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I[yrmmcaunn KOPOTKOI'O 1J1e4a XpoMoCOMbI 8
(8p)

Jynnukanuy KOpoTKOTo Imieda XpoMocoMsl 8 (8p) — peakue
TCHETUYCCKUE HAPYIICHUS, IPH KOTOPHIX B OJHOH U3 46
XPOMOCOM 00pa3yeTcs JOTOJHUTESIBHBINA TeHETUYeCKUN
MaTepuai. IMEeHHO HaJIu4Yue JOMOJHUTEIBHOTO MaTepraa B
XPOMOCOME YBEIHUYMBACT PUCK BOSHUKHOBEHHUS TAKUX
npo0JieM, KaK BPOXK/ICHHbIE TE(EKThI U 33ePIKKa B PA3BUTHH.
OnHaKo, Mpu IyIUTHKALHUIX 8p MHOTOE 3aBHUCHT OT TOTO,
KaKOW y4aCTOK XpOMOCOMBI YIBOCH U HE OOHapyKeHa I
TaKas ke JYIUTUKAIHS y OJHOTO U3 POAUTEINCHH. Y HEKOTOPBIX
JFo/iel HeT po0IIeM CO 37I0POBbEM, U OHU Pa3BUBAIOTCS B
COOTBETCTBHUH C BO3PACTOM, B TO BpeMs KaK y JIPYTUX B
0OJBIICH WM MCHBIICH CTCIICHH MYTUTHMKAIUN MPOSBISIOTCS
pa3HoobOpa3ueM (PEeHOTHITHYECKOI KapTHUHBL.

NpUMeYaHue

XPOMOCOMBI — 3TO MUKPOCKOIIHIECKUE CTPYKTYPBI
KJIETOYHOTO $1/Ipa, HECYIINE TeHETHIECKyI0 HH(pOopMaLHio. Y
Ka)KJJOH XpOMOCOMEI €CTh KOPOTKOE Iu1ed0 (p) B BEpXHEH
YacTH U JUIMHHOE T1e4o (q) B HIKHEH. [ToMrMo 1010BBIX
xpoMocoM X U Y, CyIIECTBYIOT XPOMOCOMBI, KOTOPBIM
MIPUCBOEHBI HOMepa 0T | 10 22, 0T camoit 00O 10 caMoif
MaJeHbKOM cOOTBEeTCTBEHHO. OT Kax10i u3 23 map ogHa
XpoMOcCOMa HacJeayeTcs OT 0TI, a Apyrasi OT MaTepH.

V moaeit ¢ nymiaukanueit 8p yABOSH y4acTOK KOPOTKOTO
ieya 8-i xpomocomsl. [lpu 3ToM apyras xpomocoma 8, Kak
MPaBIJIO, HE U3MEHEHa. JlyIIHKaIMIO BCETO y4acTKa
KOPOTKOTO IIJIeda HHOTAA Ha3bIBAIOT TPHCOMUeii 8p.

OcHOBHBIE NTPOSIBJICHUSA
vy HCKOTOPBIX J'IIOI[Cﬁ ¢ HEOOJIBIIMM KOJIMYECTBOM
JAOMOJIHUTEJIbBHOTO T€HETUYCCKOT'O MaTepraia B KOHKPETHBIX
JIOKYyCaX KOPOTKOI'O IJI€Ya XpOMOCOMBI 8 Her HpO6J’I€M co
3JI0POBLEM, UX Pa3BUTHE COOTBETCTBYET BO3PACTY, U Y HUX
POXKIAIOTCS 310pOBbIe 1eTH. OCOOCHHO 3TO OTHOCHUTCS K
CEMbsSM, B KOTOPBIX Yy pa3HbIX YJICHOB TaKas K€ AYyIJIMKaIus,
1 BCE€ OHU 3J0POBLI. Ecth HEKOTOpas HEACHOCTb B TOM, KaK1e
061111/16 MPpOSABJICHUA Ha6J'IIOI[aIOTC$I Y Apyrux HIOI[Gﬁ, HO, I10-
BUAUMOMY, BKIIFOYAKOT CJICAYIONIUEC YE€PThI:
3anepiKKa B pa3BUTHH
TpynHoct B 00y4eHNH
Bsi10CTh CKENETHBIX MBI Y MIIAJACHIEB (THIIOTOHHS)
BHyTpeHHnE OpraHs! 00BIYHO HE TTOPAXaroTCs, OTHAKO
OIMH PEOSHOK U3 TISITH POKIAETCS C TIOPOKOM CepAIa
OTCyTCTBI/Ie WX UICTOHYCHHUC ITyYKa HCPBHBIX BOJIOKOH,
COCIMHAIOMIETO ABa MOJyIIapusa Mo3ra. Taxk HazeIBacTCA
Ar€He3usA MO30JIMCTOI0 TE€JIa, KOTOPYHO MOKHO
OGHapy)KI/ITL IIpyu CKaHUPOBAHUU I'OJIOBHOI'O MO3Ta
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NpUMeYaHue

18

pebeHKa

XapakTepHble 4epTHl JInma (CM. cTp. 5)
JApyrue BapuanThl 1ymiankanum 8p
INocnencTBust AynmuuKauyu 8p B OCHOBHOM 3aBHCST OT
TOT0, KaKOH MaTepual ObUT YJIBOSH U B KAKUX NMEHHO
MecTax (TOYKax paspbiBa) OblUIa MOBPEXkKICHA
XpoMoOcoMa. XapaKTepHbIe 0COOEHHOCTH, YITOMSHYThIC
B 3TOH Oportope, ObUTH 00OHAPYKEHBI Y JIFOJCH C
IyTUTHKAHeH 3Ha9MMOoTo ydacTka 8p. ['eHeTnk nim
KOHCYJIBTAHT 10 TCHETHYECKUM BOIPOCAM MOTYT
OOBSICHUTB, TIIe HAXOIATCA TOUKH pa3peBa JJHK y
YICHOB Ballleil CEMbHU, YTO MOXET IIOMOYb OTPENICITUTh
TMIePCIIEKTUBHI Pa3BUTHSI BAILIEr0 peOCHKA.
VY opHUX Nrosiei BCsl WK O0JIbIIast YaCTh XPOMOCOMBI 8p
COEJMHEHA C IPYroi XpoMOCOMOM. Y Ipyrux B
MIPOTSDKEHHON XpoMocoMe 8p UMeeTCs yIBOCHHBIN
Mmatepuan. Ho, mo-suanmMomy, 3To HE UrpaeT OOIbIIOH
PO IS IPOSBICHUH HAPYIICHHS.
YdeHble NBITATNCh YMEHBIIUTD YIaCTOK XPOMOCOMEI 8D,
KOTOPBIN OKa3bIBacT HAMOOJbILIEE BINSHAE, OJTHAKO
TOYHBIX U TOCTOBEPHLIX PE3YJIbTATOB BCC €LIC HCT
(Engelen 1995; Fan 2001; U).
Hwke npuBeicHbI 0COOBIC BUIBI AYILUTUKAIHH 8P.

Inv Dup Del 8p (MUnBepTHpOBaHHAasI

AYIUIMKAUA U Aejenus 8p)

HekoTopskie 01 ¢ JOTMOJIHUTEIHHBIM TeHETHIECKUM
MaTepHajJoM Ha XpOMOCcOMe 8p UMEIOT 0coOyIo
XPOMOCOMHYIO TIEPECTPOIKY, KOTOpasi Ha3bIBAETCS
HMHBEPTUPOBAHHOW AYIIMKALMEH u neneuuent 8p,
cokpaieHHo inv dup del 8p.

V Takoil 0CII0KHEHHOHN JYIUIMKALUH:

Xpomocoma 8

1 Bonbmoii yuactox 8p o6suno yasoes (dup for
short). Tak KaKk y 3TOTO JIOMONHUTEIBHOTO yIaCTKA

233
232
23.1
22
213 Sp
212 (kopoTkoe
21.1 nj1e4o)
12
N&Ba
.21 373
8q
(nuHHOE
nj1e4o0)
NuBepTupoBanHast

HalpaBJIeHHEe, IPOTUBOIIOJIIOKHO HCXOJIHOMY, €ro AYIULIMKAUUsA M JeJI1eust

Ha3bIBalOT MHBEPTHPOBaHHBIM (inv for short).

2 OTcyTCTBYET KOHEL KOPOTKOTO Iieya 8p
(menerust, umm del for short).

3 Jly6nuuupoBaHHbIe y4acTKU pa3ieeHbl

p1m s

ydacTkoM 8p23.1, KOTOpHIi He moJIBeprajcs p1L22

NYTUTHKALIAA ¥ JCIICIIHH.
VY mopeii ¢ inv dup del 8p Takue xe ocobeHHOCTH,
YTO U y APYTHUX JItOJIeH ¢ TyIUIMKauuen 8p, 01HaKoO
MEPBBIC CTAIKUBAIOTCS ¢ 00JIee CEPhe3HBIMU
OCJIOKHEHUSIMH. TOYHO HEU3BCCTHO, HO HEKOTOPHBIC
YUYEHBIE TPEAIOJIAraT, YTO MOCICACTBUS IPAMON
OYTUTUKAA 8p 0OBITHO MEHEE TSDKEINbIE, YeM
MOCTICICTBUSI UHBEPTUPOBAHHOM.

ns)

8p

E (2 —  del(8)p23.1->pter)

Y4ACTOK € OIHOI

g dup(8)(p11.22->p23.1)
P

inv dup
del(8p)




I'pynna Unique ony0i1koBaia OTAEIbHYI0 OPOIIIOPY ITPO HHBEPTHPOBAHHYIO npuMevYaHue
JNYTUTUKALIUIO U ACTIELUIo 8p.

