe. OCOB6EeHHO Nerko 1 6bICTPo OH
pa3bupaeTca C TEM, YTO HY}KHO eMy ANs pas3siedeHnid. OH y3HaeT CBOM 4OM M MOMHUT
3HaKomble mecTa. Y [3ko rnybokas cTeneHb 3a1ePiKKM YMCTBEHHOIO passutus — 22 roga.

Kappu Hayana uutatb B 9 21T, HO NPU ITOM Y Hee BO3HMKaNWN onpeseneHHble TPYAHOCTH Co
3puTe/bHbIM BOCMpUATMEM. [Tncana oHa Bceraa ¢ TPYLOM, U A0 CUX Nop el TpebyeTcs MHOTo
BpemeHM, 4Tobbl YTO-TO HanmcaTb. Ho 8 10 sieT oHa Hay4Maacb No/b30BATLCA KOMMbIOTEPOM U
CTana UCcnonb3oBaTh KAaBuaTypy. Kappu npekpacHo 3anoMUHaEeT BCe, YTO CBA3AHO C
npeameTom ee yBneyeHuit — no 6onblueit YacTu 3to Guabmbl. Bo Bpems yyebbl B LWWKONE ee
OLLeHKM MO aHTNICKOMY Bbl/IM Bbille, YemM N0 MaTEMATUKE, a peyeBble HaBbIKM Pa3BUTHI
HaMHOTO Nyyllie, YeM HaBbIKM NWUCbMA. B cpeHel WKoe OHa yuniach B CneLmasbHOM Kaacce,
a K CBEPCTHUKAM NPUCOeAMHANACH TO/IbKO BO BPeMA 3aHATUI B 6ubanoTeke, ypokos 30 u
MHOrAa 3aHATUI GU3KYNLTYPOIA. [oKasaTesb ee UHTeNEKTa cocTaBaseT 70 6annos, a cTeneHb
TpyaHocTel B 06y4eHUM oLeHMBaeTCsA Kak ymepeHHas — 23 roa.

Mwusa Havana yMTaTh B Bo3pacTe 7 /ieT, U celtyac, byayum B3pOC/ION, YNTAET BCe, YTO CUMTAET
HeobxoAMMbIM. 5 1eT oHa yunnace B WKone um. Pygonbda LWTaliHepa 1 nucatb Havana
paHblUe, YeM YnuTaTb. M faxe ceiivac, HECMOTPA Ha TO, YTO ee NPOU3HOLIEHNE He NAeasbHoO,
OHa 6e3 Tpyaa HabupaeT TeKcToBble COObLEHNA. Y Hee XOpoLLan [0AroBpeMeHHasa NamaATb, a
AN1A 3aN0HeHNA NpobesoB KPaTKOBPEMEHHOM NaMATM OHa UCMO/b3YeT exxeaHeBHUK. Cnabble
mecta Mumn — matemaTtnka n GUHaAHChI, HO aHIIMACKMM A3bIKOM OHa B/IafleeT TaK Xe X0poLuUo,
KaK 1 CBOMM pOAHbIM AaTCKUM. U3 wkonbl um. Pyponbda LLTaiHepa oHa nepeluia B MECTHYIO
obuweobpasoBaTesibHyt0, rae npoyunnack 2 roga. Notom ewe 2 roga Mua npoxoguna
cneumanbHoe obydeHune, Npexae Yem NocTynuTb B WKONY-NAaHCUOH, rae B TeyeHne 18
MecsLeB OHa obyvanacb HaBblkaM BeAEHUA AOMALLIHErO X03AMCTBa (roTOBKe, YOOpKe, CTUPKe).
TpygHocTv B 06y4eHnn y Mum oLeHMBaoTCA Kak yMepeHHble — 26 neT.

O *Kn3HU Mnn MOXKHO NOYNTaTb Ha cTpaHuuax 13-15.

Peub u A3bIK
MouTn y Bcex geten-uneHoB Unique Habntoganack 3a4eprKKa pa3BuUTMA peyn, Ho MHOTME,
nos3pocnes, pa3Bnan pevyesble HaBblKU, @ HEKOTOPbIE AaXe MOryT NO/IHOUEHHO 06IJ.I,aTbCﬂ. Y
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HeKoTOopbIX AeTei Npobaembl CO CNYXOM, NO3TOMY MHOTUE 0 TOro, Kak Ha4yaTb FOBOPUTD,
obuatoTca Ha Asbike ecToB. OBbIYHO AeTU NPOU3HOCAT NepBble C1I0Ba B Bo3pacTe 4-5 neT, HO
HEKOTOPble He pa3roBapuBatoT BNAOTb A0 8 neT. [ioe 13 15 aetelt He pa3rosapusanu B 9 neT, u
1 pebeHOK MOr roBOpUTb, HO HeveTKo. OAWH U3 AeTel B Bo3pacTe 5 neT ¢ HeboblLOW Aeneuneit
yyacTtka 13g22 Bce NoHMMan B COOTBETCTBMM C BO3PACTOM, HO peyb NpeAcTaBneHa AnLlb
OTAe/IbHbIMM CN0BaMU.

