O6HOBNEHHaA KapTa reHoTMNa-gpeHoTUNa y4yacTtka 13g21.1qter
Xpomocoma 13q
M6

13q12.11

13q133
13q14.2
13q21.1 54
13q21.2
13q21.31 61
13q21.32 ManeHbKMii pasmep HUKHeH yentocTn
13q21.33
13q22.1
13q22.2
13q22.3
13q31.1 83
EIE] — I P LT Ry PR e
13q32.1 poer J— ez | operoune |
134322 Yoxepa/mozonucroro He6a/ e Gonuume nansus!
;39322 9 1 ealucpm v 6o o pon

q32.
13331 o | overynarouan —
13g33.2 108 xonymenna oo JP—— saeronporonan/
13333 roncanora reroane 4

13q34 114 ManeHbKMii pasmep ronosbi moara Saneuune ranbiim By

[narpamma B3aTa U3 Hay4yHOro *KypHana American Journal of Medical Genetics A 149A: 894-905 2009 n
nepeunsaaHa c paspeleHuns gokropa Mapraputbl CtedaHoBoW.
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CcbINIKM Ha

NCTOYHUKN
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CCbIJIKU Ha
CTaTbyu B
MeONLMHCKMX
MU3aaHUAX.
Mma aBTopa n
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ny6amkaumm
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YTObbI BbI
MOT/IN HaNTK
aHHOTaUUM
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OpUrMHANb-
Hble cTaTbM Ha
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PubMed. Mpwu
YKeNaHUU Bbl
MOXKeTe HalTn
6onblie
cTaTel Ha
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CcblnKM Ha
MHbOopMaL Mo
13 6asbl
AaHHbix Unique
M aHKeTbl,
3aMo/IHEHHbIe
cembaAMM-
Yy4aCTHULAMM
Unique,
OTMeuYeHbl KaK
u.

[Jeneunsa xpomocombl 13q — 3T0 pefiKoe reHeTuYeckoe oTkNoHeHUe. OHO
BbI3BAHO NOTepei YacTn o4HOM 13 46 XpOMOCOM. B Liesiom, oTcyTcTBME
XPOMOCOMHOro MaTeprana yBeiMunMBaeT PUCK BOSHUKHOBEHMA BPOXAEHHbIX
OedeKToB 1 3a4epiKeK B pa3sutuu. MNpu geneummn xpomocombl 13q
KAMHUYECKan KapTMHa CUIbHO BapbUpPYeTCs, B 3aBUCMMOCTM OT TOTO, Ha KAaKOM
yyacTKe Npom30LWIa AeNeLuns, U CKOIbKO MmaTepuana bb110 noTepsaHo.
XpOMOCOMbI - MUKPOCKOMUYECKME CTPYKTYPbI B AAPAX KNETOK Tesla YenoBeka,
KoTopble HecyT B cebe reHeTyeckyo nHbopmaLmio. XpoOMOCOMbI pPas3/iMyatoTca
no pasmepy. Kaxaoi XxpoMOCOMe, 33 UCKNHOUYEHWEM MOIOBLIX XPOMOCOM (48e
X XpOMOCOMbI Y KeHLMH, ogHa X 1 o4Ha Y XpOMOCOMA Y MY»KUMH),
npuceamneaeTca Homep oT 1 4o 22, oT camoi 6obLION 40 CaMOoi MasieHbKOW
COOTBETCTBEHHO. Y KaXKX0W XPOMOCOMbI €CTb KOPOTKOE (p) 1 A/MHHOE (q)
nnevo. Npu geneunm xpomocombl 13q noTeps XpOMOCOMHOTO MaTepuana
NPOUCXOAUT B ANMHHOM Mjiede XpOMoCcombl 13.

B AaHHOM bpolwtope NpeacTaBieH ONbIT /I0AEN C NoTepeit XPOMOCOMHOT0
MaTepuana Ha KOHLLe XPOMOCOMbI. XpOMOCOMa MOT/1a MPOCTO Pa3opBaThCa B
OZIHOM TOYKE, IMHO KOPOTKOE U AJIMHHOE MJIEYO MOTIN COEANHUTLCA U
06pa3oBaTh KO/bLLO, UM Ke MaTepuan APYroi XpOMOCOMbI MOT
NpPUCOeAMHUTBCA K PaspbiBy Ha KOHLLe Xpomocombl 13q.

Kak yacro BcTpeyaetca aeneumnsa xpomocombl 13q°?

K 2006 roay, Koraa B meguuMHCKOM nnTepatype bbiio onucaHo 6onee 140
YyesnioBeK ¢ geneumen xpomocombl 13q, B Unique ye Hbl10 3aperncTpupoBaHo
6onee 100 yenosek ¢ geneumein atoro Tuna. Unique nomoraeTt cembam-
yyacTHULaM CBA3aTbCA APYr C 4PYrOM NPU UX XKenaHUu.

13

KopoTKoe 4, Xpomocoma 13
(p) nneuo

ANIMHHOE

(q)
nneyo

. CTpaHuuy 15

O603HauyeHus
< LleHTpomepa

. CTpaHuubl 14-15

. CTpaHuubl 12-14
. CTpaHuupl 9-12 - O6nactb ¢
6onbluMm
KO/IMYeCcTBOM reHoB

. CTpaHuubl 5-9

. CTpaHuubl 3-5

2

e cBoA yepena MoKeT bbiTb HefopasBuT. MoryT TakxKe HabaaaTben
nedeKTbl HepBHOW TPYOKU. Mpu pasBuTUKN rnapouedanmm B
XesyAouKax MOXKeT Hab/1l04aTbCa Ype3mMepHoe KOIMYEeCcTBO
Xuakoctu. Y gerteit c Hanbosiee cepbesHbIMM HapyLLEHUAMM MO3T
noyTn He passueaetca (Kucerova 1975; Cuschieri 1977; Niikawa 1979;
Moore 1988; Brown 1995; Chen 1996; Gershoni-Baruch 1996; Lam
1998; Grindel 1999).

[ononHutenbHble HabAAEHMA MOKa3bIBAOT, YTO Npu Aeneunn 13q22
MOKET TaK¥Ke pa3BuUTbcsa bonesHb MNpnpyHra. B sTom cnyyae
HEPBHbIE K/IETKK, OTBEYAlOLLME 33 ABUTATENbHYIO QYHKLUIO
KULLeYHuKa, oTcyTcTytoT (Kiss 1989). Kpome Toro, moryT
HabnogaTbea M 3abonesaHus noyek (Gershoni-Baruch 1996).

18 mecAues, aeneuus B Unique ecTb Tpy Yenoseka ¢ Takon geneuueir. HecmoTpsa Ha To, 4TO
13921.2 Y HUX Y BCEX Cepbe3Hble HapyLIeHUA, OHM AeNatoT ycnexu: Y ogHown

AEBOYKM TPYAHOCTU C MUTaHMEM, KPOME TOTO, Y HEE HaPYLLEH CAYX U
ecTb AedeKT pasBUTUA NPABOro IM1a3a, BAUAIOLLNIA Ha 3pEHME; OHa MeaJ/IeHHO HabupaeT Bec 1 B
TPy rofa Hayana obLLaTbCs KeCcTaMmmu U MPOU3HOCUTDL 3BYKM, a ELLLE NOCELLAET AOLWKObHYIO
UrpoBYIO rpynny ANs AeTel ¢ AONOAHUTENbHBIMU NOTPEBHOCTAMM. Y APYroi AEeBOYKM HET
npo6aem co 3peHnem, ogHaKo Hab4aeTcA BbipaKeHHasA cTeneHb HeMPOCEHCOPHOWM
Tyroyxoctu. OHa He MOMKeT cocaTb A0/IKHbIM 06Pa30M M MUTAETCA C MOMOLLbIO racTPOCTOMbI.
OHa ycnewHo nepeHecsia onepauun ana Koppekuun sHuedanowene (BbICTynaHMe mo3ra yepes
KOJKY r0/10Bbl) U KULLIEYHOM HENPOXOAMMOCTU. M3BECTHO, YTO Y ABYX AEBOYEK HaboAanoch
npexaespeMeHHOe No/oBoe co3peBaHne. OHM OYEHb NIETKO NOAXBATbIBAOT MHEKLMOHHbIE
3aboneBaHuA, B 0COBEHHOCTU UHEKLMMN FPYAHOW KNEeTKU. Y TpeTbei AeBOYKM Bblaa MmaneHbKas
ro/0Ba U HeLOPa3BUTbIN YepBb MO3KeUKa (YepBeobpasHas CTPYKTypa, CoeanHAoLLanA
NONYLIAPUA MO3KEUKa, — YacTU r0JIOBHOTO MO3ra, HaXOAALLENCA B 3a4HEW YacTU YepenHoi
KOPOBKM 1 OoTBEYAIOLLEN 33 ABUKEHUE U KOOPAMHALMIO); [pyrux BbipasKeHHbIX aHOManui
MO3ra BbISIBNEHO He 6bIN10, @ 3peHUe NpU POXKAEHUM BbIIO B MopaaKe. HECMOTPSA Ha 3aeprKKy B
pa3BUTMU, LEBOYKA 06LMTENbHAA, BbIPAXKAET CBOM YyBCTBA M UrpaeT. Ee ocHoBHble Npo6iemb -
MeAIeHHbI Habop Beca U pocT.

TouKa pa3spbiBa B cermeHTe mexay 13q11 v 13g14.3

Ha MOMEeHT HanucaHma cTaTby cpeam y4acTHUKoB Unique He Bbln0 HUKOTO C TaKoM KpynHoWM
Aeneumen ANMHHOIO NaeYa XpPOMOCOMbl 13, HO B MeAMLMHCKOW InTepaType Bbin onucaH
cnyyaii pebeHka 8 net ¢ geneumeii 13912 mosanyHoro TMna. MosanyHas feneuns o3Havaer,
4TO B HEKOTOPbIX K/IETKAX 3TOro pebeHKa XpOMOCOMb! 6blIM HOPMa/IbHBIMM, @ B HEKOTOPbIX —
XPOMOCOMbI C 3TN aeneuueit. KnMHuyeckan KapTuHa y Hee Bblna TUNUYHON ans aeneunn 13q:
Ha NpaBoli pyKe NATbIN NaneL, oTCyTCTBOBaAs, @ Ha NEBOM NATLIN M 6O/bLIONM NanbLbl 6blAN OYEHb
KOPOTKUMMU. Y Hee Bblna HU3Kas IMHWUA POCTa BOJIOC, 3a/1bICUHbI U 6obLUMe YLK C
HanpaBaeHHbIMM KBEPXY MOYKamu. K TOMy ke y Hee bbina fierkan cteneHb sHuedanouene
(BbICTYNaHMeE TKaHM FONIOBHOTO MO3ra Ha MOBEPXHOCTb). Y Hee BblN BPOXKAEHHbIV BbIBUX
Tazo6efpeHHbIX CYCTaBOB; HO OHA Hay4YMAaCh XO4MUTb, XOTA Ha y/IULLe N0/Ib30Banach
WHBAIMAHOMN KONACKOW. HECMOTpA Ha To, YTO AleBOYKa He roBOpMIa, OHa Bblna 04YeHb
06wWmuTeIbHa, MOXHO 6bIN10 IErKO NOHATb, YTO €/ HPABUTCA, a YTO HeT. OHa o4YeHb Ntobuna
BECENIUTBCA C I0AbMU, KOTOPbIX OHA XOPOLLO 3Hana. B 9 feT y Hee pa3BuAICA CYyLOPOKHbIN
cuHgpom (Bamforth 1997).