HopmasibHble (3yXpoMaTUBHbIE) BaApUAIUA

YV HEKOTOPBIX ceMel NOMOJHUTENBHBIN FT€eHETUUECKUI MaTeprai Ha yyacTke 8§p23.1
HATIOMUHAET ITYTUTUKAINIO, OJJHAKO IpH O0Jiee TOYHOM MOJIEKYISIPHO-TEHETHIECKOM
aHaJIN3e BBIICHIUIOCH, YTO 3TO a0COMIOTHO O€30TIacHBIN BApHUAHT YHCIIa KOTHN
kopoTkoro orpe3ka JJHK Ha yuactke 8p23.1. Y GONbIIMHCTBA JIOACH SCTh JBE
KOIIMH 3TOTO y4acTKa Ha 00EuX XpOMOCOMax 8, KOTOPBIE B CYMME JIAI0T YEThIpe
kormu. OTHAKO Y HEKOTOPBIX JIOAEH MOXKET OBbITh BCETo JIMIIb TPU KOIIHH, 3 MOXET
OBITh Take ceMb. B penkux ciydasx y cemeit 0but0 oOHapy»eHo oT 9 1o 12 komuii,
KOTOpBIE MMPAKTHICCKH TaKUe JKe, KaK HACTOSIINE TyTUINKAINY ydacTka 8p23.1
(Barber, 2005). I13-3a BHEIIHETO CXOZCTBA YUCHBIE PACXOASITCS BO MHEHHAX 00 X
saagnMoctu. (Tsai, 2002; Kennedy, 2002).

Jltogu ¢ GOMBIINM KOJMYECTBOM TaKUX KOIHIA 3JOPOBEI U pa3BUBAIOTCS B
COOTBETCTBHUH C BO3PACTOM, a XPOMOCOMHBIE HapYIICHHsI TAKOT0 POja, KaKk MPaBUIIo,
HaxXOJAT CIIydallHO. Y BEIMUYEHHBIM FeHETUYECKUI MaTepual COACPAKUT TPU I'eHa,
KOTOPBIE UI'PAIOT BaKHYIO POJIb B UMMYHHOM CUCTEME, U IOILyCKAETCs
BO3MOKHOCTb, YTO Y JIFOJICH C OOJIBIIUM KOJMYSCTBOM TAKUX KOIHIA MOBBIIICHA
compoTuBIsIeMocTh K nHpeknusM (Barber 1998; Gibbons 1999; Barber 2000; Hollox
2003).

He3naunrtejabHble 1 6e33pe)1HLIe AYIUIMKAUU, nepeaarnumecs 1mno

HACJIEICTBY

Y HEKOTOPHIX ceMelt OB OOHAPYKEHBI APYTUE BUIBI AYTUTHKAIHA, KOTOPBIC
abcomoTHBI 0e3onacHbl. OHM OBUTH HaWCHHI B TOKycax oT 8p22 mo 8p23.1 u ot
8p23.1 no 8p23.3 (Engelen 1995; Engelen 2000).

Emre oque 6e3BpeaHbIN BUI QYTUIHKANMN Ha ydacTke 8p22 HegaBHO ObIT 0OHApYXKEH
y Jr0Jied B TpeX MOKOJIEHUAX OJHOM U TOM K€ CEMbU, HU HAa OJTHOTO 4JIEHa KOTOPOU
HAJINYKE AOIOTHUATEILHOrO MaTepraia He nmoriusio (Chan 2005).

JApyrue He3HAYUTEIbHbIE NYIVIMKAIUM, NEPeAaloIIHecs 1Mo

HACJIeACTBY
B HEKOTOPBIX CEMBSIX 3[J0POBBII POAUTENH MOXKET IEPEAATh 110 HACIECTBY
IyIUTMKAIHI0 Mexay ydactkamu 8p21.3 u 8p23.1 pebeHky, y KoToporo Oyzaer
3a[iepKKa B Pa3BUTHU WIIH BPOKACHHBIN Te(heKT, 3aTparuBarOIAi JaIie BCero
cepaie. [ToqoOHOE MOXKET MPOU30MTH C POIUTEISIMA, IMEIOIIHX TYTUTHKAIIHIO BO
BCEX KJICTKAX HJIM TOJIBKO B HEKOTOPBIX M3 HUX (SIBIICHHUE, HA3BAaHHOE
MO3aHIU3MOM).

BonbImMHCTBO HACTIEACTBEHHBIX AYTUIMKAIIUI ObLTH OOHAPYKEHBI B TCHETHIECKOM
Marepualie BEpXHEro yuacTka KOPOTKOro rieda XpoMocoMbl. OTHAKO TaKke
coobmanock 00 OTHOCUTEIHHO 0€300MIHOM qYTUTHKAINK MEXy ydacTkamu 8pl2 u
8p21.1, oOHApY>XKEHHOH Y B3pOCIIOTO YETIOBEKa CO CJIa00 BRIPAKEHHOM 3aJIEPIKKON B
pa3BUTHH U Oe3 ITPo0IIEM CO 3J0POBBEM.

B MenuumHCKo# muTeparype ecTh MpeIIoJIOKEeHHUS, YTO y peOeHKa MPOSIBICHUS
IYTDTAKAIAN ¥ BPOXKICHHBIC IE(PEKTHI BRIPAXKECHBI ¢1a00, HO 00 3TOM HEIb3s
TOBOPHTH C YBEPEHHOCTBIO, TaK Kak, 110 KpaiiHel Mepe, B OTHOM ciiydae y peOeHKa,
yHacJIeIoBaBIIero qymukanuto §p23.1 ot oTma, nposBiIeHUs! ObLTH SPKO
BeipaxkeHbl. (Dhooge 1994; Engelen 1995; Brooks 1998; Moog 2000; Fan 2001; U).
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puCK GOPMUPOBAHKS APYTHX BUIOB AYIUTMKALUHA WM JEIEINH XPOMOCOMHOTO
MaTepHana.

B HEKOTOPBIX CEMBSX y OJTHOTO POAUTENS Oblila cOaTaHCUPOBaHHAS TPAHCIOKALHS
MEKAY ABYMS (MJIM B OT/AENBHBIX CITy4asx OOJIbIIe) XpOMOCOMaMH. XPOMOCOMHBIN
Marepua MepecTporICsl, HO IIOCKOJIbKY HUYEro He ObLIO AYIUIMIUPOBAHO HIIH
JIeTIETUPOBAHO, Y POAUTEIS HET IPOOJIEM CO 30pOBbeM. Y TaKUX POAUTENeH OyIyT
JETH ¢ HOPMaJIbHBIMU XPOMOCOMAaMH WU € TAKOH ke cOaTaHCUPOBAHHOM
TpaHcIoKamuel, kak 1 y Hux. OnHako npu GOpMUPOBAHUH SHIEKIECTKH WIN
CIIEPMAaTO30H 3 BO3MOKHO, YTO XPOMOCOMHOT'O MaTepHaa OKaKETCs CIUIIKOM
MHOTO MJIM CIIMIIKOM MaJIo.

B MenuumHCKoit tuTepatype onmcaHo 00JIbIIOE KOJIMYECTBO IPYTHX CIy4aes, B
KOTOPBIX Majias AyIuIuKanus 8p Oblia nepenana peOeHKY HapsIMyIO OT POIUTEIS.
EcTb Tpu OCHOBHBIE TPYIIIBL:

1 ceMbH, B KOTOPBIX y 3/JOPOBBIX POAUTENCH OfMHAKOBAs AyIUIMKAIs. Takum
00pa3oM, 1o KpalHel Mepe B 3TOi ceMbe OHa HE MPEICTABISIET OMTACHOCTH.

2 ceMbH, B KOTOPBIX 3/10POBBI POJHUTEIB MIEPEAACT TAKYIO JKE NYTUTHKANIO
pebeHKy, Ha KOTOPOTO OHA OKa3bIBaeT HE OUCHb CHIIbHOE BIMsHUE. Hemnb3st TOUHO
OTIPEEINTh, BO3HUKAIOT JIN MPOOJIEMBI y peOeHKa N3-32 XPOMOCOMHOT'O HapyIICHUS
WX 9eT0-mubo JpyTroro.

3 ceMbH, B KOTOPBIX AYIUIMKAIHS SBIISETCS €CTECTBCHHBIM BAPHAHTOM M HU HA YTO
HE BIIHSCT.

16

Kak yacro BcTpevaercst Aynjaunkanusi 8p?

KoneuHo, nymiukanuu 8p BCTpeyaroTcsi 04€Hb PEKO, HO HEJb3s CKa3aTh TOYHO, TaK
Kak 3I0pOBbIE JIFOIH U JTI01 Oe3 HapyIIeHuH He oOciienytoTces. IHBepTHpOoBaHHas
nymmkanus u generwst 8p.(Inv Dup Del 8p) siBisieTcst oqHEM U3 caMBIX
pacnpoCcTpaHEHHBIX BUIOB IYIUIMKALMH U, IO OLICHKaM, CPEIH HOBOPOXKICHHBIX

nereit BcTpedaeTcs ¢ yactoToit ot 1:22000 mzo 1:30000.

Mo:kHO 1M pacno3HaTh IyIJIMKAIMIO BO BpeMs 0epeMeHHOCTH?
Jetu ¢ nymnukanuei 8p, Kak U Ipyrue AeTH, PO>KIal0TCs B CPOK WIH B Ipeenax cpoka. bour
OITMCaH CITydail IpekAeBpeMEHHBIX POJIOB Ha 34 Heselne, HO PUCK MTOBTOPEHHMS ITOJ00HOH

CHUTYAaIlUH HE BBIIIE, YeM IPH JIF000U Ipyroit 6epeMEeHHOCTH.

U3 11 cemeii-yuactaun Unique, 1Boe neTelt poIMIIUCh
npexaeBpeMeHHo Ha 34 unu 35 Henene, a 1Boe Ha 37
Hererne. Y JIByX MaTtepeli HaOIIoaanock MoBhIIIeHHE
JIaBJICHMS, a Y OJTHOH yBeJIMYeHHEe 00beMa OKOJIOTIIOIHOM
KHUIKOCTH (MHOTOBOAME). PocT 1 Bec OonbIIMHCTBA AeTei
COOTBETCTBOBaNI HOpMe. B nccnenoBanusax Unique
1oKa3aTesid Beca BappupoBayiuch oT 2183 1o 4138 rpammoB
(Allen 1982; U).