® Peyb pa3BMBanacb MeANEHHO, NOITOMY A5 YCKOPEHUA NPoLEecca KOMMYHUKaLMK 6bin
HeobX0AMM fA3bIK ecCToB. YCTaHOBNEHNE 3PUTE/IbHOMO KOHTaKTa 3aHAN0 HEKOTOPOe Bpems.

® Peyb 6biN1a HEMNOHATHOM, @ HEKOTOPbIE 3BYKM NPOM3HOCUMAMCL HENPABUIbLHO. Y 3TOro pebeHka
TYroyXocCTb.

® Koraa oHa 6bl1a ManeHbKoM, TO NpY pa3roBope ee AbixaHue cbMBanoch, U, yTOMUBLUUCH, OHA
MCNONb30BaNa XecCTbl.

® |1 xoTA OHa ynoTpebasia A/IMHHbIE U CIOXHbIE NPEeAJ/IONKEHUA U TOBOPWUIA YETKO, OHa He
NMOHUMaNa LWYTKN UM KaKkne-1nbo BbICKa3blBaHWA, B KOTOPbIX 6bia CKPbITbIA CMbIC/.

Mpobnembl co 3g0poBbEM
CornacHo MeauMLUMHCKUM UCCNefoBaHUAM Yy HONbLIMHCTBA N0AEN C MHTEPCTULMANbHON
neneumen xpomocombl 13, B KOTOPYHO BXOAAT XPOMOCOMbI MEXAY y4acTKamu q22 u q32, HeT
cepbesHbIX Npobiem co 340POBbEM, YTO NOATBEPXKAAET onbIT Unique (Brown 1993; Unique).
Camble pacnpocTpaHeHHble Npobaembl CO 340P0BbEM, KOTOPbIE UCMbITbIBAAM YneHbl Unique, —
3TO HapyLeHue abixaHua (5/17), npobaembl C NOYKaMM U MOYEBLIBOAAMMM NyTamM (4/17),
BbIBMX UM MOABLIBMX 6eapa M 13bbIToUHAA MOABUMKHOCTb B APYruX cycTasax (3/17),
aedbopmauma cTon uam KkoconanocTb (3/17), ckonnos (3/17), npexaespeMeHHOe NoioBoe
cospesaHue (3/17).

HapyweHue apixaHusa
MnageHubl CTPafann MHOXKeCcTBOM 3a60/1eBaHMI AbIXaTe/IbHbIX NyTeM, BKAOYanA YacTble
MHOEKLMK, KOTOPbIE BblIM BbI3BaHbI, MW e Y4acTo ycyrybasmch acnmpaunein mosoka. [soe
MIAAEHLEB HY}KAANNCh B TPAXeOCTOMUN — BBeAeHWNe TPYOKM B AblxaTe/ibHOE rop/o Ans
ocyLecTeneHmsa cBoboaAHOro NPOABUNKEHNA BO3ayXa U Kucnopoda. OaHa AeBoYKa poamnach ¢
BOPOHKOOBPa3Ho aepopmaLmeit rpyaHON KNeTku. Takoe CuibHOe UCKPUBAEHWE HE MO3BOA0
JIETKMM PacTU U NOSHOLEHHO pacnpaenaTtbes. [lo 10 neT, noka aepopmaums rpyaHON KAETKU He
6bl71a UCNpaB/ieHa, OHa CTPaAasia OT YacTbIX PECMMPATOPHbIX MHEKUMIA. U Ha cerogHALWHMI AeHb
ee Nlerkme Bce elle MaleHbKOoro pasmepa, No3ToMy BO BpemMs XoAbbbl BO3HMKAET oAbllwKa. Kak
TO/IbKO Y AeTel yAyyLlaeTca KoopANHALMA F0TaHUA, PUCK NONaAaHNA MOJIOKA B AblXaTe/bHble
MYTW CHUMKAETCA, U Pa3BUTUE acNMPALMOHHOW MHEBMOHMMN MaNoBEPOATHO. EAMHCTBEHHbIM
yneHom Unique,chopmmnpPOBaBLIMM XPOHUYecKoe 3aboieBaHme AplXaTeIbHON CUCTEMBI K
noapPOCTKOBOMY BO3pacTy, bbina AeBoYKa C BOPOHKOOBpa3HoMi aedopmaLment rpyaHoN KNeTky .

Mpobnembl c NOYKAMU U MOYEBbIAENUTENbHOI CUCTEMON
YeTBEPO ManbilLen poananNCh C MATONOTUEN NOYEK, MO0 Bbln NogBePKEHbI YAaCTbIM
MHd)EKLI,MﬂM Mo4YeBbIX nyTef;L N oaHoro pe6eHKa OANH MOYETOYHUK 6bin Henpasu/bHO
PacnonoKeH, y APYroro HapyLleH OTTOK. [pyroi pebeHok poauacs ¢ o4HOM NOYKOM, a eLe oanH
c 3 net CTpadan 4aCTbiIMMU Mmo4YeBbIMU VIHd)eKLI,VIHMM, KOTOpble, 0AHAKO, He NnpuBoAUNNU K
Ccepbe3HbiM nocnencreBnAmM.