B meauMLUMHCKOW nTepaType Obln TaKKe ONUCaH Cyvan He poXKAeHHOro pebeHKa: y Hero bbina
peneumna 13g13 mosaunyHoro Tuna. Y3U B cepeanHe 6epeMeHHOCTM BbIIBUIO Y pebeHKa
YBE/IMYEHHbIE ey A04KM FO/I0BHOrO MO3ra U NerKyto cTeneHb aHuedanouene (BbicTynaHue
roIOBHOTO MO3ra Ha NOBEPXHOCTL). Kpome Toro, y pebeHKa oTCyTCTBOBA/I0 NpaBoe r1asHoe
A610Ko, Habaoaanack pacwenneHne Heba, KOCONANOCTb, YBEMYEHHOE cepaLe U
HecTaHAapTHbIE reHUTaAnn ¢ pannocom, Ho 6e3 mowwoHKM (Smith 2005).
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Kuctu u ctonsl

Mpu geneummn cermeHTa 13932 MoXKeT HabOAATLCA HEQ0PA3BUTUE MU OTCYTCTBUE BONBLINX
nanbLeB Ha pyKax, nMbo, pexe, Ha Horax. 3To roOBOPUT O TOM, UTO reH, OTBEYatoLLMii 33
HOpManbHOe pasBuUTMe BONbLIMX NasbLEB, HaxoaUTCA B cermeHTe 13g32. Pexke nATbIN naneu, a
B YaCTHOCTM cpeAHAA danaHra, MoxeT BbITb KOPOTKOW, M YACTO CKAaAKa Ha NanbLie BUAHA
TONbKO oAHa. MHorAa KocTu, nayLime oT 3anACTbA K YeTBEPTOMY M NATOMY Manbliam (NACTHble
KOCTM), MOTYT CpacTaTbCsA, @ NATbIN NaseL, UK nanew, Ha Hore MOXKeT OTCYTCTBOBaTb UM BbiTb
ManeHbKMM. XUpypru, cneunanmsnpyowmneca Ha XMpyprum KUCTU, MOTyT NepecTpounTb KUCTb,
TOrAa YKasaTe/ibHblIi NaseL, CMOXKeT BbINOAHATb GYHKLMIO 6oablioro nasbua (Brown 1993;
Grindel 1999; Rodriguez de Alba 1999).

Cnyx

Y manbuuka ri1yboKas cTeneHb TYroyxocTu — OH C/bILWMUT 3BYKKM OT 7046, U y Hero o4eHb y3kue
cnyxoBble Npoxoabl. OH HOCUT C/lyXOBble annapaTbl. Y 04HOM AEeBOYKM CYX HOPMaJIbHbIN, B TO
BPEMSA KaK y ApYron NJ10Xou.

3peHue

Y Bcex aeteit ectb Npobaembl Co 3peHnem. F1asa 1 PoroBuLLbl MOryT HbITb MafeHbKUMU. Y
O4HOM AeBOYKM OBHAPYKEHO OTC/I0EHME CETYATKM, @ Y MasibumMKa 3peHue BoobLe Nog,
BOMPOCOM: CETYaTKa U 3pMTe/IbHbIN HEPB HEAO0PA3BUTbI, K TOMY e Y HETO BbifB/eH AedeKT
aHATOMMYECKOTO CTPOeHus rnasa. Ho 6aarogaps ne4eHunto ero 3peHme nocTeneHHo
yaydwaetca. Y apyroi 4esouku 611M30pyKOCTb, M el caenanm onepawmio no Koppekuum
cTpabusma (kocornasua) (Wilson 1984; Karimi-Nejad 1998; U).

[1] o o
[> — cambIl 04apoBaTeNbHbIN DEGQHOK, KOTOpPOro A KOF,D.a-ﬂI/I6O BCTpe4an.

. K paccTpamnBaeTca, Korga ero He NOHUMALOT, U HAYMHAET KycaTbCA, AepraTtb cebs 3a BosIOCHI U
Kpu4aTb.

BckapmnusaHue

Y ntogen ¢ geneumeit xpomocombl 13, 3aperncTpupoBaHHbix B Unique, BO3HWKanu 6onblume
TPYAHOCTM C NMUTAHWEM M YCBOEHUEM NULLK. Y OAHOTO ManbyMKa bblno pacwenneHne Heba,
No3TOMY FpyAHOe BCKapmanBaHWe 6blJ10 HEBO3MOXHO, HO MaNbYyMK HAayunaCa NUTb U3
cneunanbHom ByTbIIOYKM-MOMIbHMKA XabepmaHa. Y Hero 6bin NaoXon anneTuT, u emy 6bia1o
C/IOXKHO NUTb, NO3TOMY B 4 rof,a eMmy NPOLO/MKAM AABATb [YCTble HAMUTKK, OH en xaeb 1 niope.
[leBOoYKa M3HAYaNbHO NUAA rPYyAHOE MOJIOKO M3 BYTbINIOYKM C OPTOLOHTUYECKOW COCKON, HO He
Ntobuna NUTb U3 OTKPBLITOM YaLLKKM, MOITOMY B BO3pacTe LWECTU NeT ee CTaIM KOPMUTb Npu
NOMOLLM NUTATENbHOM (racTPOCTOMUYECKO) TPYOKM, BeAyLLer NPAMO B KeNyaoK.

“ EMY HPaBMTCA UrPaThb C APYIMMM NHO4bMM, 0COBEHHO C AeTbMU. OH JIIOBUT CAYLIATb My3bIKY,
nnaBaTb, 1€XaTb, CBEPHYBLUMCb KaslauyMKoM, M UrpaTb CO CBOMMM CMelmaibHbIMU UMPYLIKaMU.

“ OHa xoauT B WKoY Rainbows ¢ MHAMBMAYaNbHO NOAAEPKKOM. OHa NOBUT CAyLIATH
MY3bIKY, CMOTPETb T€/IEBU30P, UrPaThb C 3ePKaibHbIMU KOJIOKOIbYMKAMM U LIYMHbBIMU
UrPYLLKaMK, a TaKKe IBUT UrpaThb C APYrMMU NHOLbMMU.

TouKa paspbiBa B cermeHTe 21 nnu 22

OnbIT opraHusaunm Unique roBopuT 0 TOM, 4TO NEPCNEKTUBDLI Y Nt0AEN C TOYKON pa3pbiBa B
cermeHTe 13921 nam 13922 moryT 6bITb HAMHOTO NyyLLE, YEM OMNUCAHO B MeAMULUHCKOM
nuTepatype. Kpome TUMUYHBIX HapyLWeHW, BbI3BaHHbIX MeHbLUMMK Aeneumamm Ha 13q, y
MHOTUX NIoAeN TaKkaa 3HauUTeNbHaA Ae/lelna OKasbiBaeT 3aMeTHOe BAMAHME Ha pa3BuUTMe
rOI0OBHOTO MO3ra U LLeHTPanbHON HEPBHOW cUCTEMbI. MeHbLUMe AeneLmm C TOUKOW paspbiBa B
cermeHTe 13g31 TaKyKe BAUAIOT Ha CTPYKTYpY Mo3ra. Cam MO3r MOXKET BbITb HE6ONbLUUM, a
nepeaHUt MO3I MOXeT bbiTb He NOIHOCTBIO Pa3fesieH Ha ABa nonylwapua. MoxeT
HabntoaaTbea aedeKT yepena, NP KOTOPOM MO3roBas TKaHb BbICTYMAeT Ha NOBEPXHOCTb, B0
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TouKa paspbiBa B cermeHTte 34
Mpu paspbiBe xpomocombl 13 Ha ydacTKe 34 KOANYeCTBO NOTEPAHHOTO
mMaTepuasa Ha KOHUE XPOMOCOMbl OTHOCUTE/ZIbHO Maso.

[aHHble uccnenoBaHuii, onyb6MKoBaHHbIE B MEAULIMHCKOWN IUTepaType,

MOKa3blBalOT, YTO AENELMA MAIOro KOMYECTBa reHeTUYECKoro
maTtepuana B cermeHTe 34 MOKeT NPoABAATLCA abCOMOTHO No-
pasHoMmy. BepoATHbI 3aiePXKKM B Pa3BUTUM, HO UX CTEMEHb MOXKET
BapbUPOBATLCA OT HYJIEBOW A0 TAXKENOM.

HekoTopble loaM COBEPLIEHHO 340P0BbI M MO BUAY HUYEM He
OT/INYAIOTCA OT APYrUX NtoAeit. Y apyrux HabnoaatoTca XapaKTepHble
0COBEHHOCTU U OT/INYMTE/IbHBIE YEPTbI UL, HEKOTOPbIE U3 KOTOPbIX

TUMWYHBI 4NA AeNeumn XpoMmocombl 13q. K xapakTepHbiM 0cobeHHOCTAM

neneumm xpomocombl 13g oTHOCATCA: HapylweHre GopMUpPOBaHUA
MATKUX TKAHeln cBOAa Yepena, Npy KOTOPoM 06/1acTb, He ABAAIOLLAACA
TUMUYHBIM POAHUYKOM, HE MOKPbIBAETCA KOCTbIO NPU POMKAEHUN, HO B
KOHLLE KOHLL0B 3apacTaeT; /IbICUHbI; OTBEPCTUE B CTEHKE MEXAY
Kamepamu cepaua — aedekT mexxnpeacepaHon neperopogku (AMMM)
Unn aedekT MexKenyao4ukosoi neperopoaku (M) — koTopoe
MOMKET 3apPacTh CaMO MU HYKAATbCA B XMPYPrUYECKOI KOPPEKLMY;
runocnagms (Hapy»KHoe OTBEPCTUE MOYEUCTYCKATENIbHOTO KaHaa
pacnonaraeTca Ha HUXKHe NOBEPXHOCTU NOJI0BOrO YNEeHa); HU3KUIA
YpPOBEHb onpeseneHHbIX XMMUYECKUX BELLLECTB KPOBM, B YaCTHOCTU
dakTopos ceepTbiBaHUA KpoBK VIl 1 X, HO 06bIYHO HEAOCTATOYHO
HW3KWI, YTOObI MPUBECTM K MOABAEHUIO KPOBONOATEKOB UM
KpOBOTEYEHWI; HapyLleHre GOPMUPOBAHUA OTAENbHbIX MO3BOHKOB
(BpOKAEHHOE HELLOPA3BUTME NOMOBUHbLI MO3BOHKA), YTO MOXKET
NPUBECTU K UCKPMBNEHMIO NO3BOHOYHMKA, KOTOpOoe Habntopaetca npu
POXAEHUM N MOXKET NPOrpeccnpoBaTb. [lpyrne n3BecTHole
OTANYUTENbHbIE YepTbl — MUKpoLedanus (ManeHbKUn pasmep ronosbl)
n aumdosgema (aHomanbHOE KONMYECTBO TMMbATUYECKOM KUAKOCTU B

TKaHSAX, Bbi3blBatouiee HabyxaHue) (Pfeiffer 1982; Flint 1995; Fryns 1995;

Brewer, 1999).