Kak 310 MOkeT MOBJIHMATHL HA MOEIro

HOBOPOKIEHHOI0 pedeHKa?

Tak kak sIBHbIE BPOKACHHbIE Ae(EKTHI y AeTeil ¢
JOyIUTUKanueH 8p BCTpedaroTes peiKo, OONBIINHCTBO
JleTel KaKyTcs 340pOBbIMU IIpU poxacHuU. Tem He
MeHee, KOoTia Bbl OyJeTe JiepKaTh CBOEro pebeHka Ha
pyKax, OH MOKET ITOKa3aThCs BaM OOMSKIIUM U
BsJIbIM. IIpunHOM SIBIIIETCS COCTOSIHUE, HA3bIBAEMOE
TUIOTOHHUEH, IPH KOTOPOM CKEJIETHBIE MBIIIIIBI HE
OTBEYAIOT Ha CUTHAJIBI, 10JJaBAEMBIE MO3TOM.
MHorue aeTH 1iadyT, caado cocyT Ipyib, IIEpPBOE
BpEMsI UM TPYJHO COCaTh U MIOTaTh OJHOBPEMEHHO.
Y HEKOTOPBIX AeTell ecTh 0COOBIe IPU3HAKH,
CBOWCTBEHHBIE TYIUIMKAIIUHU 8P, KOTOPBIE, KaK
MpaBUIIO, HE BIUSIOT Ha pa3BuTue. HekoTopele netu
UMEIOT TITy0OKHe CKIIa K1 Ha JTaJJOHAX WIH CTYIHSX,

“ Hecmomps na mo, umo
OHA He 3aKpuyand nocie
PpodicOenus:, oHa dvlia 8
CO3HAHUU U CPA3Y Jice
HAuaNa paccmampusams
6ce 8okpye. Y nee He OvLI0
MUNUYHO20 «OeMCKO20»
BLIPAdICEHUS TUYA,
8bIpadiceHue Ha ee auye
6ce20a ObLIO CePbEe3HLIM.
Ona ne cmesinace, ne
niaKana, He jenemaind,
oaoice He Kaald HuYe2o cebe
6 pom. Hecmomps na mo,
ymo ona ObLIA YeM-mo
VeleueHa u cocpedomoyend,
OHA NOYMU He U30a6ald
38yK08. Ee ouenv
uUHmMepecosanu uya u pyKu
nooetl. Ona mak 00120 u
IPUCMATILHO CMOMPeENd HA
Jaooetl, 4mo um

L
CMAaHOBUJIOCHb HENIOBKO.

0COOCHHO MEX/y OOJIBIIMM M BTOPBIM TaJbIIaMH HOT. Y HHX TaK)Ke MOT'YT OBITh
WCKPHBJICHHBIC MAJbIBI PYK U BBITHYTHIH BHYTPh MU3HHELI.

Cpenu SIBHBIX BPOX/ICHHBIX JIe(DEKTOB, ONMCAHHBIX paHee, TAKXKe HaOI0NA0TCs:
paciiennHa HeOa/TyObl, maxoBasi rpbbka (MHIBHHAIbHAS ), HEOOBIYHO N30THYTHIE
CTOIIBI WJIM BBITHYTBIE HAPYXKy CTOIIBI 0e3 cBo/ia (I10/] HA3BAaHUEM CTOIa-Kaydalka)

(Gibbons 1999; U).
BuemHocThb

ITo mMepe B3pocaeHns OOMBIIMHCTBO AETEeH C TyITUKAIMEe XPOMOCOMBI 8P BHEIITHE
OyZyT HEMHOTO OTJINYATHCS OT CBEPCTHUKOB. TeM HE MEHee, OTMEYaroTCs
HEKOTOpbIe (PEHOTUNHYECKHE YEPTHI, XapaKTepHBbIE IS IeTeH C TyTIHKanneit
XpOMOCOMBI 8p. BoNBIIMHCTBO M3 HUX HUKAK HE BIMSIOT Ha peOeHka. Jlokropa
BBIIENISIIOT 3TH Y€PThI, TAK KaK OHU IOMOT'al0T B IOCTAHOBKE BEpHOro Auarnosa. K
HUM OTHOCSITCSI: BBICOKH, KPYTJIBIH JI00, BBICTYIAIOMINI HOC C MINPOKOH
MIEPEHOCHIIEH U B3JIEPHYTHIM, HEMHOTO JTYKOBUIICOOPAa3HBIM KOHUYMKOM, IITMPOKHUIH
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POT ¢ IyXJIOH, Ja)ke HEMHOT'O HalyTOM HIDKHEH Ty0oH, a TakyKe KOpOTKast IIesl.
Bonee BaxxHas uepra — MaJleHbKasi HUKHAS
YeIOCTh, KOTOPAast MOXKET BIIOCIICICTBHH
JIOCTaBUTH HETPUATHOCTH, €CITH YETFOCTH HE
COTIPUKACAIOTCS, KOTJIa POT 3aKPHIT.

Pocr

MHorue XpoOMOCOMHBIE HapyIlIEHHs BIUSIOT Ha
POCT, TIO3TOMY JIETH U B3pOCIIbIE OOBIYHO
HEBBICOKOT0 pocTa. Ho mocnencTBus qyniaukanuu
8p I0OBONBHO M3MEHUYUBBI, 4TO MO3BOJISET
TIPEIIOI0KUTE, UYTO 3TO HapyIICHHE He OKa3bIBACT
CHCTEMaTHYEeCKOTO BIHUAHUS Ha pocT. Cpenn
B3pOCTbIX WieHOB Unique ecTh )KEHIIWHA C POCTOM
147 cm - Ha 20 cM HMXKE CPEHETO POCTA B3POCIION
JKEHITUHBI. B TO BpeMs Kak poCT OHOTO MOJIOJIOTO
yenoBeka 185 cm, 9to Ha 12,3 cM BbIIIE CPEAHETO
o pocta ansa Myx4uH. Het HUKakux paznnyuii mo
noiy: K uaeHaM Unique OTHOCATCS BEICOKUE
JKCHIITUHBI 1 HEBHICOKHE MYXYMHBI C TYTUTHKALNCH

Koz aboNTRE)

I'paduk, nokaspiBarommii
3aMe/JIeHHe POCcTa Ha
BTOPOJi H TPETHi roJ 8p.

AT Hecmotpst Ha TO, 4TO JETH POXKIAIOTCS C
COOTBETCTBYIOLINM HOPME BECOM, B paHHHE
MeCSLbI )KU3HH OOJIBIIUHCTBO JIeTeH ¢ AYIUIMKALel 8p UCTIBITHIBAIOT TPYIHOCTU BO
BpeMsi KOpMIIeHHs U Habopa Beca. Bpaun Ha3bIBalOT 3TO OTCTaBaHHEM B (PU3NUECKOM
pa3Butun. OrcraBanne B GU3NUECKOM Pa3BUTHH — BaXKHBIN (pakTOp, OTMEUCHHBIH B
pocTe OONBIIMHCTBA A€TEH HAa PAHHUX T0JlaX >KU3HH.

Ena u nuranue

JleTsiM moHaOOUTCS TOMOIIIb IPY KOPMJICHHH Ha MEPBBIX HEAETSIX )KU3HU. B
JIOTIONTHEHHE K X 00BIYHO cIaboMy cocyiieMy pediiekcy ¥ HU3KOMY TOHYCY B
MBIIILAX JINIA, Y OOJBIIMHCTBA IJI0XO0 3aKPhIBAETCS POT, H3-32 4Er0 MOJIOKO
BBEITEKaeT 130 pTa. OcOOEHHO MPOOIEMBbl BO3HHUKAIOT NIPH KOPMIICHUH JIETEH C
pacuIennHON MATKOTo HeOa (pacileryieHre B MATKON YacTH 3aJHel JYacTH pTa) WiIn
JieTel, y KOTOPBIX MATKOe HeOO He 3aKpBIBACTCS JOJDKHBIM 00pa3oM, n3-3a 4ero
MOJIOKO POHHUKAET B HOCOBBIE TIOJIOCTH M BBITEKAET U3 HOCA. Y HEKOTOPBIX JIeTel
TaKke HaOII0IAeTCs 3aMETHBIN Pe(IIIOKC — PETyprUTaIHs COACPIKHUMOTO JKEITy IKa
BBEPX 110 MHIIEBOMY TPAKTy (IHIEBOIY), BEI3BIBAOIIAS CEPHE3HYIO (hopMy
OTpaBleHUs, KOTOpast OeCTIOKOUT pedeHKa. Pedurtokc, kKak paBuiio, MOKHO
KOHTPOJHPOBATH, €CJIU IIPU KOPMJICHUHN ACPKATH pe6eHKa HEMHOI'O B BEPTUKAJIBHOM
nosioxxeHuu. Y mydmie ykianeiBaTh pedeHKa craTh, TaK YTOObI €ro royosa Obuia
cierka npunoHsTa. [Tuima B Bue mope 00bIYHO yCBanBaeTcs Jy4llle, U HEKOTOphIe
JIETH TIOJIOXKHUTENHLHO PearnpyroT Ha aHTUpeIIIOKCHbIe npernapatsl. Eciu npoctsie
MephbI He cpaboTaroT, YIIy4dIIuTh PaboTy KilarnaHa Mex/1y KelTyAKOM U MUIIEBOIOM
MOJKHO C TIOMOIIIBIO XHPYPTUYECKOI omepanny, Ha3pIBaeMoil (pyHIomIHKauei.
ITo omeiTy Unique, B TeueHue NEpBBIX HECKOJIBKUX HEAEh OOJBIINHCTBO JIETeH
MOJTy4YaJiu MUILy Yepe3 TpyOKy. B njeane oHM Ha4YHYT MOJIy4YaTh CLUEKEHHOE
IpyIHOE MOJIOKO, a OJJMH peOeHOK Nepelelt Ha TpyiHOe BcKapMiuBaHue. [lersm,
KOTOPBIX KOPMHJIM M3 OYTBUIOUKH, ObUIa HEOOX0MMa CriennalibHast CoCKa IS
HEJIOHOUIEHHBIX MJIaJICHLIEB WIIN COCKa /ISt JIETEeH ¢ paciienuHoi Heba. Y
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HEIOCTaTOYHO XOPOIIO, M TOJIBKO 2 U3 5 MOJPOCTKOB U B3POCIBIX MOTIIN
MIOJTb30BATHCS TyaJIeTOM CaMOCTOSTENbHO. HEKOTOpbhIe MOAPOCTKH C MAJIBIMHU
JQYTUTUKAIUSIMH OBIIIH CIIOCOOHBI CIIPABIISITHCS C TIOBCEAHEBHBIMHU 3a/1a4aMH, TAKUMH
KaK O/IeBaHUE U CHSATHE OAEXKABI, a TAKXKE MpHeM MUIU. BeiaencTsue 3Toro aoau ¢
JQYIUTMKAaLUAME 8p Kak Ipyma, HyKIaloTcs B IPsAMON MOAIEPKKe B Ipoliecce
nepexoaa KO B3pOCIOH *KU3HU U CYMEIOT JOCTUYb TOJIBKO ONPEAEICHHON CTeNeH!
CaMOCTOSATEIBHOCTH.