BbiBMX 6eapa U runepmobuNAbHOCTb CYCTaBOB
Tpu LeBOYKM, 3aperucTpupoBaHHble B Unique, poamnunch ¢ BbiBuxom beapa. [JBym M3 HUX HyXKHa
bblna onepauua, HoO B HaCTOﬂLIJ,I/II‘/'I MOMEHT HapylweHnAa ABnXeHnA B CyCTaBaX HeT. ,El,eBqua,
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KOTOpOW B M1aZileHYecTBe He NoHagobuaack onepauums, Ha AaHHbI MOMEHT y»Ke B3pocaasn 1
MCNbITbIBAET LOCTAaTOMHO CU/IbHYIO 6OAb B CBA3M C TMNepMOBUNbHOCTbLIO CYyCTaBOB.

Koconanoctb u gpyrasa gepopmauma cron
Y Tpex masnbilei ¢ poxaeHus 6biam 4edopmMmMpoBaHbI CTOMbI, HO HA O4HOMY U3 HUX He
noHazfobunacb onepauus.

Ckonunos
Y Tpex gesoyeKk Habno4anocb UCKPUBIEHME MO3BOHOYHMKA, Y ABYX U3 HUX B erkoi popme,
KOTOpPOE yAaN0Cb CKOPPEKTUPOBATL C MOMOLLLbIO GU3MYECKOW Tepanuu 1 ynpaxHeHuit. CKoanos y
TpeTbell AeBOUYKM Pa3BM/ICA B pe3yibTaTe aHOMa MM CTPOEHUA ABYX MO3BOHKOB, MO3TOMY OHa
HOCUT KOPCET, YTOBbl yMEHbLUNTb UCKPUBAEHME, U el MOXKET NoHaAobuTbCA onepauus.

HPE)KAEBPEMEHHOE nosnosoe co3peBaHune
B TO Bpema KaK No/sioBoe Co3peBaHMe NMPOUCX0LMI0 CBOEBPEMEHHO Y TPEX B3POC/bIX, Y TPEX
MNAALLNX AEBOYEK BbINN NPU3HAKM NPEXAEBPEMEHHOro NOJOBOMO Pa3BUTUA. Y O4HON B
BO3pacTe 7 MecsLeB Haya0Cb OBO/IOCEHUE, A Y APYroM yxe K 7 rogam NosBUANCH BCE MPU3HAKK
Hayana No0BOro CO3pPeBaHUA, U ANA NPEKPaALLEHUA BbIPabOTKM 3CTpOreHa AMYHUKaMMN pebeHKy
nponucanm NekapcTBeHHble Npenaparbl.

AHOreHuTanbHble aHOMannun
Mo AaHHbIM A4BYX CEMeW U3 7 OMPOLUEHHbIX, CMELLLEHME aHyca, T.e. CAINWKOM 6anskoe
pacnono)eHue aHabHOro OTBEPCTMA K MOI0BbIM OpraHam, ABAAETCA XapaKTePHOM
0COB6EeHHOCTbIO AaHHOW XPOMOCOMHOM aeneumn (Brown 1993).
AHOMaNUM NOAOBbIX OPraHOB, XapaKTePHbIe 4A 3TOro TUNa geneunu, 6biamn 3adprKCUpoBaHbl
Nvwb y ogHoro pebeHKa B Unique: yaBoeHne Bnaranunwa (Gershoni-Baruch 1996).

3aboneBaHua cepaua
3aboneBaHMeMm cepaua cTpagan nb O4MH YETOBEK, 3apPerucTpmMpoBaHHbIn B Unique. CornacHo
LAHHBIM MEANUMHCKUX UCCNefoBaHMA, 3aboneBaHmA cepaua HabagaamMcb y Manoro
Konuyectsa Aeteld. Takune 3abonesaHuna BKtoYatoT B ceba TeTpagy Panno c aeneumeit okyca
13g21.2932, OTKpbITbI apTepUanbHblit TPOTOK U AedeKT mexnpeacepaHon Neperopoakm ¢
neneumein nokyca 13922q34. Tetpaga Panno npeacrasnseT cobolt CNOKHbIA NOPOK cepaLa, Nnpu
KOTOPOM KO/IMYECTBO KPOBMW, MOCTyNatoLLee B NETKNE, COKPaLLAETCA U KPOoBb, 06egHeHHan
KMCNOpOAOM, MOCTYNaeT B aOPTy, BCEACTBME Yero Koxa pebeHka npnobpertaet ronyboit
OTTEeHOK. OTKpbITbIM apTepuasbHbIii MPOTOK — MPOTOK B CEPALLE, KOTOPbI ABAAETCA YacTbio
CTPYKTYpbI cepaua y ambpuoHa. MpoToK MOXKET 3aKpbITbCA CAMOCTOATENIbHO CO BpemeHeM, Nnbo
xupyprudeckum nytem. MMM (aedeKT mexnpencepaHoN NeperopoaKn) — 3To oTBEPCTUE
MeXay BEPXHMMM Kamepamu cepaua (Brown 1993).