Ha faHHbIM momeHT B Unique 3apernctpMpoBaHo 6 YeN0oBeK C aeneumen

13934 — aBOe B3pOC/bIX U YeTblipe pebeHKa, cTaplemy M3 KoTopbix 33
roga, a mnaglemy — 2. Y Agyx 4es0BeK NpocTas Aeneuma Ha ydactke
13034, a y ocTa/ibHbIX NPUCYTCTBYET AOMNOJHUTENbHBIN MaTepuan n3
Xpomocombl 3, 4, 12 unum 20, nprcoeanHeHHbIN K KoHLy 13-i
XpOMOcOoMbl. MpucoegnHeHne reHeTUYeCKoro MaTepumana MoXeT UMeTb
TaKoW e cuNbHbI 3 deKT, Kak 1 aeneumns B 13 xpomocome. Pogutenn

PacCKa3bIBaAOT, YTO OCHOBHbIE NPOABNEHUA 06bI4YHO He APKO Bblpa*KeHbl

1 BapbupyeTca oT pebeHKa K pebeHKy. Y aBoux aetel Habatoganocb
TONbKO HapyLUeHWe Cayxa, y 04HOTO 6blM OYEHb Y3KME CIyXOBble
KaHanbl; y Apyroro pebeHka 6ol 06HapyKeH gedeKT ceTyaTku,
M3BECTHbIN Kak KOMBMHMPOBaHHAA raMapTOMa CeTHaTKM U MUTMEHTHOrO
3NUTENNA CETYATKU; INLIHUE NajbLibl HA PyKax U Horax U HeobblyHan
dbopma CTonbl; ManeHbKMe reHnTaIMmM L0 NOS0BOro CO3peBaHus;
Ma/ieHbKMe MNOYKM; CYLOPOXKHbIA CUHAPOM; MaxoBble 1 MynoYHble
TPbIXW; BPOXAEHHbIN BbIBUX Ta306e4pEHHbIX CYCTaBOB; KOCoriasune
(cTpabusm).

Mokasartenu pocra u Beca

OnbIT Unique NOKa3blBaeT, YTO HOBOPOXKAEHHbIE C XPOMOCOMHbIMU
OTKZNIOHEHNAMM NO POCTY U BECY HE OT/INYA/INCL OT 340pPOBbIX

3

Hu3Kui ypoBeHb
¢aKropoB
CBEPTbIBAHUA KPOBU
Vilu X

CBepTbiBaHMeE KPOBU
ocyLlecTBnAeTCA 3a
cyeT 6bICTPON LLenHoM
peakuuu,
BK/IIOYAlOLLEN OKONO
20 pas3nyHbIX
CBEPTbIBAOLLUXCA
6e/1KoB, KOTOpble
Haxo4ATCs B KPOBU
(dakTOpOB
CBEPTbIBAHMA KPOBM).
Ecnun HeKoTopble
$aKTOpbl OTCYTCTBYIOT
WU NPUCYTCTBYIOT B
He0CTaTOYHOM
KO/MYecTBe, LienHas
peakLuma HapyLwuTcs.
l'eHbl, OTBeYatoLLMe 33
dakTopsbl VIl n X,
HaXoAATCA Ha y4acTKe
13934. Ecnv 3Tv reHbl
OTCYTCTBYIOT, Y
pebeHKa nosblwaeTca
BEPOATHOCTb Pa3BUTUA
HapyLlweHua
CBEPTbIBAEMOCTHU
KpoBsu. 310
HapyLlleHne MoXKeT
6bITb HE3aMETHbIM, HO,
KOrza ypoBeHb
dakTopa VIl cavwkom
HU3KUIA, MOTYT
BO3HMKATb YacTble
KpPOBOTEYEHUA U3
HOCa, BHYTPEHHWE
KPOBOTEYEHMA U1
aHemus.

NeyeHne BO3MOXKHO
npu NomoLLu
npenapaTos AnA
CBEPTbIBAHMA KPOBU
WU 3aMeLleHmna
dakrtopa VII, a Takke
Kenesa npu aHemum
(Pfeiffer 1982;
Battin1988; Hewson
2002).



6 MNageHueB. Bec HOBOPOXKAEHHbIX,

3aperucTpupoBaHHbix B Unique, BapbupoBanca oT
2788 r no 4195 r. 3aTem et pocan ctabuabHo.
[ae camblii ManeHbKuUii pebeHoK Npu PoXKAEHUM
K 8 rofam 6b1n1 fOCTAaTOYHO BbICOKMM. POCT ogHOro
13 B3pocabix coctasnaeT 190 cm (6'3"). Y obomx

‘or roga fo 4 net oH 6bIcTpo Habupan
Bec, ¢ 4 no 14 net Bec 6bI1 cpegHUM Uau
YyTb Bbllwe cpeaHero; ¢ 14 no 20 oH cTan
6bIcTpO HabupaTb Bec.

POCT Bbile cpegHero.
O6yueHue

Jeneumns gaxke Heb6ONLLIOrO KOIMYECTBA XPOMOCOMHOIO MaTepuaa U3 AJIMHHOIO njaeya
XPOMOCOMbI 13, NO-BUAUMOMY, MOXKET abCO/IIOTHO NO-PasHOMY NOBAUATbL Ha CMOCOBHOCTDL K
obyueHuto. Huxke nprBeseHa KpaTkaa nHGOpPMaLMA 0 YeTbipex y4acTHUKax Unique:

® B o3pacTe 2 neT pebeHOK Ha YpPOBHE pa3BUTUA AeBATUMECAYHOrO pebeHKa

® B Bo3pacTe 7 feT pebeHoK Ha ypoBHE pa3BUTUA NATUAETHEro pebeHKa Nno BCeM acnekTam
06y4yeHuaA. OHa yunTtcs B obuieobpasosaTenvHol WwWKone. Ei npepoctasnserca
HeobxoaMMmasn NOMOLLb Kak pebeHKy ¢ 0cobeHHbIMU 0bpa3oBaTeibHbIMM NOTpeOHOCTAMM.

® B o3pacTe 15 neT UcnbITbiBaeT cepbesHble TPYAHOCTH B 0OyyeHun. OHa moxKeT
pacno3HaBaTb HaNMUCaHHbIE UMEHA M MOXET KOMMPOBaTb KaKoe-TO MUCbMO

® B go3pacrte 23 fIeT YUTAET ra3eTbl U XKYPHasIbl HA UHTEPECYIOLME ero TEMbI.

MosKeT nucaTb cNoBa ¢ HebonbLLOW NomoLbto ¢ opdorpaduen, onaa NUcemM B OCHOBHOM
MCMO/Ib3yeT KOMMNbIOTEP. Y HEro OT/IMYHAA NamMATb, M OH OTJIMYHO OPUEHTUPYETCA HAa MECTHOCTH,
HO OH MJIOXO KOHLIeHTpMpyeTcs. Mocne obyyeHus B cneLmanbHoM WwWrone Ao 18 net, oH
roceLan LeHTp npodeccroHanbHOM NOArOTOBKM (TEXHUKYM) Ao 21 rofa v Tenepb nocelaer
[HEBHOW LeHTp AN1A B3POC/bIX.

Peub 1 A3bIK

B uenom, pesynbratbl OBNAAEHNA PEUbIO U A3bIKOM OTpaKatoT cnocobHOCTb pebeHka K
obyueHuto. Bece uneHbl Unigue, 0 KOTOPbIX y HAac ecTb MHbOPMaLLWs, TOBOPAT, HO peyb
HeKOTOpbIX NtoAei HeAcHan 1 ee TPYAHO NOHATD.

® B Bo3pacTe 2 N1eT y)Ke pa3roBapuBaeT

e B BO3pacTe 7-mu net roBOpPUT NpeanoXeHnAMm U3 4etTblpex-nAaTmn CN0B. OHa Ha4vana
roBOpuTbL B BO3pacTe 4-x net. Horaa en TPYAHO BblpPa3nTb CBOK MbIC/b, e No HEeCKO/IbKO
pPa3 npmnxoanTca 06bACHATL O4HWU U Te XKe BeLlun.

® B Bo3pacTe 16 net roBopuT, 1 ee ceMbs ee NnoHMMaeT. Ee paccTpamBaeT To, UTO 104N,
KOTOPbIX OHa He 3HaeT, He MOTYT ee MOHATb.

® B Bo3pacTe 23 IeT OT/IMYHO 06LLaeTcs, ero Ierko NOHUMalOT oKpyKatowme. C 2 neT XxopoLlo
rOBOPUT, OAHAKO BOCMPUHMMAET Peyb OH Xy»Ke. Y Hero xopoluee npousHoLeHue.

[1] o

OH 3a4a€eT AJ/IMHHbIE, C/IOXKHbIE BOMPOCHI M MHOTAA HE A0MKMAAEeTCA OTBETa Ha NpesblayLwnii
Bonpoc. Horga emy He yaaeTtca HaliTu NpaBusibHble CI0BaA, HO B LIEIOM, OH MOXKET
BbIPa3UTbCA.

CupgeHue, CTOAHUE, ABUXKEHUE

Mo gaHHbIM Unique, 3afeprKKa pa3BUTUA KPYMHON MOTOPUKM Ha PasHbIX 3Tanax y MNaseHLes
He cunbHaa. MnageHupl, 3aperucTpupoBaHHble B Unique, HauMHaloT nepeBopavmBaThCcA B
BO3pacTe oT 6-9 mecaLeB; cngat 6e3 nomowm B Bo3pacTte oT 9-12 mecsALEB; U 4eNaloT CBOU
repsble Wwaru B Bo3pacte 2 net. Y ogHoro pebeHka 6ol obHapyKeHbl Npobaembl ¢

XUPYPruyecknum nytem. Y Hee cepbesHble Npobaembl C KOPMIEHUEM, LEeBOYKA HE MOKET XKeBaTb
M NMUTAETCA C MOMOLLLbIO FaCTPOCTOMMUYECKON Tpy6KM. Kpome Toro, y Hee MHOroYncIeHHble
annepruu, acTMa v aKsema.

BHewHOCTb

O6bIYHO AETM POXKAAIOTCA C MaNIEHbKOW r0N0BOM, XOTA K 4 roAam pasmep ro/loBbl CTAHOBUTCA
nponopumoHaneH Tesy. Y o4HOW AEBOYKM PaHO CPOCIUCL KOCTU Yepena.

Mokasartenu pocrta u Beca

MoKa3aTenu Beca y AeTel, 3aperucTpupoBaHHbix B Unique, Nnpy poxaeHuu 6bia B npegenax
Hopmbl — oT 3175 r go noytu 4500 r. O6bIYHO NOKa3aTeNN POCTa HE CUJIbBHO HUXKE HOPMbI, HO,
€C/IM NoKa3aTeNn CIMLLKOM HU3KUE, AETU NPOXOAAT KypC Ie4eHUs, YTobbl aKTMBM3NPOBATbL
npouecc pocta. Pogutenn oagHOro masbymKa CYUTALOT, YTO C XPOMOCOMAMM He3 OTKNOHEHWI B 4
roga oH 6b11 661 Ha 10-15% Bbliwwe. Y BbICOKOM U XyA0WN AeBOYKM Npobaema 6bina Anwwb ¢
Habopom Beca.