ITosi0BOE co3peBaHue

CeMbH CyIecTByeT HEMHOTO TTYOIUKAIHI O TOJIOBOM

paccka3bIBaIoT... CO3pEeBaHNH MOJPOCTKOB ¢ qymumukanueit 8p. Kak u B

& IToumu Kkak 06bIuHbLL uccnepoBaHuAx Unique, B HIX OTMEYAETCs, 9TO B TO
NOOPOCMOK, MOAbKO BpeMsI KaK Y HEKOTOPOTO ITOJIOBOTO CO3PEBAHUS MOXKET

nepena()bl HacmpoeHus u IMPpOXOaUTH B 00BIYHOE BpEMA U C 0OBIYHOHI CKOPOCTEIO,
uMnybcusHble Jcenans TO TI0 MEHbLIEH Mepe y HECKOJIBKUX MOJPOCTKOB MOJIHOE
npoAsIAIOMCA cluwKoM  TI0JI0BOe co3peBaHue Tak U He HacTynuT (Clark 1980; U).

ApKo. 7 Bo3pact 16 ser. MoBenenue

To4HO He ICHO, CYLIECTBYET JIM KAKOW-TO ONpeeIeHHBIN
““V nezo ecmv nexomopwie THII IOBEICHHUS], PUCYIIMN ACTAM C AyIUIMKALUAMHE 8P,
npobnemvl ¢ nosedenuem, HO, IO CIIOBAM POAUTENEH, 1eTH 0OBIYHO ObLIH
HO 6 yenom on Munblli i PATOCTHBIMU B oOmuTensHBIMU. [IprMepHo ¢ 5 et y

06yl maneuux. > - A€TEH HHOTAA IPOSBISIINCH IPHCTYIIBI
Bo3pact 10 7er. MIPOTUBOJCHCTBYIOIIETO OBEICHHS, H3-3a YETO OHU

MOTJIH BECTH ce0sI arpecCHBHO TIO0 OTHOIICHHUIO K ce0e u
OKPY’KaIOIIKX UX JIOAAM. J[eTH ¢ XpOMOCOMHBIMHU
HapYyIIECHUSAMH ITOABEPTAIOTCS TEM K€ BIUSHUIM, 4TO U CeMbH
apyrHe 1eTH, Ho 3 heKThl, OKa3aHHbIE HA HUX, MEHEe PaccKa3sbIBAIOT...
pasHooOpasHbie u 0oiee cuibHbIe. OMMO3UITHOHHOE
MOBeICHIE OOBIYHO MPOSIBISCTCS B OTBET HA CTPECC WA
YCTaJIOCTh U OCOOCHHO BBIPAXXEHO B ITPOIIECCE TTOJIOBOTO
co3peBaHus. PoguresnsiM MoKeT OBITh TPYIHO CIIPABIISATHCS oBupumensibis, wh020a
C OCOOCHHOCTSIMU TIOBE/ICHUS JIETEH, 1 BCE CEMbU HOKA3BIEACT CLIbHLL]
HYXXIAr0TCA B CBO60}1HOM JOCTYIIC K CHy)KGaM MOAJACPIKKH, xapaxkmep, uHo20a
a TaKXKe HeHTpaM HCHXOHOFI/I‘ICCKOﬁ IIOMOIIHN NN OoUmMCcst 6b1ICOMbL U HOBBIX

6 .
Cuacmauenbiilt MaibyuxK,
6cezoa ynvibaemes,
JHOOUM MY3bIKY, O4eHb

NICUXHUYECKOT0 3/10pOBbs. [lehuiuT BHUMaHUsI HE SIPKO cumyayuil, Habarooaem,
BBIpXXEH MPU AYITUIMKAIMK 8p, HO OBLI 3aMEYEH Y IBYX Kak ueparom opyaue,
nereit ¢ Manoit (8p21/2 — 8p23.1) menenwueis, KOTOpbIe npesicoe uem

Xoporo pearuposaiu Ha Metiiadennaar (Puramun) (U). "p UCOCOUHUMBCA K HUM

7. BO3pacT 8 JieT.
MozkeT am AyIUIMKaIus Sp nepeaaTncs 1mo

HaCJIeCTBY?

Jlydmre Bcero o0CyaMTh MPOIIECC HacIeJOBaHHS peOSHKOM JTyTUIMKAIuU 8p C
TEeHETUKOM WM KOHCYJIBTAHTOM IO TEHETUYECKHM BOIpocaM. B 0CHOBHOM,
POIUTENH C MPOCTHIMHU TYIUIHKAIUAMHI HMEIOT OOJBIIYIO BEPOSITHOCTh POKACHUS
JeTeil ¢ HOpMaJIbHBIMH XPOMOCOMAaMH HJIH € TaKOH ke TyTUTUKAIen 8-0if
XPOMOCOMBI KaK y HUX. PHCK mepenaun TymiIiuKamuyd MOXeT cocTaBisTh 50%.
OpHako, aHATU3UPYS XPOMOCOMEI, Ta00PaTOPHs BEIIBUT MIPOCTHIC TYTITHKAINN 1
MHCepLUH WK 6ojiee CI0KHBIE XPOMOCOMHBIE TIEPECTPOHKH, KOTOPBIE MOT'YT HECTH
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00BIYHO CHIXKAeTCs K 7-8 TomaM. Y BceX JIeTe ¢ TIyX0TOH YCTaHOBIICHBI TPYOKH
IUIsL BEHTHISILMM CPEIHETO yXa, YTOOBI CTaOMIM3UpOBATh JaBICHHUE BO3LyXa B
CpeHEM yXe€ W YIYUIIUTh IPOBOJUMOCTH 3ByKa. OMH peOEHOK HOCHII CITyXOBOM
anmapar 1o 2,5 neT. bbuio oTMeueHo, 4To y OZHOTO U TOTO Xke pedeHKa, Y KOTOpOro
He OBUIO IOTEPH CTyXa, ObLIM y3KHe YIIHbIe KaHaiubl. OUH peOeHOK o
CTPYKTYPHBIM JIe()E€KTOM CPETHETO yXa Hy)KJaJIcsd B pEKOHCTPYKTHBHON ONepaluu
).

I'na3a u 3penue

Ctpabusm (kocornasue) v 3aKyropKa CJIe3HOro KaHania
SIBJISIFOTCS] OTHOCUTENBHO PAaCIPOCTPAaHEHHBIMHU IIPOOIeMaMu
cpeau JeTel ¢ XpOMOCOMHBIMU HapylleHusMu. B
uccnenoBanusax Unique nsa pederka (9%) HyXIamice B
OTIEpaIUH TI0 TIPOMBIBAHHIO CIIE3HBIX KaHAJOB. XOTS
KOCOTJ1a3ue 1 OBIJIO BBISBICHO Y 4 IeTei, y BCeX HUX OHO
MIpONUIO €3 XUPYPTUIECKOT0 BMEIIATEIbCTRA.

VY npyrux nereit 3peHue ObUIO B HOPME, IPH STOM y OJTHOTO
pebenka ¢ aymukanuei Mmexay 8p21.3 u p23.1 6bu10
3aMETHOE CHIKeHHE (PYHKIIMOHAIBHOTO 3PEHUS, IOATOMY MY
OBUTH HEOOXOMMBI KOHCYIBTAIIUHN O(PTaTIHMOJIOTA.

B Bo3pacre 5 ner ObII0 3aMedeHo, YTO «Korja Ay IpOCHITN packpacuTh KapTHHKY Ha
9KpaHe, OH HCIIOJIb30BaJ TOJBKO JIEBYIO PYKY 1 YaCTO OCTABIISUI IPABYIO YacTh
KapTUHKH HepackpameHHoH. Korna on npubmmxancs K mpaBoil 4acTu KapTHHKH, n
HE MepeceKall CPeTHIOI0 JTUHUIO, YTOOBI 3aKOHYUTh KAPTHHKY, a POJOIDKAI
packpaIirBaTh JIEBYIO 4acTh JIEBOH pyKoil. Bo Bpemst nqpyrux 3aHsATHM, OH 0e3
Kosie0aHul mepeceKaeT CPeHIOI0 JTMHHIO, YTOOBI A00paThes a0 mpeameton» (U).