Huke nepeuncneHbl Npobaembl CO 340POBbEM, KOTOPbIE YITOMUHAIOTCA B MeAULMHCKOM
NMTepaType, HO He 3adUKCMpoBaHbl y YneHos Unique:

aHOMaNIUM PA3BUTUA KMLIEYHUKA, TAKME KaK CY)KEHME KULWKM U ManbpoTauma KuwedHuka (Khong,
1994; Brown 1993);

NOPOKM pa3BuUTUA rosoBHOro mo3sra (Towfighi 1987);

HapyLleHus cermeHTauun nerkux (Brown 1993);

nedeKTbl HepsHOW TPy6KK (Luo 2000);

nobaBoyHas ceneseHka (Khong 1994);

CpalyMBaHMe NO3BOHKOB, MAx0Bas rpblXka, CyA0POXKHbIN cMHApom (Lamont 1989)

Cnyx
HapyweHue cnyxa moKeT 6bITb cepbe3HbIM NOBOAOM AN 6eCnOKONCTBA, a TaKKe CTaTb
NPUYMHOM 3a4eP*KKN pPa3BuTMA peun. Y 7 us 15 aetelt, 3apeructpmpoBaHHbix B Unique,
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HabNtoAaeTca CTOMKOE CHUMKEHME CyXa OAHOCTOpPOHHee Mbo ABycTopoHHee. Ele y 3 BbIABNEHO
HenoCTOAHHOE CHUMKEHME CIYXa, BbI3BAHHOE CEPHbIMM NPOBKaMM MU YacTbIMU UHOEKLUAMM
cpeaHero yxa. O4MH M3 poanTeneil OTMETU, YTO MOCKOJIbKY ero Ao4b — 04eHb CNOKOMHbIN
pebeHOoK, OHa He Maakana npu oTuTax. EM notpebosanochk TpM onepawmm no BOCCTaHOBIEHMIO
6apabaHHOI nepenoHKK. OauH pebeHOoK yunacs B WKoae ana cnabocabiwawmx (U). B
MeAMNLMHCKON nnTepaType NogpobHO ONMCbIBAETCA CUMNTOM HapyLUEHUA CayXa, U ero
NosiBIEHNE CBA3AHO C OTCYTCTBMEM reHOB, HE0BXOAMMbIX 417 HOPMabHOro PasBUTUA
BHyTpeHHero yxa (Shanske 2001; Van Camp 1995; Roland 1989).

3peHune

Y 60/1bWOro KOANYECTBA AeTel, 3aperncTpupoBaHHbix B Unique, cepbesHble HapyLLUeHNA 3peHus.
Y Tpoux getei Kosoboma — 4YaCTUYHbIN AedeKT CTPYKTYpPbI r1a3a, BeAyLmi K HapyLweHWo
3peHusn. Y yeTBepToro pebeHka aedeKT, pafyKKu, YTobbl COXPaHUTL 3peHne, eMy noTpeboBanacb
onepayus. Ewe y Tpomx Kocornasue (ctpabusm) B LOCTAaTOUYHO TAXKENOW CTENEHM, YTO TpebyeT
XMPYPruyeckoro BMeLaTeIbCTea. B meanUMHCKOW MTepaType Konoboma paslyKKu, Kak 1
Heaopa3BMTUE 3PUTE/IbHOTO HEPBA, TaK}Ke accoLMmnpoBaHbl ¢ aeneumnein 13q22q32. Cyuwiectsyet
npeanoNoKeHWe YTO 3TO CBA3AHO C TEM, YTO FEH WM FreHbl, OTBEYatoLMe 32 HOPpMasibHOe
passuTue rnasa, genetnposabl (Shanske 2001; Khong 1994; Nichols 1979).

MosepeHue

OnbIT Unique NoKasbIBaeT, YTO AETH, KaK NPaBW/IO, CHACT/IMBbI U J06POAYLLIHbI, U HEKOTOPbIE
TAKMMM XKe 1 OCTAIOTCA C BO3pacToM. Tem He MmeHee, y 60NbLIOro KoMyecTBa AeTeil noseaeHne
MEHSAETCA, YTO NPEACTaBAAET CIOKHOCTM ANA poautenei n Tpebyer pekomeHAaumMn 3KCNepTos.
[eTn moryT KycaTb cebs UM NPOABAATL arpeccuio B Cly4Yae CpbiBa UM Kak CNocob 3aluTbl: OHK
MOTYT KyCcaTbCA, ApaTbCA, AepraTb 3a BosocCkl. [1a pebeHKa, 3apernctpuposanHblie B Unique,
TMNEepPaKTUBHbI, @ OAWMH B3POC/bIN NPOXOAMUT NPOBHBIN Kypc nedeHuns (metundeHnaat — PUtanmH)
C NepemeHHbIM ycnexom. Y YeTblpex y4acTHUKOB PacCcTPOMCTBO ayTUCTUYECKOTO CeKTpa, XoTa
TO/IbKO O4HOMY B3POC/IOMY NOCTaBUAN ODULMANbHBIM ANArHO3 PacCTPOMCTBA ayTUCTUYECKOTO
cnekTpa. Ero mama gaet mygpble coBeTbl Apyrum poauTtenam: Mpr3HakM ayTM3ma yMeHbLIaloTCA,
€C/u CNef0BaTh HEKOTOPbIM MPaBMaam, KOTopble Mbl paspaboTanu ana ceba: YeTKUi,
nocnenoBaTesbHbIi, CTPOrUA NOAX0A, K pebeHKy; pebeHKa Heobxo4MMOo XBanUTb, ECIN OH BeaeT
cebs xopowo. OgHOMY B3pPOCIOMY, MTOMUMO ayTU3Ma, NOCTAaBUAN AMarHO3 06ceccuBHO-
KOMMY/IbCUBHOTO PAcCTPOWCTBA M HapyLLeHWe HacTpoeHus (U).