O6yueHue

[leTv XopoLLo y3HalOT U 3aNOMUHAIOT NIIOAEN, XOTA MOTYT 3TOTO He BblpaxaTb. OAMH U3 HUX
XOAWT B OObIYHbIN AETCKUI €A, r4e Noy4aeT HEOOXOAMMY UHAMBUAYANbHYIO MOMOLLb,
OpYroli NpoXoAnT KOPPEKLMOHHO-pa3BMBatoLLee obyyeHue; TpeTuii 3aBepLuna obydeHune. Y HUX
TAXKeNan cTeneHb 3a4ePKKN MHTENNIEKTYaIbHOTO Pa3BUTUA

“ J11060Bb K M3HM NOMOFaeT emMy yUUTbCA
“ YNpAMCTBO M YNOPHOCTL MOMOTAIOT el YUUTbCSA

Peub u A3bIK

[eTn o6LwatoTca Npyr NOMOLLLM 3BYKOB, MUMMKM, A3bIKA YKECTOB M MbITalOTCA HanesaTb. B cemb
NeT AeBOYKa pa3roBapmBana oTAeIbHbIMU CI0BaMM U MOb30BaaCh OAHOCTYNEHYATbIM
KOMMYHMKaTOPOM C nepekstoyatenem. Mo cioBam eé matepu, OHa OYeHb PaccTpamBaeTca U3-3a
TOrO, YTO HE MOXET YETKO rOBOPUTH

“ EcTb 6onblUAA pasHULA MEXAY TEM, YTO OHa NOHMMAET (90%) 1 YTO FTOBOPUT.
“ OH noHMMmaeT ropaszo 6o/blle, Yem Mbl Npeanonaraem
CuaeHue, cTofiHMe, ABUXKEHNe

B 19 mecAaLeB ManbymK Hay4nacAa nepesBopaynBaTbCA CO CMNHbI Ha XXUBOT, a K 2 rogam oH mor
CTOATb, Aep*KacCb 3a CTO. B 3 roga geBoyKa morna cMaeTb, a K cemu Havyana nonsatb no-
NNACTYHCKU 3a CBOUMU UTPYLLUKaMU, a TaKXKe XO4UTb B XOAYHKaX C nop,u,ep)KKoﬁ Tynosuila n
Ta3sa.

Mpobnembl co 3g0poBbEM

Y ABOUX feTeit npu posKaeHUM obHapyKuaock 3abonesaHve cepaua: y maabunka Habaoganca
OTKPbITbI apTepuasbHbli MPOTOK, KOTOPbI BbIN 3aKPLIT B BO3PACTe A4BYX NET MPY MOMOLLM
XUPYpPruyeckoro BMeLLaTebcTea. Kpome Toro, y Hero Habatoganack NaTonorUsa KnanaHos
cepAla 1 0TBepCTUe MexAay BepPXHUMU Kamepamu cepaua. Y AeBoUYKkrn 06HapyKuau oteepctus
MeXAy BePXHUMM U HUXHUMU Kamepamu cepALa; Bo BTOPOM Kacce el caenanum onepauuio,
4TO6bI 3aKPbITb UX. Y ManbumKa 6bina rugpouedanus, Ho nedeHue He Tpebosanoch.

Y o6oux aeTei passmBaeTcs Honblue pecnUpaTopHbIX MHOEKLNUIA, YeM Y APYTUX AeTel, 1
NepeHOCAT OHM UX TAXKenee. Y AeBOYKM HAab0AA0TCA HECKOIbKO BUAOB annepruu.

[leBoYKa HOCUT KopceT, 4ToBbl KOHTPONMPOBATL UCKPUBJIEHME NMO3BOHOYHMKA (CKONMO3). Kpome
TOro, OHa HOCUT cemnapaTopbl NasbLLEeB HOT, YTOObI BbINPAMUTL NEPEKPbIBAOLLIMECA NasbLbl, U
CynuHaTopbl, YTO6bI NPeAOTBPATUTL PA3BOPOT CTOMbI BHYTPb. BPOXKAEHHbIN BbIBUX
TasobegpeHHbIX CycTaBoB M gedopmaLmsa cTon (KoconanocTb) TPebytoT XMpypruyeckoro
BMeLIaTe/bCTBa.
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3a60/1€BaHUA, KaK MUIOPOCTEHO3, CYA0POXKHbIN CUHAPOM, CKONMO3, AeduumnT dakTopa
cBepTbiBaHUA Kposu VI, ocTeonopos, paclenneHue Heba, cpaleHune pebep Ha rpyauHe.

BonesHb MMpnpyHra

Y peteli c geneumeit 13g cayyaliHo 6bina obHapyKeHa Taxenas popma 3anopos., BbI3BaHHAA
OTCYTCTBMEM HEPBHbIX K/JIETOK B YaCTM MPAMOW KULLIKM, XOTA HENb3A TOYHO CKa3aTb, ABAAETCA N
3TO HapyLweHue YacTbto 6onesHn MpwnpyHra (Bottani 1991).

Cnyx

BONbLIMHCTBO AETel C TaKUM XPOMOCOMHbIM OTKNIOHEHWEM C/bIWAT HOPpMaibHO. OAHaKo Y
ofHoro pebeHKa HabnogaeTca BOAHOOOpa3Hasa NoTepa Cyxa OT IKCCYAAaTUBHOIO CpefHero
0TUTA, a Y ABYX APYr1X — HeobpaTUMas TyroyxocTb B 060mx yLiax. Y 04HOro maab4ymKa CTeneHb
TYroyxoCTu Ha OAHOM yXe YMEpPEHHas, a Ha APYrom — rnybokas. Y Apyroro e masibymKa
cTeneHb TYroyXxocTu Ha 0boux ylax rnybokas.

3peHue

Y 4 peteii, 3aperncTpupoBaHHbIx B Unique, ecTb npobaembl co 3peHnem. Aas
CaMOBOCCTAHOB/IEHUSA 3PEHUA NPU TAKOM OTHOCUTE/IbHO HECEPbE3HOM HapYyLUEHMM, KaK
cTpabusm (Kocornasue), Tpebyercs, Kak 0Kasanocb, bonblue BpemeHu. Y ogHoro pebeHka, Tem
He MeHee, BblsiB/IeHbl MHOTOYMC/IEHHbIE NPO6IEMbI CO 3PEHMEM, BKOYAA CTPYKTYPHbIV AedeKT
060MX rNa3: KaTapaKTy U OTCNIOEHME CeTYaATKM.

Touka pa3spbiBa B cermeHTe 31

11 o
Y Hero 06bI4HO OYeHb XxopoLllee HacTpoeHue. OH OYeHb CHACT/IMBLIYA ManbyMK. OH XOpOoLO
CMUT M MPOCLINAETCA B XOPOLLUEM HAaCTPOEHUMU.

CornacHo MmeauLMHCKOW nTepaType 3TOT TUN Aeflelnn BAUAET HA POCT KaK A0, TaK U nocne
POXKAEHMA, @ TaKXKe HA Pa3BUTUE MOTOPUKM U CMOCOBHOCTU K 06yyeHuto. NMommnmo
KAMHUYECKMX ocobeHHOoCTel aeneummn B cermenTe 13q (HapylleHme pa3BuUTUA reHUTannin, uam
reHUTaNIMM MPOMENKYTOUYHOTO TUNA, aHYC, PACNOIOKEHHDbIN Criepeam, UK 3aKPbITbli aHyC,
Hezopa3BuTMe 6ObLIMX NANbLLEB UM UX OTCYTCTBUE, KOCOIANOCTb), YacTo BCTpeYatoTca
3ab0n1eBaHMA 1133, BKAOYAA KaTapaKTy M HEOBbIYHO MafieHbKUI pa3mep r1as3a, HapyLeHnn B
pa3BuTMM Mo3ra u rmapouedanua (Battin 1988; Vittu 1989; Brown 1993; Karimi-Nejad 1998;
Schinzel 2001; Walsh 2001).

B HacTosLLee Bpema B Unique 3apernctpnpoBaHo 3 YesioBeKa, C TOYKOM pa3pbiBa B CErMeHTe
931, B TOM YMcne 04MH B3pOC/blii. Kpome TOro, y 0lHOW AeBOYKM HabatogaeTcs feneums
XpOMocombl 18. KAanHMuyecKan KapTMHa Y 04HOMO MasibyMKa TUMUYHA A1 TaKOro XPOMOCOMHOIO
OTK/IOHEHUA: He6O/bLLOW POCT A4/1A €ro BO3PacTa, KOPOTKME PYKM, MaNeHbKME KUCTU U1
oTcyTCTBME BONLLIMX NajbLEB; paclienieHne rybol u Heba, Koconanue o4HON HOMU M cpalleHne
YeTBEPTOro M NATOro NanbLEeB Ha Horax. Kpome TOTo, y HEro BPOXKAEHHbIM BbIBUX
Ta3o6e4peHHbIX CycTaBoB. ApTepuasibHbIii NPOTOK (MPOTOK MeXAY a0PTOM U NEroYHOM
apTepueit, No KOTOPOMY KPOBb MOCTYMAET K IErKMM) He 3aKpbIAcA MPu poxKaeHun. OH rayxoi. Y
Hero maneHbKue rnasa, 3puUTesbHbli HepB HEAOCTATOYHO Pa3BUT. Y Hero Takxe HabiaatoTcA
6bICTPble HENPOM3BO/IbHbIE ABUMKEHWA F1a3aMM — HUCTArMm.

Y obeunx AeBoYek MmetoTca obLme KAMHUYECKNe NMPU3HaKK, TUNUYHbIE gaa aeneuun 13q. Y
OZLHOM 0BHAPYKMAN NYYEBYIO KOCOPYKOCTb U UCKPUBNEHME NO3BOHOYHMKA. OTCN0eHMe
CeTYaTKM KOPPEKTUPOBAHO XMPYPrUYECKMM NyTEM, HO 3peHNe OCTaNoCh MNJIOXUM, TaK e, Kak U
cnyx. B 20 neTy Hee AMarHoCTMpPOBaAnN NOYEYHYIO HeAOCTaTOYHOCTb. Kpome TOro, y Hee
[ABYCTOPOHHee pacluenneHme Heba (BonubaA NacTb). Y eLie 04HOro yyacTHMKa Unique oyeHb
OJIMHHbIE NafbLbl HA PyKax M HOrax, NJI0CKOCTONME U UCKPUB/IEHUE NO3BOHOYHMKA. Y Hee
61M30PYKOCTb M HACTArM, a TaKXKe 3aKynopKa C/1Ie3HOTO NPOTOKA KOCTHOW TKaHbtO. AHYC
pPasBU/ICA, HO HET MbILLLL, MPU POXKAEHUMN aHYC CABWUHYCA K BarMHe, HO 3TO ObINI0 CNPaBAEHO
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paBHOBecnem un Koopp,wHaumeﬁ, KOraa OHa Ha4dan xoauTb.