OO01ee cocTosiHue 310POBbS

B HUCCICOOBAHUAX Umque JCTH B LICJIOM ObLTH 3J0POBBIMU, 3a HCKIIIOUCHHUEM
MOJO3PEHUA HA I/IHq)eKHI/II/I BEPXHUX U HUKHUX JbIXATCJIbHBIX nyTeﬁ, Hn3-3a KOTOPbBIX
UM, KaK 1 J'IIO6OMy Apyromy, ObLIO HCO6XO,I[I/IMO HE3aINIAaHUPOBAHHOC CTAIITMOHAPHOC
JICUCHUC.

Tepanus
Hccnenosanus Unique 1okaszany, 4To JETH € AYIIIMKALUE
8p HyXanuch B Tepanuy OY€Hb BHICOKOTO YPOBHS yKe C

Cembu MJaJeHuecTBa. [l JOCTHKEHUS IeThbMH OIPeIeIeHHOIO

pacCKasbIBaIOT...  yyopyg NBUraTeNbHON AKTHBHOCTH (hU3HMUYECKas Tepanus

“ Mysvikanvnas Obl1a 0COOCHHO Ba)kKHA, TAKXKE BCEM JIETSIM TPeOOBaINChH
mepanus noMozna  3aHSATHSA C JIOTOIIE/IOM, XOTSI HX IMPOTPECC YacTo ObLI
€My 60 MHO2OM, 6 3aMeIeHHBIM. HekoTopble ety B KauecTBe TEpAuu
OCHOBHOM C 930” 3aHUMAJIUCh TJIaBAaHUEM, BEPXOBOU €3/1011 M MY3bIKOW, HO
CamooyenKkou. = - He OBIJIO MOHATHO, Pa3BUBAINCH JIM OHH JIy4IIe, YeM JETH C
BO3pacT 8 Jier. 6oJee orpaHMYEHHBIMHA BO3MOXKHOCTSIMH. Taxke ObIII0 He

SICHO, IOCTHUIJIH JIU B UTOT€ JE€TH, KOTOPBIE HAYaJI POXOAUTD
TEPAIUIO paHbIlle, 00JIce BEICOKOTO YPOBHS PA3BUTHS, YEM TE,
KTO HayaJj ee B Bo3pacTe 2-3 JerT.

HaBbikn caM000C/1y;KUBaAHUS
B HUCCICOAOBAHUAX Unlque HaBbIKHU CaMOO6CJ’Iy)KI/IBaHI/IH Y DalqueHTOB ObLIN Pa3BUTHL
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HECKOJIbKUX AeTel (Tpex u3 13) cepbe3Hoe OTcTaBaHKe B (PU3UYCCKOM Pa3BUTHU
moTpeOOBaI0 YyCTAHOBKH TaCTPOCTOMHYCCKON TPYOKH, YTO HA BPEMs TIO3BOJIHAIIO
BBOJAWTE ITHIILY IPSMO B KETYIOK.

[To mepe B3pociieHnst peOeHKa, peKUM MUTaHUS YiIy4lnaeTcsi. bombIIMHCTBO neTeit
Mepexo/IT Ha TBEPAYIO IHILY B COOTBETCTBYIOIIEM Bo3pacTe. OHAKO y HEKOTOPBIX
Jeteii ObUTH IPOOIIeMBI ¢ 3y0aMH, B y OOJBIIIMHCTBA OCTABAIUCH ITPOOIIEMEI C
KEBAHHEM M CaAMOCTOSNTEIbHBIM IIPHEMOM IHIIH, HO K CPETHEMY IIKOJIBHOMY
BO3pacTy BCE CEMbH, PEAOCTAaBUBIINE HH(POPMAIHIO, OTMETHIIN XOPOLINI allleTUT
y CBOHUX JeTeH.

3amop 4yacTo BcTpevaeTcs y IeTel ¢ XpOMOCOMHBIMU HapyIICHUSIMUA, OCOOEHHO Y
JIeTeH C IUIOXUM aNIeTHTOM, KOTOPbIE MaJIO MBIOT, U y T€X, KTO HE OYEeHb aKTHBEH. Y
OJTHOTO peOCHKA 3aIop YCYryOIsuics U30BITOYHBIMH
METISIMU B KUIIEYHUKE. BONbIIMHCTBO feTeit
TIPUHUMAIIN OOBIYHBIE TIPEIITICAHHBIC HIIH

Cembn pPacCKa3bIBAIOT...

T3
B sospacme 8 nem yposenw e2o

HaTypaJbHblE CMATYUTEIIN CTYJIa WX CTUMYJIATOPBI paseumus coomeéemcmeyem 18
nedeKanum, Ho, HECMOTPSI Ha 3TO, y OJHOTO PEOCHKA  yecsayam. On ouens
pas3Buiics 3amop. OpyoHceniobnblil, 0ueHb noum

manyesams, nemv u noYmu
nocmosnuo ynvioaemcs. On
yuumes, Haboas, u
NnbIMAaemcst noOpaxicamo
cnosam u oeticmeusim. On

Kak nyniamkamnus 8p MokeT NOBJIUATH HA

CIOCOOHOCTH pedeHKa K 00y4eHu10?
Hanuvne T0MOIHATENFHOTO TeHETHIECKOTO
MarepHaia Ha XpOMOCOME BIIHSCT Ha CKOPOCTh
0GYUCHNS M YCTAHABINBACT HEKOTOPBIC OTPAHMYCHUS  1I00UM My3bIKY U manyl . -
Ha BO3MOKHBIE JOCTHXEHHUS B 00y4EHUH Y TAKHX mynmakanus 8pl1.2p23.3.
nereii. [To mepe Toro, Kak 6yz[§T pa3BHBATBCS 1 ace xopouio nowumaen,
peOEHOK, CTaHeT SICHO, B KaKOi CTeleHH NPOABATCS HOMOMY UMO ¢ HUM CTAATU
TOCIIC/ICTBHA JyLITHKALMH, HO BOSMOKHBIH JMANA30H  sqpuvamocs ¢ panezo
IEHCTBUTENBHO OYCHD IIMPOK: OT IIOJIHOTO eospacma. Iocewenue
OTCYTCTBHS TIOCJIEJICTBUM Yy JieTel, KOTOpbIe 06Weo06pazo6amenbHoll UKObL

HAaCJIe[yI0T HEOOJBIIYIO YCTONYHUBYIO TYTUTHKALIHIO, nomozaem emy noebiCumb
10 OoJiee cepbe3HbIX y Apyrux. Ilo Habopy XpoMocoM — CAMOOUEHKY, eMy HpaGUmcs
HE BCer/ia MOXKHO TOYHO ONPENENIUTh CIIOCOOHOCTH SAHUMAMBCI MYSbIKOU, NETMb

nezar M
pebenka k yuebe. K nepBoMy mHIO pokieHHs neciu u Gezamb co ceot

pebenka OyieT jierye cenath MporHo3 OCHOBBIBASICH OOHO’C’“CC””’Q“E’? 53 g
Ha pe3yNbTaTaX KINHMIECKAX HCCIIEOBAHUN U AYTUTHKAIIET 6P~ P2, © JIeT.

HaOJIFOICHUSX 32 Pa3sBUTHEM pe6eHI<a. o B gospacme 10 nem, e2o
YV GoJbIIMHCTBA JIeTell OTMEUaroT YMEPCHHYIO U paseumue coomeemcmeyem
CEPHE3HYI0 TPYTHOCTH K O0YUEHHIO, HO Y KaXKI0T0 VPOBHIO 08YyXIemHe20 pebenKa

6 boavuurcmee cgep. On
ouenb 00wumenvHblll U
J0OSUULL - IMO €20 CUIbHbLE
cmoponwl. Emy mpyono
€cOCpedomouUmvCs, NOIMOMY
OH NoXo yuumcs. Y neeo
JyyuLe noyuaemcs yuumocs,

€CTh MHAMBU/1yaJbHbIC CUIIbHBIE CTOPOHBI U
crocoOHoCcTH. PoanTenu Takxke oTMeuaroT
CIIOCOOHOCTH K MY3BIKE M 1yBCTBO PHTMA.
OOmuTenbHOCTH JIeTel moMoraeT uM B yuebe. B
00pa3oBaTeNbHBIX OTYETaX OTMEYAIOT, YTO 00ydeHHe
cTaHOBUTCS Hanbosee 3 HeKTHBHBIM NpH

HCIIOJIb30BaHMH MYJIBTHCEHCOPHOTO moaxoja. Onun K020a 6U3VaTbHbIE, CIYXO0GHIC U

MECTHIIETHUI peOEHOK ¢ O0TaThIM BOOOpaKEHUEM MAKMUABHO-MblILEUHDIC

MacTePWJI MAIIUHBI, JTIOJACH U KUBOTHBIX U3 OyMar. Memoobl UCNONbIYIOMCSL

C npyroii CTOPOHBI, MOTYT BO3HUKHYTh CTIOXKHOCTH C  guecme . - AylUMKALIS
8p21.3p23.1.



CeMbH
pPaccKa3bIBaIOT...

6 Jlo 4 nem C ucnonvzosai
071 00WeHUs 36YKU U
acecmol, ¢ 4 00 8 1em on
UCNONIBL306AL SI3bIK
2HCECMOB U A3bIK
Maxamon. C 9 nem on
obwancs eepbanvHo,
Xomsa u ¢ mpyoom, Ho
menepv OH MOJICEm
J1€2KO 0OBACHAMbCA U
secmu NOJIHOYEHHbLE
becedvl co ceoumu
CBEPCMHUKAMU, MAK
Jrce, Kak u opyeue.

C modicem HOpMAnIbHO
obwamvcs, Xoms uz-3a
HenpasuibHO20
KOHMPOJisL ObIXAHUSL
odenaem MHO20 NAy3 8
CBOUX NPEONIONHCEHUSX.

C yacmo Hamepesaemcsi
3aeecmu paze08op, Ho K
momy 8pemenu, Ko20a OH
NPOUHOCUM NOJIOBUHY
nepeo2o NpeodioHcets,
OH 3a0bl8aent, o0 uem
cooupancs ckasamo.