B meaumLUMHCKOW nTepaType o4eHb Mano nHbopmaLmm o nosegeHnn. Mexay Tem y manbumKa ¢
Hebo/bWoW geneumen mexay yyactkamum 13932 1 13933 oTmeyatoTca ayTM3m U arpeccus, Kak K
cebe, TaK U K gpyrum nogam (Bottani 1991).

CoH

BONbLIMHCTBO poauTenen yTBEPKAAIOT, UTO UX [LeTU XOPOLLO CMAT, HO eCTb UCKAOYeHUA. PaHHee
npobyxaeHne n HouHoe 60APCTBOBAHME MOMKHO KOHTPOIMPOBATL TONbKO MPU NOMOLLM
NleKapcTB, BE CEMbM COOBLLAIOT O TOM, YTO, MO UX MHEHMIO, 3TO HapyLuaeT paboTty
610N0rMYECKMX YacoB ux geTeil. Mama OZHOM B3POC/ON Y4aCTHULLbI OPraHM3aLLMm COobLLaeT, YTo
y ee floyepu NpoL0/IKUTENbHBIN (36-4acOBOI) CYTOUHBIN (LMPKAAHbIN) PUTM, U 3TO
NoATBEPKAAIOT pe3ynbTaTbl UcciefoBaHusA cHa (U).

CaMoCTOATENIbHOCTb?

M3 Tpex 4enoBeK C XPOMOCOMHbIM OTK/IOHEHMEM B Bo3pacTe oT 22 Ao 25 ner,
3aperncTpupoBaHHbIx B Unique, 0a1H WA CO CBOE MaMol, BTOPOI — CAaMOCTOATE/NbHO B
cobCcTBEHHOW KBApTUPE, a TPETUIA — B FPYNMNOBOM LOME MOA, KPYr/10CYTOYHbIM MPUCMOTPOM
onekyHa. OguH 13 HUX noceLLan y4yebHble ceMuHapbl B chepe CKyccTBa U MHOOPMATHKK, a
Apyroit pabotan NoHbIN pabounii geHb, 06yyascb Ha NOMOLLHMKA Wwed-nosapa. HM 0AWH U3 HUX
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He BOAMT MaLUMHY, HO ABOE CAMOCTOATE/IbHO MO/b3YOTCA 06LL,ECTBEHHbIM TPpaHcnopToM. Mm
BCEM OKa3blBa/M MOMOLLb B 061acTV GUHAHCOB.

[eByLlKa, }KMBYLLAA C POAUTENAMM, NPOBOAMNA BPEMA C CEMbEN, €413, CNasia 1 cmoTpena
Tenesn3op. YYacTHUK, }KMBYLLMI B rpynnoBom AOoMe, B CBO60AHOE Bpems Mo/ib30Basca
KOMMbIOTEPOM U KaTa/ics Ha Benocunese. EMy HpaBuaoch pagoBaTb CBOMX OMNEKYHOB, U OH
pafoBanca, Koraa y ero cocegent Bce B nopsaake. Y AeBYLLKK, 3KUBYLLEN B CBOEI KBapTMpe, Gbiia
06bI4HanA }KM3Hb — ABAXKAbI B HEAe0 OHa nocewana GuUTHeC-KNy6, yBneKanach BbllUMBAHUEM
KPECcTMKOM M MPOCMOTPOM TenieBMn30pa. B npowaom y Hee 6bi1 MONOAO YEN0BEK, 33 KOTOPOro
OHa XOTes1a BbIMTM 3aMy3, HO OHa eLle He yBepeHa, XOUeT I UMETb AeTeN.

B yuem ocobeHHOCTb AETEFI C 3TUM XPOMOCOMHbIM OTK/JIOHEHnem?