Mpo6aembl co 3g0poBbEM

Y ogHoro pebeHKa ofiHa Nnoyka MeHblue Apyroi. ITo He Bbi3bIBaeT Npo6siem, HO OHa PerynspHo
Habnogaetca cneumanuctom. Korga oHa npocTy»Kaercs, y Hee YacTo passusaertcs actma. o
MoJI0BOrO CO3peBaHMUA Y OAHOTO U3 B3POC/IbIX BblIM ManeHbkue reHuTanum. Ceityac pasmep
HOPManbHbI. Y ABOUX AETel erko NoABAAIOTCA CUHAKU. Y 060UX U3 HUX - NPOCTan Aeneums Ha
KOHLLe XpOMOCOMbI 6€3 AONONHUTENIBHOTO XPOMOCOMHOIO MaTepuana.

Y 0ZiHOTO U3 B3POC/bIX O4EHb 6ObLLME HOTM HEOBbIYHOM POPMbI U MasieHbKue bonblume
nanblpl. Y HEro C POXKAEHMA NO WeCTb NaNbLEB HAa HOrax M pyKax.

Cnyx

Y gBovX AeTel HapyLlweHue cayxa. Y 04HON N1eBOE YXO He CAbIWUT, U OHA HOCUT CYXOBOW
annapart; APYrov HOCWA CYXOBOM annapart, HO C 16 IeT OH B HEM He HyXKAaeTca.

3peHue

Y oaHoro pebeHka c npoctoit geneumeit 13q34 HabnogaeTca COCTOSHME, U3BECTHOE KakK
KOMBUHMPOBaHHAA ramapToMa CEeTYaTKMU U NMUTMEHTHOIO 3NUTENNA CeTYATKU, NPU KOTOPOM
ceTyaTKa MOPLMHUCTAA N COAEPKUT U3BUINCTbIE KPOBEHOCHbBIE COCYAbl. J/leyeHune ¢
MCNONb30BaHUEM KPMOTEPaNUN MOXKET NPeaoTBPaTUTb KPOBOTEYEHMUA.

NosepeHue

B Unique 3apernctpupoBaHO HEMHOTO /l0AeN € 3TOW Aeneumeit, NOSTOMY HEBO3MOKHO BbIABUTb
KaKyto-1Mbo TeHAeHLMIO B NoBeAeHUN. Hue npuseseHa Kpatkaa MHPopmaLma o Tpex noaax.

® 7 /leT, o4eHb yBepeH B cebe. [JoCcTaToYyHO TPyAHbIN pebeHoK. MoKeT bbiTb 4OCTaTOYHO
rPOMKMM, 4acTo TONIKaeTcA

® 16 /1eT, KaK NpaBu/I0, O4EHb CHACT/IMBbIN, NACKOBbINM, TIOBUT NOKa3bIBaTb CBOM YyBCTBA.
JllobuT ogHOO6pasme, HyKaaeTca B YyBcTBe 6€30MacHOCTU U B MOCTOSSHHOM 0Z06peHun.

® CnoKHoe noBeAgeHWe Brepsble NposBuaoch B 14 ieT. B 23 roga cTas HAMHOTO CMOKOHee,
BCTPEYAOTCA NNLLb CyYaliHble BCMIECKM SMOLMIM, eCAnN OH He fobusaeTca cBoero. Emy
HUKOrZa He CTaBUIM OpULMANBbHOTO AMarHosa "ayTnam", Ho y Hero npocneskmMBatoTca
ayTuCTUYeCcKne YepTbl. OH MOKET BbITb KanpU3HbIM M CIOXHbIM, HO MHOTAA OYeHb NO6UT
nomorarb.

CamocToAaTenbHOCTb?

Unique He obnagaeT nHbopmaumelt 0 B3pOC/bIX, }KUBYLLUX CAMOCTOATENIbHO. M0o10A0M YeNoBeK,
KOTOpOMY 23 rofa, *KMBET CO CBOMMU POAUTENAMMU B CNIOYEHHON cembe U 0BLWMHE, rae ero
BCersa noAfepKunBatoT, U B KOTOPOI OH MOXKET BHECTM CBOW BK/aA. OH paboTaeT B LieHTpe And
B3pOCAbIX, Fe eMy BbiniauymMBaetca HeboblIaa Cymma AeHer 3a paboTy no KOHTPaKTy. OH MoxeT
CaMOCTOATE/IbHO COBepLUAaTb MOKYMKM B CynepmMapKeTe U No/b30BaTbhCA 06LLECTBEHHbIM
TpaHcnopTom. OH He MOXKET YNpaBaATb TPAHCNOPTHbLIM CPEACTBOM. 1A nepeapllKu OH
NPOBOAMUT KaXAbll TPETUI BbIXOAHOW B rpynnosom gome. OH o4eHb lo6UT nnaBaTthb B bacceliHe
n urpatb B 6ackeTb0/ M XOAMT Ha CeKUMM NaBaHWA n 6ackeTbona. Ero poanTenn roBopar, 4To oH
XOPOLUO NAANT C NNEMAHHUKAMM U NIEMAHHULAMU U TOBOPUT, YTO XOUET XKEHUTLCA.

Touka pa3pbiBa B cermeHTe (33

KnnHuyeckaa KapTuHa BCheACTBME NOTEPU FeHETUYECKOro maTepuana Ha yyactke 13933 3asucur,
Nno KpaiHel mepe YacTMYHO, OT TOYKM pa3pbiBa. TOUKY pa3pbiBa MOXKHO onpeaeivTb Npu
nomouwm GbayopecLeHTHOM rmbpugmsaumm in situ (metog FISH) nnm gpyroro monekynspHo-
reHeTMYecKoro uccaefoBaHuA. Baww reHeTUK 06bACHUT BaM pe3ynbTaTbl UCCNEL0BAHMA.
HecmoTps Ha TO, YTO HEBO3MOXHO NPOBECTU YETKYIO CBA3b MEXKAY TOYKOM paspbiBa U



KMHUYECKOM KapTUHOW, Yem bosblue reHeTUYeckoro matepmana B cermeHte 13g33 yTpayeHo,
TemM cepbe3Hee NocneacTeua. Ho yalle Bcero noteps reHeTUYEeCKOro maTepuana NpUBOSMT K
3a4epKKe B Pa3BUTUKN. HMKe NPMBOAMUTCA CMMCOK BO3MOMKHbIX MOCNEACTBUIA Aeneumnn,
BbIAB/NIEHHbIX B pe3y/ibTaTe U3ydeHNa MeAULMHCKON nTepaTtypbl. CTeneHb 3a4epKKu B
pasBUTMM, TEM HE MEHEe, MPOABAAETCA He Y BCex AeTel. Y 04HUX NOCNeACTBMA MUHUMAbHDI, Y
Apyrux 6yaeT BbipaxkeH 0AMH-ABa Hanbonee TUMUYHBIX NPU3HAKA. Y HEKOTOPbLIX MOXKET 6bITb
3ageTo 6osblie opraHoB. Kak NoKasbiBaeT NPaKTuKa, y uneHos Unique nocneacTeus He Takue
cepbesHble, Kak 0NMcaHo B MeAULMHCKON nTepaTtype.

STa TOYKa pa3pbiBa XPOMOCOMbI 13 MOXKET NPUBECTU K HapYLUEHUAM Pa3BUTUA Pa3IUYHbIX
CUCTEM OPraHOB M YacTel Tena: N03BOHOYHUK — Heg0pPa3BUTUE OTAE/bHbIX MO3BOHKOB; PYKK
— YKOPOYEHHbIE MU3UHLLbI; 3aKPbITOE MONOXKEHWNE aHyCca (HUKHEN OKOHEYHOCTU
3a/lHENPOXOAHOrO KaHana); pAs OTKIOHEHWUI NOMOBbIX OPraHOB; MOYKM; CepaLe; ronosa —
06bI4HO ManieHbKas (Mukpouedanua); ywm — obbl4HO 6onbluMe ¢ 6ONbLNMMM MOUYKaMU; r1a3a
— pedeKTbl B CTPOEHUN U Pa3BUTUK, Hanpumep, Konoboma (popma paay*KHOM 060104KM,
M3BECTHAA KaK «3amo4Has ckBaxkmHa) (Turleau 1978; Mucke 1983; Stoll 1998; Kuhnle 2000;
Luo 2000).

B HacTosLLee Bpema B Unique 3aperucTprpoBaHo LIECTb YYaCTHUKOB C TOYKOM paspbiBa B
cermeHTe 33, y YeTBepbiX U3 KOTOPbIX - NPOCTadA Aeneuma B cermenTe q33, q33.2 uim g33.3. Y
OZHOTO - C/IOXKHBIN KapUOTKM, B KOTOPOM UIPAET PO/b AOMNOAHUTENbHBIN MaTepuan
Xpomocomsi 8. Mo cnosam poauTeneit, Bce A4eTU oYeHb YacTo 601et0T MHGEKLMOHHbIMMU
3a601eBaHMAMM. Y TPOUX FO/I0Ba MEHbBLLETO Pa3mepa, elle y
TPOUX HapyLLUEHUE CNYXa, Y ABOWX NPO6IeMbl C MOYEBbLIBOAALLEN
CUCTEMOM MM MOYKaAMMU, 1 elle Y ABOUX Kocornasue (cTpabusm).
Y opHoro pebeHKa bbla BbIABAEH OTKPbITbIA apTepUanbHbIi
NPOTOK (CoXxpaHuMBLLIeecA aMBpUoHanbHoOe KpoBoobpalleHme
cepAua, KaHan KOTOpOro 3apacTaeT Noc/ie POXKAEHNSA, HO MHOTAA
MOXKeT NoTpeboBaTh U XMPYPruiyeckoro BMeLLaTeNbeTsa). A
TaK)Ke NaxoBas rpbixKa U CTPUKTYpa (Cy*KeHue), BaMAIoLLan Ha
ceneseHKy, B 060Mx cnydanx bbli1a NnpoBegeHa XMpypruyeckas
Koppekuus. TonbKo y ogHoro pebeHka B Unique BcTpeyatoTcs
OTK/IOHEHUSA, ONMUCAHHbIE B MEAULIMHCKMX UCCNea0BaHWI, cpean
KOTOPbIX MHOTOYUC/IEHHbIE KPOBOMOATEKM U OBU/bHbIE
KpoBoTeyeHus (cm. MHGOpPMaLLMIO O TOUKe paspbiBa 13g34), a
TaK»Ke 0coboe MosIoXKeHue aHyca, PacrnosioKeHHOro 6a13Ko K reHmtanunam (U).