C paseusancs oueHd
MeONeHHO, 3amem
HEMHO20
npozpeccuposall, 3amem,
6036payanCcs HA3A0,
3amem CHO8a enepeo, u
HEYKIOHHO
npozpeccuposall, Ho 08d
200a HA3a0, OH,
Kaosicemcsi, 0ocmiue

L)
c8oe2o npeoena -

JYTUTUKAIHS
8p23.1p23.3, 16 ner.

KOHLCHTpAIlell BHUMAHUs, O'PaHUYEHHBIH 00beM
MaMsTH, a TAK)Ke OTMEUEHO, YTO y TAKHX JeTeH
MeIJICHHO (DOPMUPYIOTCS OCHOBHBIE YICOHbIC HABBIKH.
HexoTtopsie netr ¢ HeOONBIION TyTUIMKAHEH YMEIOT
YUTaTh ¥ MUCaTh, HO STUMHU HAaBBIKAMH 00JIaIaf0T HE BCE.

B Unique onuH MOITO101 4eTI0OBEK C TyTUTHKAIHEH
8p23.1p23.3 (He yHaACIIeZOBAaHHOI ) MPOIIIEI
TpeaBapUTEIHHBIC STAIbl SK3aMEHOB JUIS BHIITYCKHHKOB
IIKOJI B BeInKoOpuTaHUM 10 aHTITUHACKOMY SI3BIKY,
MaTeMaTHKe, ECTECTBCHHBIM HayKaM U HH)OPMATHKE K
MIECTHAIIATH TOJaM.

B kakyro mkoJay xoasr neru?

[TomaBnstromee GOMBPIIMHCTBO eTel-yyacTHUKOB Unique
MOCeIIaTH CIeNHATN3UPOBaHHY0 mKoy. [Toatn Bee
CEMbBH PacCKa3ajd O CIEeIHaIbHBIX 00pa30BaTeIHHBIX
MporpaMMax MjM KX MECTHOM aHaJIore.

Peunb u o01ienue

3amepxKa peduu, Mo-BHIUMOMY, COIIOCTABIMA CO
crocoOHOCTIMH AeTeit K 00ydeHuto. [letn 0OBIIHO
TIPOM3HOCST MEPBEIE CI0BA MEXKAY IBYMSI U TISTHIO
rogamu. XoTs oquH pedeHok u3 Unique, KOTOPBIi He
pasroBapuBall 10 9-J1eTHEro Bo3pacTa, B OJPOCTKOBOM
BO3PACTE XOPOIIIO MOHUMAJ YCTHYIO PeUb M OYCHb OCTIIO
pasroBapuBai. Y HEKOTOPBIX JIETeH OTMEUaeTCs
TUIIOTOHUS MBIIII] JINIA, OOMIFHOE CIFOHOOT/ICIICHHUE, U
OHH CTaJKUBAIOTCA C TPYIHOCTSIMA TPH MPOUZHOIICHUN
3BYKOB.

BonpmuHCTBO AeTel MOHNMAIOT pevb U Y9aTcs
TOBOPHTb, U, XOTS UX JICKCUKOH OIPAaHUYCH, OHH MOTYT
BBIpa)XaTh CBOM NMOTPEOHOCTH M kenaHus. Heckonbko
JieTeli 00IIAI0TCsT HeBepOaTbHO.

Cnoco0HOCTH CHAETh, IBUTATHCA U XOAHUTh ...
B muanenuecTBe y JeTei ¢ AyruiMkanuei 8p otmevanach
TUIIOTOHUS. OHI/I MO3JHEC BCEX HAYYMIIMCH JICPKATh
TOJIOBY, CUAETh, MOJ3aTh U XOAUTh. Y KaxXJA0ro
OTACIJIIBHOI'O pe6eH1<a JaHHBIC HABBIKW pa3BUBAJIUCH B
pa3HoM Bo3pacte. B cpeiHeM OHU yUMIIUCh
MEePEeBOPAUYMBATHCS B BO3PACTE OT CEMH MECSLIEB A0 TPEX
JIeT, CHJICTh 0€3 MOAICPKKH OT BOCBMH MECSIIIEB J0 TPEX
JeT u noyzath ot 11 Mecsues 10 cemu JieT. XoTs
HEKOTOPBIC €T MUHOBAJIU OTOT 3TAIl U Cpasy
HaYy4YUIIUCh XOOUTh. HGTI/I O6I)I‘-IHO yJyarcs XOOUTh MEXKIAY
JABYMs U TPpEMA rogaMu, HO HECKOTOPBIE OCBAMBAIOT 3TOT
HaBBIK PaHBIIIE. 3HAYNTEIFHOE YHCIIO ETeH B BO3pacTe
OT LIECTH JJO BOCBMHU JIET €lll€ HE HAYYHIIUCh XOAUTh WU
JKe TIPHOOPEITN STOT HABBIK, & 3aTEM IOTEPSLIIH €T0.
TunuuHas KapTUHA MBIIIEYHOTO TOHYCA Y JeTei ¢
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uccrenoBanusx Unique, oiuH peOCHOK POIIIICS C YBEITUUCHHBIMU MOYKAMU U
HEBBIACHCHHOM CTPYKTYPHO# aHOMasMel, HO 3TO HE BBI3BAJIO NANBHEHIIUX MPOOIeM.
VY moapoctka ¢ nyrumkanueit yaactka 8p23.1 - 8p23.3 pasBmiacek mypmypa ['enoxa-
[1énneitna, He momaroIeecs 0ObICHSHHUIO 3a00JICBaHNE, IPH KOTOPOM
BOCIIAIISIOTCS. KPOBEHOCHBIE COCY/IbI, BBI3bIBAS MOSBICHHE KPOILICYHBIX MMy3bIPHKOB
KpOBH, KOTOpbIE B KOHEYHOM HTOre TpornaaatoT. OH ObLIT OTHUM M3 HEMHOTHX JICTEH,
Y KOTOPBIX 00JIC3Hb MOBIUIIA HA TIOYKH, U TOSBUIIACH MIOYCYHAS HETOCTATOYHOCTb.
OnHaKOo, HET MPUYHH MOJaraTh, YTO STOT CIyJai

ObL1 cBsA3aH ¢ qymnukanueii 8p (Fan 2001; U). CeMbH paccKa3bIBaIoT...

1T’
[IpoTuBOCy10pOKHBIE
npenapatsl y [lu ycBauBaroTcs,
KaK IpaBHIIo, O4eHb ObIcTpo. B
Jy4IIie Neproabl y HEero ObIBaeT
0T 2 10 7 IpUNIaIKOB B HEJEIIO,
a B 00bI1yHbBIC - 0T 5 10 100 B
nenb. Ilocne Takoi 60JIe3HH, Kak
CHHYCHT, OBIBAJIO, YTO y HETO
YBEJINYUBAJIOCH KOJIMYECTBO
CyIOPOKHBIX MIPUTIAIKOB HA
HECKOJILKO HECIIb WU MECSIIEB.
B Bo3pacre 5 ner onu oxazanuck
0] KOHTPOJIEM 0€3 BUIUMBIX
MIPUYHH, KOT[a MBI
paccMaTpuBali aabTePHATHBHBIC
METO/IbI JIEUEHHUsI, TAKHE KaK
KETOreHHAas JUeTa U
Baroctumyssanus. Korna y Hero
CITY4aJIUCh MPUIAIKU Ha
IIOCTOSIHHOM OCHOBE, €0
pa3BUTHE IIUTO OYEHb

L1
MCOJICHHO. - BO3pacT 6 ner.

Kummeunuk

VY nByx ydactHUKOB Unigue NOTIOTHUTEIBHBIC TIETIN
KHIICYHNKA WM HETPaBIIIBHOE TOJI0KESHNE KHUIITKA
TIPUBEIH K BOSHUKHOBEHUIO IPOJOIKUTEIHHOTO
octporo 3anopa. OnHoMmy pebeHKy nmoTpedoBaiach
cpouHas oneparus no nepemenieHuo kumku (U).

CynopoXHBIN CHHIPOM

CyIOpOoXXHBIH CHHAPOM PEIKO YIIOMHUHAETCS B
MEIUIMHCKOH JIUTEpaType U B UCCIICTOBAHUIX
Unique, oH nposiBUICS TOJBKO y 4 U3 22 nerenl.
CyIecTBYIOT pa3HbIE BHBI CYIOPOKHOTO
CHHJPOMa, U, KaK BBLSICHUIIOCH, Y HUX HE ObLIO
OUEBHUIHOM CBSI3U HU C pa3MepoM IYIUIMKALUHU, HU
CO CTPYKTYPHBIMU aHOMAJIUSAMH MO3Ta. Y IBYX
Jetelt ¢ areHesneit Mo3onuctoro tena (AMT, cwm.
ctpanuiy 10) Takke OBLI BEISBICH CYIOPOKHBIN
CHHJPOM, HO, TIPH 3TOM, OH ObIIT 0OHapyXeH y JIBYX
nereit, peaynpraTtl MPT KOTOpBIX MOKa3aiu, 4TO UX
MO3T OBLT B HOpMe. Y onmHOTO peberka ¢ AMT
CyJIOpO>KHBIE TIPUTIAJKN HAYaIUCh B Bo3pacTe 13
HeJleb B BUJie a0CaHCOB (KPaTKOBPEMEHHOM MOTEPH CO3HAHMS) U IPEKPATUIIUCh B
Bo3pacte § MecsreB. OHI BHOBh HA4YaJINCh B BO3pacTe 16 MecsieB, HO X MOXKHO
OBUIO KOHTPOJIUPOBATH C TIOMOIIBIO TPOTHBOCYJOPOXKHBIX IIPEnapaToB U K 6 rojgam
CTaJIM TIPOSIBIISATHCS OYECHB PENIKO. Y BCEX OCTANIBHBIX JETEH MPHITaJKU HIIH
HaXOJWJINCH T10J{ KOHTPOJIEM, WIIN, KaK y OJJHOTO TIOAPOCTKA, IPEKPaTUIINCH B
Bo3pacte 17 ner.