BoT, 4TO rOBOPAT poauTenu:

6y Xeiinu HEBepoATHasA NaMATb, U OHA OYEHb XOPOLLO YMTaAET. B ee WKoNe Bce NOCTOAHHO
yansnatotca. OHa YMTaeT HAMHOTO /lyydlle CBOMX CBEPCTHUKOB — Xelau, 6 net

% N3x0 nomor Ham noHATb «ocoboex» noseseHue. Ero 6ecnpucTpacTHoe yyacTue B Halel KU3HU
6b1710 ocobeHHbIM — [0, 22 roga

6 Kappu moKeT BbITb 04EeHb HEXHOM 1 apTUCTUYHOM — Kappu, 23 roga

“ Mol pagyemca 3a Muto Kaskablit pas, Korga y Hee nosly4aeTcsa YTo-To HOBOE, M Mbl Bceraa
CTAapaeMCA *UTb KaK «0bbl4HaA» ceMbA. OHa TaKkaa MUaA, YTo 04U K HeR nerko
NPVBA3bIBAIOTCA, M OHA TOYHO 3HAET, YTO CKA3aTb U YTO cAeNaTb, YTOObl OHU CAENanU Tak, Kak
xo4eT oHa. OHa 3HaeT, YTO OHa He TaKas KakK BCe, HO rOTOBA NOCTOATb 3a cebA 1 ceiyac y Hee Bce
xopowo — Mwus, 26 net

Mone3Ho KM 3HaTb O TOUHOM MecTe pa3pbiBa B Xpomocome?

ToyHoEe onpeseneHve TOUKM pa3pbiBa B XPOMOCOME MO3BONAET ONPEAEUTb HaIMYNE UK
OTCYTCTBME BAXKHbIX FEHOB. HO HACKO/IbKO 3TO MOXKET MOMOYb — HE ACHO. TEM He MeHee, Ha
HeKOoTOopbIX y4acTKax 13q, KaKk U3BECTHO, HAXOAATCA reHbl KOHKPETHbLIX 3a60NeBaHUA.
13022.1g22.3 reH (reH peuentopa sHAoTeanHa B Tuna — EDNRB), cBA3aHHbii ¢ 601€3Hbio
MpwnpyHra, Haxoautca B cermeHTe 13922 (Shanske 2001; Sparkes 1984; Lamont 1989; Kiss &
Osztovics 1989). BonesHb MMpLINpyHra Takke cBAsaHa ¢ aeneumert 13g33 (Bottani 1991).
CocefiHue reHbl, OTBeYaloLMe 3a HOpMasbHoe
pa3BUTME BHYTPEHHErO yXa U rnasa, MoryT
HaxoanTbea B cermeHTe 13922 (Shanske 2001).
1332 Mesxay yuyactkamm D135136 1 D135147
BbifiBNeHa Heb6obluas KpuTHUYeckas o6aacTb
pasmepom okosio 1M6 (Brown, 1995, 1998).
XapaKTepHble MOPOKM pa3BUTUA: fedeKTbl NepBoro
nanbLa PyKn U/Uam CTomMbl U pasnnyHble
aHOreHWUTaNbHble HapyLleHUs.

[eneuus ogHol Konuu reHa ZIC2 B KpUTUYECKOM
06.1acTH, BbI3blBAET roN0NpoaHLedanuio, Yto
NPUBOANT K HEMOSIHOMY Pa3ZeNeHunIo roI0OBHOTO
MO3ra Ha ABa nojywapus. XapakTepHbl MOPOKM
pa3BWTMSA rNas, Hoca M BepxHei rybbl .
(Carukashansky 1979; Juberg 1984; Brown, 1993,

“ Emy HpaBsaTcA BCe BUABI TPaHCMopTal —
deneuns 13q22q34
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1995, 1998; Kuhnle 2000).

13g33.2 1 1334 Ectb gaHHble, YTO CYLLECTBYET KPUTUYECKMIA PEFMOH A/18 MOPOKOB Pa3BUTUA
HepBHOM TPpy6KM (Luo 2000).
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Y Muu peneuma mexxay y4actkamm 13922 n 13g32. B 2004 roay, B Bo3pacre
26 neT, OHa Hanucana pacckas 0 CBOEeW }KU3HU anAa MHPOPMaLUOHHOM
6powtopbl Unique. BoT OH.