B MeaMLMHCKOWM nTepaType onucaH cayyal paspbiBa XpOMOCOMbI B cermeHTe 13g33.3 'y
oaHoro pebeHka: y Hero 3afiepKKa pocTa, Ho ero cnocobHOCTH K 0B6y4eHUIo He CUNBbHO
noctpaganu. Y storo pebeHKa maneHbKasn rososa, rmMnoTOHUA (HU3KUIM MbILLEYHbBIN TOHYC) 1
HEMHOro HeobbluHble YepTbl ANLLA: KPYMHbIE M HU3KO NOCTaB/IeHHbIEe YLK, HU3KaA NepeHocuLa,
LUMPOKO MOCaXeHHbIE rN1a3a, MaseHbKUii Noa60POA0K, BbICOKMI U WMPOKKIA 106 (Stoll 1998). B
Unique ecTb YenoBek ¢ gaHHOW Aeneunenn. Y Hero oTMeyeHbl reHUTaanmn NPoOMeKYTOYHOTO
TUNA, KOHAYKTUBHAA NOTEPLO CyXa, MHGEKLMM MOYEBbIX NMyTel, cnabblii UMMYHUTET,
KOCOr/nasune, ManeHbKas ro/loBa, YaCToe NOAB/IEHMUE CUHAKOB Ha Tesle U 06UbHblIE
KPOBOTEYEHWA, PACroIoKeHWe NPAMOM KULLKKU NoA ANYKamun. Kpome Toro, y Hero runoToHuA u
paccTpoKCTBO ayTUCTUUYECKoTOo crnekTpa (U).

B meauuMHCKOM nTepaType onucaHbl TP MasibuyMKa ¢ TOYKon paspbiBa 13g33.2 uam 13g33. Y
04HOro 6bIN fedeKT HepPBHOM TPYBKM (MMENOMEHUHIOLENE), @ TaKKe MasieHbKas ro/oBa,
LUIMPOKO MOCAXKEHHbIE 1/1a3a U FTeHUTANIUM NPOMENKYTOYHOIo TUNa. Kpome 3Toro, HeliporeHHas
ANCOYHKLMA MOYEBOTO My3bips (HapyweHe HopMaibHOM PaboTbl MOYEBOTO My3bips,
BbI3BaHHOE NOBPEXKAEHMEM YaCTU HEPBHOM CUCTEMbI), HEOMNYLLEHNE ANYEK, CKONNO3 U
rmgpouedanua nerkon cteneHu, 3a4epKKa B PasBUTUMN U 3HAYUTENbHbIE TPYLHOCTU B
0byyeHuun. Y opyroro masbumnka TakKe Obliv reHUTaNUM NPOMENKYTOYHOTO TUMA, MasieHbKUI
NOJI0BOM YNIEeH, PACMONOXKEHHbIN MO MOLWOHKON, 3 OTBEPCTUE MOYENCTYCKATE/IbHOIO KaHana
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MOXET pucoBaTb BYKBbI, LMdPbLI M ANLLA, NEPENUCHIBATL C/I0BA M NMUCcaTb cBoe MmA. OHa Havana
nucaTtb B 7 €T 1 pasrnaabiBaeT KHUMM, HO He ymeeT YnTaTb. B 10 neT oHa Havyana noib30BaTbcA
KOMMbIOTEPOM U, KaK coobLiaeTcs, y Hee o4eHb Xopoluas namaTb. CTeneHb 3a4epKKu
YMCTBEHHOIO Pa3BUTUA Y 3TUX AEBOYEK BAPbUPYETCA OT YMEPEHHOM A0 TAXKENOM.

Peub u a3bIK

CTeneHb 3a4ep*KKM YMCTBEHHOIO pa3BUTUA BAUAET M Ha pedb pebeHKa. [aHHble Unique
MOKa3bIBAOT, YTO AETU C MEHBLUMMW OFPaHUYEHUAMM YYaTCsA TOBOPUTb U, A1A BbIPAXKEHUsA
CBOMX NOTPEOHOCTEN U KeNaHWM, NONb3YOTCA HE TO/IbKO OTAENbHBIMU CIOBAMM, HO TaKKe
MCMO/Ib3YIOT ¥KECTbl U NbITatoTcA HanesaTb. [leTu ¢ 60/1bLIMM KOIMYECTBOM OFPaHUYEHU He
o06nagatoT Nogo06HbIMM HaBbIKaMM 0BLLEHUS.

CupgeHue, cTOAHUE, ABUMKEHUE

[aHHble Unique NOKasbIBatOT, YTO Y AeTel ABHO BbIPAXKEHA 3a4ePXKKA B AOCTUKEHUN BaXKHbIX
3TanoB pa3suTUsA. Camblil paHHUI BO3PACT, KOrAa Majblll HAYMHAET CUAETb CAMOCTOATENIbHO, —
7 mecAueB, camblii No3aHUIM — 24 mecaua. Mo KpaiHel mepe oguH pebeHOK He MOXKET CUAETb
6€e3 NOCTOPOHHEW NoMoLLM B BO3pacTe 5 neT. M3BeCTHO, YTO OAMH MA/IbYMK Havyan Xo4UTb K
OBYM roa, Ho 60/IbLIMHCTBO poauTenet COObLW AT, YTo X pebeHKy noHaaobuaoch bonblue
BpemeHu. K4 unm 5 rogam HeKoTopble AeTH XOAAT C NOMOLLBbIO XOA4YHKOB M OPTe30B, HO ANA
OJINHHBIX UCTAaHUMI MM BCE PABHO HYXKHO MCMO/1b30BaTb MHBANUAHOE Kpecao. A oaHa
[,eB0OYKa, HANPOTUB, OYEHb NOBUT UrpaTtb B GyTHON.

Mpo6nembl co 340pOBbEM

Taso6eapeHHble cycTaBbl

HapyLleHune pa3sutua TasobeapeHHbIX CyCTaBOB BbIABAEHO Y 5 M3 9 yyacTHMKOB Unique. Y
OZHOTO MasibuMKa HabNOAAETCA OCTEONOPO3 U NPUoBpeTEHHasA ANUCMAA3MUA Ta306eAPEHHOTO
cyctasa, 060MM HyskHa onepaums, 4Tobbl OHM CMOI/IM XO4MUTb, @ 4BOE APYIUX B HAcToALLee
Bpems HaxoaaTca nog HabawoaeHvem.

3aboneBaHus cepaua

3abonesBaHua cepaLa pa3BUANUCh Y 5 fieTel, HO NPOLLIN eCTeCTBEHHbIM NyTem, No3ToOMy
XMPYPruyeckoe BMELLATeIbCTBO NOHAL06MNOCh TONbKO OAHOMY pebeHKy. Y Tpoux AeTeit
BblfiBNEH AedeKT NeperoposKu — 0TBepCTUME MEXAY KaMepamu cepALa, KOTOpoe 3aKPbINoCch
no3Ke camo. Y 04HOro Masibumka 06HapYKUAK LIYM B cepaLe nerkoit Gopmbl. Y ogHow
[EeBOYKM 0BHAPYKUIM OTKPbITbINA apTepuasnbHblii MPOTOK. B 4 roga eit caenanu onepaumio.
Bonee Toro, MMTpasbHbIM KNanaH y Hee COCTOAN TONbKO U3 IBYX CTBOPOK, BMECTO Tpex. Y
04HOro Manbilla 06HapyKMAM ManbdopmaLmio BeHbl FaneHa, Npu KOTOPOoK Kanuanapsl,
coeaMHSAIOLWME apTepMmu C BEHaMM B MO3TY, OTCYTCTBYIOT, YUTO BEZET K MOBbILLEHHOMY KPOBOTOKY
1 6onblUel HarpysKe Ha cepaue.

3aboneBaHuA noyek

[1Ba Manbilwa pognamnch ¢ HeobblYHO MaNEeHbKMMM MOYKAMU, U Y OGHOTO M3 HUX K 9 rogam
MOYKM HAYaNM yTpaumBaTb cBO PpyHKUMIO. OAMH pebeHOK POAMACA C OLHOW MOYKOW.

PecnupaTopHbie MHPEKLUU

PecnunpaTtopHble MHPeKLMM 0BbIYHO NPOABAAIOTCA Y AeTel, KOTOPble O4eHb YAaCcTO OTPbITUBAIOT
nuLLy, B pe3y/ibTaTe Yero oHa nonagaeT B nerkue. U3 Takmx geTei y Tpoux B BospacTe oT 6 A0
12 net HabnofaeTCA BblpaKEHHAA CKIOHHOCTb K TAXEI0M acTme.

Opyrue 3abonesaHusn
Y HeKoTOpbIX AeTel BCTpeyatoTca U Apyrue 3abonesaHus. Y AeTelt MOryT BO3HUKaTb Takue



HU3KMIA POCT; MaJieHbKan ro/oBa UM roioBa Heobbl4HOM GopMbl, 3a601EBaHUS NOYEK,
OTMEYEHHasn CKNOHHOCTb K aCTMe U TYroyXoCTb — Y TPOUX.

Touka pa3pbiBa B cermeHTe 13g32.3

B MeAMLMHCKON nTepaType onucaHbl TPM YesI0BeKa, B TOM YMcae My»KunHa 49 ner, ¢
HebOoNbWNM KOIMYecTBOM 06Lmx YepT. OanH pebeHoK poamaca npexaespemeHHo Ha 33
Hepene bepemMeHHOCTU. Y MaTepu B 3TOT nepuos Habaoaanocb manosogue. s Takoro cpoka
pebeHoK 6bln1 MafleHbKUM U UMeN HEODBbIYHbIE FEHUTANNW: Pa3aeeHHas MOLLOHKA U OYEeHb
MasieHbKMI1 NON0BOM YieH. BnocneacTBMM y Mabllla NOABUANCH Cepbe3Hble TPYAHOCTU €
KOpMAeHneM 1 pasBunach ractpoasodaranbHan peptokcHaa 60ne3Hb. PebeHoK oTcTaBan B
pasBUTMM, YTO OCOBEHHO CKa3anoch Ha ero peun. OH Ha4yan XoAWTb U NPOU3HEC NEPBOE C/I0BO
TONbKO B 2 roaa. Ero nHaekc passutua coctasnan 50.

Y BTOporo pebeHKka HabaoAanach cepbe3Han 3a4epKKa B pa3BUTUM, XOTA U 6e3 ABHO
BblpPaXKEHHbIX QU3UYECKUX OTKIOHEHWUI. Y MYKUMHbI 3payKM Dbl Pa3HOro pasmepa, OH
oTCTaBan B pa3BUTUK. Y Hero Hblaa KOCOIANOCTb NEBOW HOTU, UCNPAB/IEHHAA C MOMOLLBIO
onepaymmn. OH 6bIn HU3KOro pocTa. Tpu no3BoHKa cpocaucs (Rivera 1985; Urioste 1995; Van
Buggenhout 1999).