Nudexnyn

VY nereit ¢ XpOMOCOMHBIMHU HapyUICHUSIMH, KaK TIPaBHJIO, OBBILIEH PHCK
BO3HHUKHOBEHUS PECIMPATOPHBIX HHOEKIHH. Taxke 0cOOEHHO pacipoCcTpaHEHBI
ymHble HH(QEKnuu. B 01HOM HayYHOM HCCIIeZIOBaHUH COO0IIaeTcs 0 peOeHKe ¢
HEOoOBbIYHO CTPYKTYpHOI foJieit npasoro jerkoro (Pezzolo 1990; U).

Yuu u cayx

CornacHo uccnenoBanusaM Unique, y 9 u3 22 neteii Oblia BBISIBICHA TOTEPS CIyXa,
BBI3BAHHAS B KAXKJOM CiIydae HE BpEMEHHOMU INIyXOTOH, CBSI3aHHOM ¢ OpaKeHUEM
CI[yXOBOT'O HEPBa, a2 KOHAYKTHBHON TYyrOyXOCTbIO (3aTPpyIHEHHBIM IIPOBEJCHUEM
3ByKa KO BHyTPEHHEMY yXY). DTOT BUJI TIIyXOThI, KOTOPBI Ha3bIBaETCA
9KCCYNATUBHBIA CPEAHUIN OTUT, OUEHb PACIIPOCTPAHEH CPEAU AeTeil Kak ¢
XPOMOCOMHBIMH IIEPECTPOUKAMH, TaK M 0€3 HUX, U BEPOSITHOCTD €r0 Pa3BUTHSA
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JyTuIMKanuei XxpomocoMsl 8p Obuta anomanust He6a. M3 10 peteit ¢ atum nedexrom
y Tpex ObIJI0 BEICOKOE HE0O, y TpeX — pacilesiiHa Heba, a y YeThIpeXx Takxke Oblia
paciiennHa ryoOsl. PacimennHa He 3aBHcena OT pa3Mepa HIIH MONT0KEHUS
IyIDTAKAAA. Y 0JHOTO pebeHka ¢ HeOombIIoi Tymikanmeil B yaactke 8p23.1,
YHACJIEZIOBAHHOH OT 37I0POBOTO POAUTENS, OBbIIIa ABYCTOPOHHSAS PaCIEeIIHA T'yObI 1
Heba (Funderburk 1978; Fineman 1979; Moreno Fuenmayor 1980; Memo 1988; U).
Jlpyrue MeIUIIMHCKHE NPOOIeMbl

JIroboe XpoMOCOMHOE HapYILICHHUE YBEITMYUBAET PUCK BOSHUKHOBEHHUS BPOXKICHHBIX
nedekroB. OHU TaK)Ke MOTYT OBITh Y JIeTeil ¢ HOpMaJIbHBIMU XPOMOCOMaMH, HO
Yare BCTPEYaroTcs y peOCHKa ¢ XpOMOCOMHOM nepecTpoiikoi. [IpuunHoit
MOSIBJICHHSI HEKOTOPBIX U3 OCOOCHHOCTEH, IEPEUNCICHHBIX HIDKE, MOXKET SIBIIATHCS
IYTUTUKaIHs XpoMOcoMbl 8p. OHAKO HENb3sI yTBEPKIATh 3TO C YBEPEHHOCTHIO,
MIOCKOJIBKY 3Ta MEPECTPOIKa BCTPEUAETCSI y OYEHb MAIEHBKOT'O KOIMYECTBA JIFOACH.

Kemunplit my3bIph

OmnmcaHbl TPOE AeTe ¢ IYTUIMKAIUEH XPOMOCOMBI 8P, POUBIIUXCS 0€3 KETTHOTO
my3bips. [logoOHast cutyaius He BcTpeuanack B ucciienoBanusix Unigue (Funderburk
1978; Moore 1992).

ITonossle opraHsl

Moryt HaOoAaThCs HAPYIICHHS MITH 33J€pKKa B PA3BUTHH TIOJIOBBIX OPraHOB,
YaIe BCEro Yy MaJlbYMKOB. SIMYKK MOTYT OBITh HE OIYIICHBI B MOLIOHKY TIPH
POXKACHHH, 1 MOXKET IOTPEOOBATHCS XUPypriyecKast oneparnus, YTo0bl OMyCTUTD UX
B MOLIOHKY B paHHeM JeTcTBe. B nccienoBanmsax Unique 5To OblIa eJMHCTBCHHAS
OIMICaHHAs AaHOMAJIHS ITOJIOBBIX OpraHoB. TaKke MONOBOW YJICH MOXKET OBITh
HETUIIMYHO MalieHbKoro pasMepa (Fineman 1979; MorenoFuenmayor 1980; U).

I'pbixu

I'pbbKH, KOTOPBIE BUHO HEBOOPY)KEHHBIM TJ1a30M, MOTYT HAXOAUTHCS B MaXy
(maxoBast rpeKa), B 001acTH IMyTKa (IyOoYHAas TPhDKA) ¥ B0 0ol THHUN
KUBOTA (PAacXOXKICHHE MPAMbBIX MBIIIL xkHBOTA). UccnenoBanus Unique nokasany,
YTO TOJIBKO Y OJJHOTO MM JBYX JIeTel ObUIN IPBIKH, OHH PACIIONATANIICH B TIAXy U Y
0eJIOH JIMHUY KHUBOTA.

Pyku

Ouenb cnabble CyCTaBbl Ha PYKax, JIeJarolIe Naiabllbl HEOObYaitHO THOKMMH,
MaJIeHbKHE HOT'TH M OJTHA CKJI3/IKa Ha MajbliaX — BCE THITUYHO JUIS AYTUIMKALUH
XPOMOCOMEI 8p, TakXkKe, KaK U TMOSBICHUE TOMTOTHUTEIHHOTO MMAajblla, H C)KAaThIe
nanbibl. Hanbonee yacTast 0COOEHHOCTH /15t XPOMOCOMHBIX HapyIIEHUH — CHIIBHO
M30THYTHIA BHYTPh MU3WHEI. JTH aHOMAJIHH SBJISIOTCS B OCHOBHOM
KOCMETHYECKHAMHU, 32 UCKITFOUCHHEM JIUIIHETO MMajiblla, KOTOPBIA MOXET OBITh yIaIeH
B XO/JIe POCTON XHUPYPrHUUECKOil onepanuy B JHEBHOM crairoHape. OueHb ruokue
CYCTaBbI NAJIbIIEB TAKXKE MOTYT CTaTh IPUYNHON 3aJIEPIKEK B PA3BUTHH KOHTPOJIS
HaJl IBUOKEHHEM PYK, U (PM3MYECKHUil TepaneBT WilM 3proTeparneBT Baliero peobeHka
MIOCOBETYET MeTOAB! It yKperutenus najisues (Chiyo 1975; Fineman 1979;
MorenoFuenmayor 1980; Pezzolo 1990; U).

ITouku, MOUEBBIBOASIIME YT U MOYEBOU IY3bIPh

Bone3Hn movek n MOYEBBIBOAIINX MyTEH YacTO BCTPEUAIOTCS y JeTeH C
XPOMOCOMHBIMH HApYIICHUAMH. Y OJTHOTO peOeHKa, OMMCAHHOTO B METMIIMHCKOM
JuTepaType, ObUI0 OOJIBIIOE KOJIMYECTBO KaJbIMEBBIX OTJIOKEHUH B IOUKax. B
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OyTUIAKanuei 8p, mo-BHINMOMY, 3aKITI0UacTCS B
MBIIIIEYHON CIa00CTH BEPXHEH YaCTH TeNa C MOBBIIICHHBIM
TOHYCOM M HaTSIHYTOCTH B MBIIILIAX HIXKHEH YacTH Tena.
Bananc Taxke MOXKET ObITh HAPYIIICH U B HIDKHEH 4acTH
TeJa, CYCTaBhl YaCTO CTAHOBSATCS BCE OOJICe CTSIHYTHIMHU.
YroObl N30€KaTh ITUX MOCIEACTBUMN, OOJIBIIUHCTBY JETCH
Heo0XoMa MporpamMma eXKeTHEBHBIX yIIPAKHEHNH Ha
PaCTSHKKY, YTOOBI CYCTaBbl HIKHEH 9acTH Tesra ObLTH
ruOKkrMU. MHOTHM CllefyeT HaZeBaTh TYTOPY Ha HOUb,
YTOOBI BEIIPSIMUTH KOJICHH W OPTOIIEINIECKHAE OTIOPHI IS
JIOJIBDKKH TH CTHICIIHANTBHYIO 00YBB IS X016061. [ToMuMO
perynsapHoi Gu3nIecKoi Tepanuu, HEKOTOPhIC IETH
HY>KJQJIMCh B OCBOOOKJICHUH U YITUHEHUH MOIKOJICHHOTO
U aXWUIOBO CYXOXIIUI, 94TOOBI KOJICHHBIH U
TOJIEHOCTOMHBIN CYCTaBbl MOIJIM BBIIPSMIISITHCS U CeMbH
crudatbest. C MOMOIIBIO OTIEPANINH TI0 pa3pe3y CYXOKHITHA PacCKa3bIBAIOT...
B CTOIIE U CPALMBAHUIO KOCTEH 151 COXpAHEHUS X
TTOJIOXKEHUS ObLIA JOCTUTHYTA MOIBI)KHOCT HOT Y
HEKOTOPBIX neTeil. Kak mpaBuiio, i coxpaHeHus
MOJIBM)KHOCTH JICTSIM TPEeOYeTCs] HHTCHCUBHAS U
perynspHas hU3uUecKas Teparus Mocjie onepanuu.