OAVH OeHb U3 MOoel }KU3HU

asmop. Musa [IxcoaHceH, [aHusA
MeHsa 30ByT Mus, mHe 26 neT, a B ¢eBpane 2004 roga A OTMETU/IA NepPBbIi rog,
NPOXKMBaHWUSA B CBOEIM COBCTBEHHOM KBapTUpe. fl }K1BY B TOM }Ke ropoje, B
KOTOPOM 5t U poaunnacb, Bcero B 30 MMHyTax Xo4bbbl OT 4OMa MOUX poauTeNeN.
Ho 5 3uBy B LLeHTpe ropoaa, Tam, rae HaxoAAaTCsA BCe MarasuHbl. A elle pagom
€CTb *Ke/Ie3HO40POXKHAA CTaHUMA. ITO OYEeHb YA06HO, 0COBEHHO MO YyTPam: y MeHSA
HeT Npobsiem ¢ Tem, YTODObI AoexaTb 40 PaboTbl. Y MeHs A0Ma eCTb YIOTHAA KyXHS,
BaHHas KOMHaATa, CMa/ibHA, CTO/I0BasA, rOCTUHasA U 6a/IKOH — KBapTMpPa COBEPLUEHHO
HOBas, U BCe HbINI0 rOTOBO K Nepees3ay eLle B NPOoL/Iom roay. fl c nepBoro gHs
noatobuna CBOK KBApTUPY, U MOU POAUTENIN AaXKe MHOTAA OOUKAIOTCS, YTO A He
YyacTo 6bIBato Y HUX.
[nAa Havana A paccKkaxky Bam O NoHeAe/ibHUKe. ByAnnbHUK 3BOHUT B 6 yTpa, U A
Cpa3y nay Ha KyxH0, YTobbl NOCTaBUTb YalHMK. 3aTEM A UAY B BaHHYIO U BbICTPO
npuHMMmato ayuw. MNocne Aywa A HakpbIBako Ha CTOA, FOTOBJIHO TOCTbI MW XN10MbSA C
MOJIOKOM. 0 yTpam A caylal pagamo, Tak Kak Tam Bceraa coobLuatoT o BCex
3aJeprKKax M oTMeHax noesgos. Ecam noesa He MAET, A MOry nNoexaTtb Ha paboTy
Ha aBTObYCe. Y MeHs yXxoauT NpMMePHO Yac, YTobbl cobpaTtbca Ha paboTy. A unwy
3y6bl Noc/ie 3aBTpaKa, NOTOMY YTO HEHaBMXKY, KOrAa BKyC 3y6HOM nacTbl
nepebuBaeT BKyC Yaf.
Al paboTato nomowHULUEe nosapa B Kade. OHO HaxoAWUTCA NOCPean eca — 3T0
YIOTHOE CTapoe 34aHuEe C COIOMEHHOM Kpbllen. PaHblie 3To bblia cTapas
BOAAHAA MesibHUUA. B Hawem Kade UCnosb3yoTcs TOIbKO 3KO/0rMYECKOoe Cbipbe,
W BCE, YTO Mbl NPOAAEM, CAENAHO TYT e — HET HUKaKuxX nonydabpukaTos! A
paboTalo 34ech yxKe ABa roga v BbiMoHANA CamMyto pasHyto paboTy. fl pabotana c
BbINEYKOM, 0BOLLAMU, MACOM, PbiBOW, a TaKKe paboTana ybopumuen. Ceityac a
paboTato ¢ KNMeHTamu. MHe oYeHb HPaBUTCA 3TUM 3aHUMATbCA, HO MHE HYXHO,
4yTObbI KTO-TO MOMOTra/l MHE C Kaccow, 4Tobbl A He owmnbnack, Koraa gato caady. A
[YMalo, UYTO y3Ke rotosa paboTaTb Ha «HacToAllel» paboTe, U A OYeHb HaaeCh,
YTO HaMAy YTO-HMOYAb NOBANKE K AOMY, MOTOMY YTO A CU/IbHO YCTato, Koraa
MPUXOXKY AOMOM BEYEPOM.
A elle, B NOHEAENbHUK i CHUMAIO HYXKHYIO MHE CYMMY AEHer U nay B marasuH.
Mowu poauTenn NoOMorin MHe 3aK1H4YMTb AOrOBOP C 6AHKOM: TeMepb Kaxayr
HeAeNto Ha MO0 KapTy NepeyncnseTcs onpeaenieHHaa cymma, Ytobbl s cy4ainHo
He notpaTtuna 6onblue. Ecin MmHe Hy»KHO 6onblLue AeHer, UM 8 3anMcaHa K
CTOMATOJI0TY U/ K MAaPUKMaXxepy, A TOBOPIO POAUTENSAM, @ OHM COObLLAOT BaHKy,
yTobbI MHE Nepesenn bonblue aeHer. Bce 3To A4 TOro, UTobbLI A He TpaTUAa
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OEHbIM HA KHEHYXKHbIe» Beln, 1 3To paboTaeT! B 3TOM roay A C3KOHOMMANA
[OCTaTOYHO, eLLe HEMHOIO M A CMOTY KynuTb KomnbloTep. Bce Mmou cueTa (nnaTa 3a
KBApPTUPY, INIEKTPUYECTBO, KabenbHoe TeneBuaeHne, TenedoH) oniaunBaroTCca ¢
APYroro cyeTa, KOTOPbIN Yy MeHA ecTb B baHKe.

Kaxkabll BTOPOW NOHeAENbHUK A XOXKY K GU3MUEeCKOoMY TepanesTy, MOTOMY YTO Y
MeHs npobsiembl co cnuHoM. 18 Moel KOHPUPMALMM Mama CLUMAA MHE NAaTbe,
TOrAa Mbl Y3HA/IW, YTO Y MEHA HEPOBHAsA CMMHA. Y MeHA CKONO3, U, ecnun a byay
NPOXOAMUTL 3TU NPOLEAYPbI, TO ONepaLLmUa MHe He NoHaaobutca. Chasa bory! Beab
Y MEHS 1 TaK 6bl/10 A4OCTAaTOYHO onepaLmii M3-3a Nnpobaem co ciyxom. Ha camom
Aene BCero HecCKoNbKo!