Cpeam yyacTtHmKoB Unique y Tpoux BbiaBaeHa geneums 13g32.3, a y 04HOMO M3 HUX K TOMY XKe
obHapyKeHa Aynankauma matepuana xpomocomsl 12. Mo cnosam poautenen, y Bcex aetein
OTMeYeHbl 3aZeprKKa Pa3BUTUA KPYMHOM MOTOPUKM, TPYLAHOCTM B 0OY4EHUN U, B OCOBEHHOCTY,
3a4eprKKa pa3BuTua peun. Y ogHoro pebeHKa Habatogaetcs amcnnasus TasobegpeHHoro
CyCTaBa, y Apyroro — pacuienieHune Heba (BONYbA NACTb) M OTCYTCTBYET OAMH CEPAEUHDBIN
KnanaH; y ABoux npobaembl CO 3peHNEM 1 Yy eLle O4HOro TyroyxocTb. YTo KacaeTcs
CNocobHOCTM K 06yyeHuto, y 12-neTHel 4eBOYKM cepbesHble TPYAHOCTU B 0OyYeHUN: OHa
MOKET CMUCbIBATb M NUCATb, HO HE YMEET YMTaTb; OHA NOJIb3YETCA KOMMbIOTEPOM, U Y Hee
XopoLas namsaTb. Ee cnocobHOCTb rOBOPUTL OTAE/bHbIE C10Ba CTabuabHO passuBaetcs (U).

lNMokasarenu pocra u Beca

[et 06bI4HO POXKAATCA ManeHbKMMK. [IoKa3aTenun Beca nNpu poXKAEHUN y AeTei,
3aperncTpupoBaHHbIx B Unique, Bapbupytotca oT 2126 r go 3401 r. JanbHenwmii poct
NPOUCXOAMNT C 33[,ePXKKOM, M POCT HEKOTOPbIX AeTel O4eHb MaNeHbKMI. TaK, LeBATUMECAYHBIN
MasibiLll HOCUA OAEXAY HOBOPOXAEHHOTO, a TPU CEMbM COOBLLMAN O TOM, YTO UX CTapLUne AeTH
ManieHbKoro pocta. PocTt 12-neTHelt AeBoYkM cocTaBaseT 120 cm. OgMH Manbunk NPUHUMAN
rOPMOHBI POCTa B TeYEHUE roAa, YTOObl YBENNYNTL CBOM POCT, XOTA YPOBEHb €r0 FOPMOHOB
pocTa 6bin B HOpMme.

BckapmnusaHue

B Unique 3apeructpupoBaHo HEMHOTO YeNoBeK C AaHHOM Aeneunel, No3TOMy HEBO3MOXKHO
BbIAEUTb 06LLIMe NPoBaeMbl MPU KOPMAEHWM, KOTOPbIE Bbl OTZIMYAUCD OT TaKKX XKe Npobiem
y Aeteit ¢ 4pYyrMmu XpOMOCOMHbIMU OTKIOHEHUAMU. o KpaitHeit mepe, y ogHoro pebeHka He
6b110 Npo61em C rpyAHbIM BCKAPMAMBAHUEM, U OHA NPOAO/IKAET XOPOLLO NUTaTbeA U B 11 ner.
Kak coobuiaetcs, y A4BOWX AeTell pa3Buaach ractpoaszodaranbHan pedatokcHan 601e3Hb.
3aboneBaHVe KOHTPOIMPYETCA C MOMOLLbIO KOPMJIEHUA TYCTbIMU HAMUTKAMU U Npr
cobtofeHUN NPaBUIbHOTO NONOXKeHUA pebeHKa Bo BpeMsa U nocae KopmaeHus. Ecav aTo
3abosneBaHne foNroe Bpems He MPOXOAMT, aHTauuAaHble (HelTpanmsumpyloLme KUCIOoTy)
NleKapcTea NoMoryT 3alWmTuTb nuwesos. OaHaKo oaHOro pebeHka KopMuan Yepes
ractpoctomy.

O6yueHue

Mo gaHHbIM Unique 3a8ep>Ka YMCTBEHHOTO Pa3BUTUA MOXKET UMETb Ty UM UHYIO cTeneHb. B
BO3pacTe 5 neT AeBOYKa XOAWT B 06LWe06pa3oBaTe/ibHYIO LWKOY, FAe noayvaeTt
WHAMBUAYANbHYIO MOMOLLb, CTapaeTCA NMUCaTb U TPEHUPYET HaBbIKM YTeHunA. [lpyraa AeBoyka B
3TOM »Ke BO3pacTe JOCTUraeT Lesei Ha ropasgo bonee HU3KOM yposHe. OanH pebeHok B 11 net
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pacnonarasoch He Ha roJI0BKe No/I0BOro OPraHa, a Ha ero HUXKHe NoBepPXHOCTK (rMnocnaamsa).
Y70 KacaeTcs aHyca, TO OH HaXxoAM/ICS B NPOTOKE PAAOM C MOLLIOHKOM. Y nocsieaHero masbymKka
TaKKe 6bln HebobLWOM No0BOM YneH u rmnocnaams (Turleau 1978; Kuhnle 2000; Luo 2000).

Tem He MeHee, O4MH YYacTHUK Unique c 3Tol feneument B cBov 12 neT NOAHOCTbIO 340P0B.
HecmoTps Ha To, UTO y Hero He crubaeTcsa 60/1bLIOK Nanel, Ha NPaBoWi pyKe, U Nepej, CHOM emy
NPUXOANTCA HaeBaTb KOPCET U3-32 UCKPVBEHUA NO3BOHOYHWUKA, HUKAKUX BPOXKAEHHBIX
0edeKToB y Hero He 0b6Hapy»KeHo.

MNMoka3aTtenu pocra u Beca

Mo nHdopmaumm, KoTopoit pacnonaraet Unique, €Ty YacTo porXKAakoTcs ¢ Hegobopom Beca,
XOTS 3TO HabtogaeTcs He y Bcex. Bec ogHoro HoBopoKaeHHoro coctasnan 3320 r. O6blvHO
33epXKKa pOCTa COXPAHAETCS, XOTA Yy ABOUX AeTel pocT Hopmanusosascs. Mocne ypeTpotomun
Yy 0ZHOro pebeHKa BOCCTaHOBMIACb HOPMAJibHas paboTa MOYEBOro My3blips, M NOKA3aTeNM BECa,
KOTOpble Bbl/IM HUXKE 04HOM NATOM NPOLEHTUAA, NPULLAX B HOPMY B TeYeHMe roga. PocT gpyroro
pebeHKa nocTeneHHoO HOPMaIM30BasCA K AEBATU rogam.

Epa n Kopmnenue

M3 Bcex aetelt, o KoTopbix Unique pacnonaraeT uHbopmalmMeit, TONbKO Yy ABOUX HE BO3HUKANO
TPYAHOCTEW C paHHUM KOPM/IEHWMEM, OAMH M3 KOTOPbIX YCNELWHO KOPMUACA TPYAblo 40 8
mecAues. OgnH pebeHoK cocan ¢ 60nbLINM TPYAOM, HO 3aTem cpasy 3acbinan. Emy gasanu
CLEKEHHOE MOJIOKO. PebeHKy, UCMbITbIBAOLWEMY TPYAHOCTH C MUTbEM U3 BYTbIIOYKM, AaaW
cneymnanbHoe npucnocobaeHne Ans BCKapMIMBaHWA AeTei ¢ paclienieHHbiM Hebom (Boaybs
nacTb). Ho, HECMOTPA HU Ha YTO, BCEe AETU NPUCMOCOBUAUC K TBEPAOM NULLE U, KaK
CO06LAETCA, HU Y OAHOTO U3 HUX HET NPOBAEM C MUTAHMEM, 338 UCK/IOUYEHMEM NPEANOUTEHWNI B
ege.

ObyueHue

® [leBoYKa B BO3pacTe 2,5 neT ymeeT pUCoBaTb KPYrM M IMHUK C MOCTOPOHHEN MOMOLLLIO U, MO
CNoBaM poauTenei, MMeeT XopoLlyto NamaTb. Y Hee paccesHHOe BHUMaHWe, a ypoBeEHb
YMCTBEHHbIX CMOCOBHOCTEN COOTBETCTBYET YMCTBEHHOMY Pa3BUTUIO BOCbMUMECAYHOTO
pebeHKa.

® B Tpu roga AeBoYKa CaMOCTOATENIbHO PUCYET KPYIK MU JIMHUU, HO HE YMeeT YUTaTb MU Nucathb.
Ee namATb ONMCbIBAIOT KaK OT/IMYHYIO. OHa xoauT B cneunanbHyo WKOoAy.

® B uyeTbipe roZia MasbyYMK Hayan pucoBaTb Kapakyau. Ceiduac emy yke BOCEMb, U OH y3HaeT
HeKoTopble BYKBbI, HO HE MOXET HU NPOYNTaTb, HU HANUCaTb UX. Y MasibyMKa OTINYHASA
[ONTrOBPEMEHHasA NamaATb, U eMy HPaBUTCA 3aNOMUHATL AJIMHHbIE U CIOXKHbIE CI0B3, a
3aTeM NPOU3HOCUTb UX B HY}KHbI MOMEHT. OH y4UTCA B CNeLManbHOM LWKOE, U Y HEro ecTb
[LOKYMEHT, MOATBEPKAAIOLLMI 0COBEHHble NOTPe6HOCTH B 06yUeHUN.

® B 6 /16T Ma/sIbiyMK He yMeeT pUCcoBaTh, YNTAaTb U MMUCATb, HO MOJIb3YETCA KPYNHOWM
KOMMbIOTEPHOM MbILLKOM. OH MOXET BK/IOUUTb KOMMbIOTEP, MO KAPTUHKE BOMTH B yHETHYIO
3anucb N0/b30BaTeNA U 3aMyCTUTb MPOrpPammy. Y HEro HenioXas NamaTb, CKAOHHOCTb K
My3bIKe, M OH I10BUT, KorAa ero xsanat. TOMUMO OCHOBHbIX 3aHATUI B LLKOJIE OH NoceLlaeT
[OMNOIHUTE/IbHbIE Pa3BUBAIOLLME 3aHATHA.

® B Lie/IOM Y 3TUX AeTel CTeNeHb 3a4ePKKN MHTENNEKTYalbHOTO Pa3BUTUA BapbupyeTca OT
YMEPEHHOM [0 TAXKEN0N.

Peub 1 A3bIK

® B /1Ba C NONOBMHOW rofa AeBOYKA BbIPAXKAET CBOM KeaHMA U YyBCTBA NPU MOMOLLYM 3BYKOB,

YKECTOB U 3pUTENbHOMO HaxoXKaeHua npeametos. OHa BbIrOBapuBaET OTAe/bHble cnoru: 6a,
Ma, na.



® B Tpu roaa AEeBOYKA Y¥Ke NOHUMAET UCMAHCKYIO M aHTIMMCKYIO peyb, HO CAMOCTOATENbHO
cn0Ba elle He ncnosb3yeT. OAHAKO MHTOHALMA U KeCTbl MOMOratoT el B 06LeHnn. Ha
[OaHHbI MOMEHT ee Cembs KAeT 0dULMANbHOIO NOATBEPKAEHMA AMArHO3a anpaKkcuu.

® B yeTbipe roga MmasbyvK Hayan roBopuTb. Ceityac emy BOCeEMb, M MPU PA3roBOPe OH TaKKe
Nonb3yeTcs 3ByKaMu U KecTamu. B peun oH B OCHOBHOM MCNO/b3YET NPEANOKEHUA U3 TPEX
C/10B, HO OH /IOOUT A/IMHHBIE U CNOXKHbIE C/10BA. Y HEro BO3HUKAIOT 60/blUME TPYAHOCTM C
APTUKYNALMEN 3BYKOB.