A1 BO3BpaLLAtOCb AOMOW NpUMepHO B 17:30 1 roToBAIO YKUH. Ecan A yrKe
noobenana, To Ha YKMH A cbegato napy bytepbpoaos. Ho 06bI4HO A roToBAO cebe
YTO-HMOYAb BKYyCHOe. MHoraa, npexae Yem cecTb MOCMOTPETb TENIEBU30P, MHE
HY>KHO 3aNyCTUTb CTUPA/IbHYIO MaLUWHY. BTOPHUK — 3TO AeHb, KOr4a KO MHe
NPUXOAUT MOM COUMaNbHbIN PAaBOTHMK M MOMOraeT MHe C MOMMM NMUCbMaMM,
ybopKol nnmn c yem-Hnbyab ewe. MHoraa mHe Hy»KHO NOTPATUTb LLebIN Yac,
4yTObObI MOV [,OM BbIFIAAEN XOPOLWO. He To YTobbI A He Itobuna youpaTbca — HO
ybopKa He Ha NepBOM MecTe B CNUCKe Moux aen!

B npowwnbIii NnoHeaeNbHUK A bblna AOMa 04HA, HO MHOT4a A NpUralwato K cebe
OZLHOTO M3 CBOWMX KOJIZIET, Mbl BMECTE FTOTOBMM M Becennmcs. MHoraa mbl bepem
dUNbMbI Ha NPOKaT, UTPAaeEM B KaKyto-HUBYab UTpy AWM NpocTo bontaem.

A cTapaloch JIOXKMTLCA cnaTb 0Ko0 22:30, 4Tobbl YTPOM BbITb TOTOBOM K paboTe.

A Bceraa oyeHb 3aHATa, HO 370 MOS *u13Hb, U 8 N6 ee!

C HanNyYLW MMM NoXKeNaHUAMK,

Mwna

[Ba ropga cnycrta, Koraa Mue 6bin0 28 net, ee mama npeaocTaBuna
06HOBNEHHYI0 HPOpMaLMIO AnA 3Toi 6poLltopbl.

Mwus nonyymna obpasoBaHME U «TPUH KapTy»: TEMepb OHa MOXKET paboTaTb ¢ efomn
W 3HaEeT BCE HOPMbI rMrMeHbl Npu paboTte Ha KyxHe. Celyac oHa paboTaeT B
CTOJI0BOM B MeCTHOWM WKone. OHa paboTaeT HEMO/IHbIN pabouynit AeHb, YTOBbI Y
Hee 6bls10 CBO60,£I,HOE BpemaA Ha ceba u Ha AOMalllHMe XN10NoThbl.

3TMM IeTOM OHa NoeAeT Ha My3blKabHbIN pecTnBanb 1 byaeT paboTaTb Tam
Hepgento: oHa byaeTt rotoButb M yorpaTtb. OHa y¥Ke Tpu pasa e3auia Tyda co
LUKO/ZIbHbIMUW OpPY3bAMU. OHK pa60Ta+0T TaM KaK BO/ZIOHTepPbI. OHa nposeaeT TamMm
NOZTI0OBUHY CBOETrO ZIETHErO OTNYyCKa, a 3aTeM OHa NoeAeT BO CDpaHu,vno Ha ABe
Henenw, rae nposeaeT BPeMs C CEMbeN U APY3bAMMU.

Mwusa NpeKpacHO CnpaBaiAeTCA CO BCEM CaMa U XKUBET CAMOCTOATE/IbHO.

14



NMpumeyaHua

15



MNopgpepka n nHbopmaums

Understanding
chromosome
disorders

U .
Fpynna noagep:KKu cemeii ¢ peAKMMU XPOMOCOMHbIMU OTK/IOHEHUAMM,
The Stables, Station Road West, Oxted, Surrey RH8 9EE, United Kingdom

Ten./dakc: +44(0)1883 723356
info@rarechromo.org | www.rarechromo.org

MpucoeanHuTech K coobuyectay Unique, 4To6bl NONYYUTb AOMNONHUTENBbHYIO
MHdOpPMaLMIO, He0HXOAMMYHO MOMOLLb M KOHTaKTHbIE AaHHble CeMel C aHaNorMYHOoM
npobsemoit.

Unique — 3To 61aroTBopuTe/IbHas HErocyJapCcTBeHHas opraHusauus. PruHaHcoBas
noAepKKa OCyLLEeCTBAAETCA 3a CYET MPaHTOB U NOXKepTBOBaHMA. ECM y Bac ecTb TaKkasn
BO3MOYHOCTb, NOKayiCTa, cAenanTe NoxXepTBoBaHME Ha Hallem caiiTe:
www.rarechromo.org Moanyiicra, nomorMte Ham NOmoyb Bam!

Chromosome 13 Facebook groups
www.facebook.com/chromosome13
www.facebook.com/groups/chromo13family
]

www.chromosomel3deletion.com
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cneumnanucra. B reHeTrke MHGOPMaLMA MEHAETCA OYeHb BbICTPO, U €CIM Ha MOMEHT My6IMKaLLMK 3ToM BpoLuopb!
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