® B 6 1IeT ManbUMK UCMOJb3YeT OTAENbHbIE C/I0BA U MHOTAA CBA3bIBAET UX MO CMbICAY,
Hanpumep, «a06poe yTpo». OH XOPOLLO BOCMPUHUMAET pedb Ha C/lyX, HO O4YeHb
paccTpamnBaeTcs M3-3a TOrO, YTO Y HErO CAMOro He NOoJTy4aeTcs BbiPasuTb CBOM MbiCaW. Emy
TPYAHO yNpaBaATb CBOMM A3bIKOM, MO3TOMY BO3HUKAIOT TPYAHOCTU C YETKOM apTUKyAALmMei
3BYKOB.

® B 12 neT ManbyMK FOBOPUT, HO MOHMMAIOT €ro TONIbKO YNEeHbl CEMbM.
CupgeHue, cToAHUE, ABUMKEHUE

Becbma xapaKTepHOW ABNSETCA 3a4eprKKa Pa3BUTUA KPYNMHON MOTOPUKM Ha pasHbix cTaguax. Mo
naHHbIM Unique, ¢ 10-Tn mecALeB AeTU HauMHAIOT NepeBopaYMBaThCA, K cepeamHe BTOPOro
rofia CaMocTOATE/IbHO CUAAT, Yepe3 HECKOIbKO MECALLEB MOTYT ABUraTb Ta30M M NO3aTb U
HaYMHAOT XOAWUTb B BO3pacTe ABYX-TPEX C NON0BMHOM neT. O4HAKO 3TO He Bcerga Tak. [leBouka
Tpex neT yAMBASAET Bpayeli CBOel aKTUBHOCTbIO M CMOCOBHOCTLIO 6erath, a Ma/ibivK B BOCEMb
NIeT HEe MOXKET cuaeTb 6e3 noayluek n nepeasuraTbca 6e3 cneunanbHoM 0b6yBM U XO4YHKOB.
[pyroi wectnneTHnit pebeHoK Hauyan xoauTb B A,Ba C NOJIOBUHOW roAa, HO OH HeyBEPEeHHO
CTOWT Ha Horax, BbICTPO yCTaeT, a 414 UcnpaBaeHna GopPMbl HOF HOCUT HOXKHble 06XBaTbl U
HY»KZaeTcs B perynsapHon ¢pusnyeckon Tepanuu.

Mpo6aembl co 340poBbEM

NHdeKumnoHHble 3a6oneBaHuA

[etvt 60/1e10T MHOEKLUMOHHbIMM 3a60/1€BaHUAMM HaLLe, YEM OXKMAANOCH, @ camu 601e3HM
MPOXOAAT AOCTAaTOYHO TAXENO. Tak, ABOMM AeTAM, yacTo 6onetowmm OPBU, Tpebyetca
rocnutanusaumsa. [lpyroi xe noaxsatbiBaeT BUPYC 3a BUPYCOM, a y HETBEpTOro cnabbii
UMMYHUTET. Y oaHOro pebeHka bbl1a 06HapyeHa CBA3b MEXAY NULLEBOAOM U AbIXaTebHbIMM
nytamu (Walsh 2001).

Moukn

Y ogHoro pebeHKa paHblue 4acTo 06HapyKMBaANW ciefbl KPOBU B MOYE, YTO CBUAETENbCTBYET O
ONUTENbHbIX MHOEKLMAX MOYEeBbIBOAALLMX NyTel. Y apyroro pebeHka us-3a HebonbLMX NoYeK
yacro Habnoganca pedtoKe U3 MOUEBOro My3bipa B NoYkK. MoTpe6oBanock xupypruyeckoe
BMELLATE/IbCTBO.

AHOManum Pa3BUTUA NOZI0BbIX OPraHoOB

CumnTaercs, YTo reH, PacnooKeHHbIN NpubanM3nTenbHo B cermenTe 13933.2-g34, oTBeyaeT 3a
HOpManbHOE Pa3BUTUE NOJIOBbIX OPraHoB. Mpy OTCYTCTBUM AAHHOTO FreHa y AeTei HabatogatoTcA
HapyLleHWA pa3BUTUA reHUTaAniA. HapyLueHna BCTpeyatoTCa Kak Y MasibiMKOB, TaK U Y AeBOYEK,
HO Y ManbYMKOB OHM BblpakeHbl 6osiee ABHO. HapyLueHne pa3BuUTMA reHuTanuii oo
obHapy»KeHOo y TpeTu AeTei, 3apernctpmpoBaHHbix B Unique. CyuiecTByeT Lenblit pag,
OTK/IOHEHWIA TaKUX, Kak rMnocnagua (HapyKHOe OTBEPCTUE MOYENCTYCKaTENbHOrO KaHana
pacnonaraeTca Ha HUXHEeW NOBEPXHOCTU NOJI0BOTO Y/IEHA), O4EHb MAIEHbKUIA MOJIOBOM YNEH,
pasfaeneHne MOLLIOHKM U PacnosioXKeHne NoN0BOro YieHa Noj MOLIOHKON. Y AeBoyeKk —
pasgeneHHan MaTka, yBEIMYEHHbIV KAUTOP, @ TaKXKe OTCYTCTBUE BAArainLLHbIX CKNAZ0K.

Mpu poxKaeHUn y pebeHKa MOXKET OTCYTCTBOBATL aHYC (Hapy»KHOe oTBEPCTUE NPAMOM KULLKMK),
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He NONHOCTbIO pasBuTa. Mpu 3TOM, y AeBOYEK NPOTOK NPAMOW CBOW CNyx0BOW annapar,
KULIKM MOKET UMETb BbIXOZ, BO B/AraauLLe, a y MasibinMkos — B ¥eBan ero, Mor NoTepATh, 1
MOLLOHKY. B pefiKux cyyasnx, HECMOTPSA Ha o4YeHb 6M3Koe pasHuLpbl 0coboii He Bblno.
pacnono)eHue aHyca K MOLLOHKe, OH pa3BMBAETCA HOPMasibHO Ceiluac ero cnyx

(Urioste 1995; Bartsch 1996; Kuhnle 2000; Walsh 2001; Unique).  yayuwwunca, n emy
NPUXOAMUTCA HAafEeBaTb
CNIyXOBOM annapar, TO/IbKO
€C/I1 OH MPOCTY}KaeTca 1
[0/ITO He MOXKeT
BbIJIEYMTHCA.

K npo6siemam co 340pOBbEM OTHOCAT TaK¥Ke UCKPUBIEHUE
NO3BOHOYHMKA, KOTOPOE HAabNOAAETCA Y OTAENbHbIX Ntofel
(3ameueHo y ABOUX AeTeil, XMpypruyeckoe BMeLaTensCTBo He
TpebyeTca), KOCONANOCTb M 3K3ema B TAXKes0M popme.

Cnyx

[lBoe feTei HoCMAM CyXoBble annapaThbl, HO Y OAHOIO U3 HWUX B 6 IET CAYX YAYYLLUACA, 1
CNyX0BOM annapat emy Honblue He Hy»eH. Kpome Toro, y 04HOro 13 HUX YCTaHOB/IEHbI TPYOKM
AN BEHTUAALMM CpefHero yxa (ywHble TpybKK), a y BTOPOro 66111 YacTble yLIHble MHOEKLUH,

nospexaatolme 6apabaHHble nepenoHku. [lpyroi pebeHoK, HanpPoTUB, OYEHb YYBCTBUTENEH K
3BYKaM.

3peHue

M3 Bcex aeTel, 3aperucTpmpoBaHHbIX B Unique, CTPYKTYpHbIY gedeKT rnas 6bin obHapyKeH
TONbKO Y 04HOro pebeHKa ¢ acTUrmaTusmom. Y asoux Habaogaetcsa cTpabusm (Kocornasme), ny
0/4HOr0, BO3MOXKHO, 6/IM30PYKOCTb BbICOKOM CTEMEHU, XOTA AMATHO3 eLLe He NOCTaBAeH.

Touka pa3pbiBa B cermeHTe 32
“  OuyapoBaTenbHbI CMEX U JOCTAaTOUHO CMOKOIHbIN XapaKTep.

Paliyen NocToAHHO cMeeTcA U NoeT, PAAOM C Hell oueHb Becenio. OHa OYeHb ApKan, U y Hee
6yayT 6onbwme ycnexm - 12 net

KnnHuyeckasa KapTuHa y itoeli C TOYKOM pa3pbiBa B cermeHTe 13932 o4eHb CUbHO
pasnunyaeTca.

Mpegnonaraercs, 4To Aeneuma Ha yyactke 13932 BegeT K TAXKenon Gopme MHBANMAHOCTH, HO,
cyasa no uHpopmaumm Unique, 3To nponcxoamT He Bcerga. [oMMMO OCHOBHbIX NPU3HAKOB,
XapaKTepHbIX ANA AeneLumii c To4Kamu pas3pbliBa B cermeHTax 13933 n 13934, oCHOBHble YepTbl
[AHHOW Aeneunn, onucaHHble B MEAULMHCKON NUTepaType, BKAOYAIOT B ceba cnegytollee:
MeAJ/IeHHbI POCT MOC/e POXKAEHWUA, NPUBOAALLMI K MafIeHbKOMY POCTY M BECY; ManeHbKan
roNoBa HeobbIYHOM GOPMbI, MHOTAA HABAOAAETCA HU3KAA IMHUA POCTa BOIOC Ha 1By naun
o4yaroBas anoneumn; HeJ0Pa3BUTUE HEPBHOW TKAHW, KOTOPaa COeAMHAET fABa NOayLWapua Mo3ra
(areHe3ns mo30aMCTOro Tena) UAn gpyrue CTPYKTypHble aHOMaMK MO3ra; Ype3MepHbI pocT
BOJIOC Ha Te/ie; TYroyXoCTb; HeAopa3BuTMe 6ObWMX NANbLEB MU UX OTCYTCTBUE, UK Apyrue
aHOMaNIUM CTPOEHUA PYK UK HOT; 3abosieBaHmMA cepaua; 6one3Hu r1as, Hanpumep, oTcyTcTBUe
pagyKu; cKonmos n Koconanoctsb (Telfer 1980; Wilson 1984; Al-Awadi 1985; Brown 1993;
Grindel 1999).

B Unique Ha HacTOALLMIA MOMEHT 3aperucTpupoBaHo 9
y4YaCTHMKOB B Bo3pacTe oT 3 Ao 14 net c Toukom
pa3pbiBa B cermeHTe 13g32. Y wectn 13 HUX geneuns c
TOYKOW pa3pbiBa B cermeHTe 13932, a y ABOMUX
06Hapy*KeHbl OTKNOHEHUSA U B APYTUX XPOMOCOMaX. Y
TPOMX U3 HUX TOYKA paspbiBa B cermeHTe 13932.3.
NHPpopmauua, nonyyeHHan oT cemein-y4acTHuLL,
NOMOraeT BbIABUTb OBLLYIO KIMHUYECKYIO KapTUHY. Y
NATU U3 AEeBATU AeTel BbliABMEHbl cepleyHble
3a6071€BaHMA U HApyLUEHUA Pa3BUTUA Ta306eapEeHHbIX
CYyCTaBOB; Y YeTBEPbIX AeTel yXyALWeHNE 3peHNa U
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