(1]
Dusuyeckas mepanusi u
apeomepanus
nocnocobcmeosanu
HABbIKAM ”()()(s‘ll?f(‘HOCl’l’lll,
0CcobeHHo yuumeleas mo,

HccnenoBanus Unique nokasaiy, YTO YBEIUYEHUS umo 3amAMuUsL He
MOSIBIIEHHsI KOHTPAKTYp CyCTaBOB B HIDKHEH YaCTH Tella HE  NPeKpauyanics ¢

HOCHT YHUBEpCaJIbHBIN Xapaktep. Hexkotopele ey, nAMUMECAUHO20 3
HAYYHUBIIUECS XOIUTh K TPEM rojiaM, y>Ke MOTJIH OeraTh u 803[’“5;”“ RO HACMOAUWUY
MIOJAHUMATBCS 110 CTYIIEHbKAaM B BO3pacTe OT TPEX 10 Oertb.

mecTd. Y 3TOW IpyNbl AeTei HaOM01aIiuch HEOOMbIINE 66
IyTUTMKanuy B peruone ot 8p21.3 o 8p23.1, B To Bpems

KaK JEeTH C KPYITHBIMU TyTUTUKAIUAMHU, OKA3aIUCh
MTOJIBEPIKEHBI 00JIee BEICOKOMY PUCKY MOSIBICHHS

A mooicem noousme
OynasKy ¢ noaa, cicas
Oonbuotl u
VKA3amenbHblll NAIbYbl,

KOHTPAKTYp CYCTaBOB, TPEOYIOIIETO XUPYPTHIECKON HO el npuxooumcs
KOppeKL[I/II/I. npuiaecamaos bonvuiue
ycunus, ymoowvl
MOToana pyK OMKpYymuntb KpbliiKy ¢
CornacHo uccnenoBanusam Unique, y neTei ObuH Gymouixu.

BBISBJICHBI 3HAYUTEINILHBIE 33JCPIKKU B PA3BUTHH MEJKOM

MOTOPHUKHU PYK U 3pUTE€IbHO-MOTOPHOM KOOPAMHAIIMY, HO OHU HE HOCHUIU
cucTeMaTH4ecKoro xapakrepa. IIlumkoBsIi 3axBat (MexX 1y OOIBIINM U
yKa3aTelbHbIM MaJbIIeM) U CIIOCOOHOCTh YKa3aTh Ha NMPEIMET, KaK 0Ka3ajoch,
Pa3BUBAIOTCS MO3/IHO y OOJBIIMHCTBA AETEH, HO 3aJepKKH B PA3BUTHU TaKHX
HaBBIKOB, KaK IepeMelIeHre 00bEeKTOB U3 OJTHOH PYKH B APYTYIO M MMHIETHBIH
3axBaT MUCbMEHHBIX IPUHAIEKHOCTEHN, HOCAT MEHEE CUCTEMATUUECKUI XapakTep.

MeanuuHcKue MPo6IeMbl

Cepaue
JersM ¢ rytumkanueil XpoMocoMsl 8p OyeT MpoBeIeHO TIATeIbHOS
KapaAnOJOTUYCCKOC 06CJ'IC,HOBaHI/I€ Hn3-3a BLIpa)KCHHOﬁ CBs3U JAHHOI'O HApYIICHUs C
MIOPOKOM cepala. B Me,Z[HHHHCKOﬁ JIATEPpATypEC ONMMCAHO OOJIBIIIOE KOJIUYECTBO
HapyIIIeHI/Iﬁ pa6OTI>I cepana, B TOM YUCJIC TpU CIydas runoruiasuu JICBbIX OTACIIOB
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cepaLa, Npy KOTOpOoi HaOJIto1aeTcsl HEAOCTATOUHOE Pa3BUTHE JIEBOH CTOPOHBI
cepana, a TaKXkKe Cly4ai Cy>KeHUs! TPEXCTBOPUYATOro KianaHa MeXy BepXHEeH 1
HIDKHEH KaMepaMH, pacIioIOXKEHHBIMHU C IIPAaBOH CTOPOHBI CEpla, HATNIUE
KPYIHBIX OTBEPCTHH (Ie(EKTHI IEPEropoIKN) MEKTy NPaBBIMH U JICBHIMU KaMEPaMH
cepana, CyXKeHHE aopThl, KOTOpasi IEPEHOCHT KPOBb U3 CEPALA B TEIO,
HECIIOCOOHOCTH OTBEPCTHS MEXKAY JBYMS BEPXHUMH KaMepaMH CEp/IIa 3aKPhIThCS
ToCIIe POXJICHUS (OTKPHITOE OBAIbHOE OKHO) U CMEILIEHUE CepALa BIIPABO.
Cratucruka rpynnsl Unique Oonee oOHanexuBaromiast. M3 22 neteii ¢ qyniaukanueit
XPOMOCOMBI 8p MOPOK cep/ua OblT 0OHAPY)KEH Y YEeThIPEX, HO HU OJTHOMY He
NOTpeOOoBaJIOCH JIeUeHUe. bbuin BBISBIICHBL: abeppaHTHas IpaBasi OAKIFOYNYHAs
aprepus (CHabkarommas KpOBBIO IO U PYKH), 1Ba Ae(eKTa Ieperopoaku u aedext
A0pTAIBFHOTO KJIallaHa, BCE U3 KOTOPHIX IPOXOIAT ecTeCTBEHHBIM mmyTeM (Giglio

2000; Fan 2001; Tsai 2002; U).

AHomannu CTPYKTYPbI TOJIOBHOTO
MoO3ra
JleTsiM, KOTOPBIM AMArHOCTHPYIOT AYIUTHKALIUIO
XPOMOCOMBI 8p, 0OBIYHO NMPOBOST CKAHUPOBAHHE
TOJIOBHOTO Mo3ra. B psine ciyuaeB BBISBIIsICTCS
AQHOMaJIMs B BUZIE€ OTCYTCTBHSI OOIIUPHOTO
CIUIETEHMS HEPBHBIX BOJIOKOH, KOTOPOE COCTUHSIET
MOJTyIIapHUsi MO3Ta, U3BECTHOTO KaK MO30JIHCTOE
TeN0. Y HEKOTOPBIX JETEH MO30JIUCTOE TEI0
Pa3BUTO JIMIIb YaCTUYHO HIIH XK€ OHO OYCHb
ToHKoe. [TocnencTBus arenesun (OTCyTCTBHA)
Mo3ommcroro tena (AMT) 3aBUCST OT APYTHX

Hapyuienuil. CrangaptHoro jedenuss AMT He
CYIIECTBYET, HO BO3MOYKHO BBUICUHTH JIFOOBIE

T i
TEETET 3

i Sl el IR BO3MOXKHBIC CUMIITOMBI. ECTh nmpemnonoxkenue,
[in 1020 31 32 25 24 25 26 27 28 29 30 31 32 33 34 35 36 37 38 30 40 YTO AYTUTUKAIMS, OXBATHIBAIOIIAS yUACTKU 8p21 -
CxeMa MoKa3bIBaeT ObICTPHII 8p22, Beersia 0OHAPYKUBACTCS Y JIIOICH C
POCT T'OJIOBBI Y JeTeii ¢ AHOMAJTUSIMU MO30JIUCTOTO TeJIa U 3TO
AYIUIAKANHEH XPOMOCOMBI cooTBeTcTBYeT HaHHBIM Unique (Walker 1987; U).

8p21.3p23.1. vy HEKOTOPBIX JIeTEeH IOJOCTH, 3aII0JTHEHHEIE

CIIMHHOMO3TOBOH JKHJIKOCTBIO YBEITHIMBAIOTCS,
OCTaBIIsIsl MEHBIIIE MECTa MO3TOBOH TKAaHH U MOBBINIAs JaBJICHHE BHYTPH Mo3ra. Y
JleTel MIIJLIEro BO3pacTa, y KOTOPBIX €I1e HE CPOCIIUCH YEPETHbIE KOCTH, 3TO
MOJKET ITPUBECTH K YBEIIMIECHUIO Pa3MEPOB TOJIOBHI. Y BEIHYCHNE KOJIMYECTBA
CHMHHOMO3Tr0BOH kunkocTr (CMIK), KHIKOCTH B MO3TOBBIX ITOJIOCTSAX, MOXKET OBITh
BBI3BAHO HAPYIICHWEM ITOTOKA CIIMHHOMO3TOBOH JKHIKOCTH M3-32 NMATOIOTHIECKIX
W3MEHEHHH CTPYKTYPHI MO3Ta B 3aTBUIOYHON YaCTH TOJOBBIL.

Horwu u crynuu
KosdduuneHT no3uMOHHBIX AehopMaLiid CTONbBI y ATEH MOBBIIICH, HO HE SICHO,
BBI3BAHO JIM 3TO KOHKPETHO AYIUTHKAIMEH XxpoMocoMbl 8p. Cpenu mpobiieM co
CTOIIAMHU, O KOTOPBIX TOBOPUTCS B MEAULIMHCKOM JIUTEPATYpPE, CYLIECTBYIOT
Pa3JIMYHbIC BUbI KOCOJIAIIOCTH (SKBI/IHOBapyCHaH KOCOJIanIOCTh, ITATOYHO-
BaJIbI'yCHAs KOCOJIANIOCTD) U CTOMA-KavyalKa.
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Yuactauku Unique pacckazainu o 60Jiee MHUPOKOM U TPYAHO-KIACCU(DUIUPYEMOM
PpsJie MO3UIUOHHBIX AaHOMAJTU#, K KOTOPBIM OTHOCSTCS: CHIIBHOE [UIOCKOCTOITHE,
CKJIOHHOCTb CTOSITh Ha BHEUIHEM KPArO CTOIbI M H30THYTasi BOBHYTPD JIEBasi CTOIA.
JleTH ¢ KpyMHBIMH AYILTHKALUSIMU, OXBATHIBAIOIIAME OOJIBIIYIO YaCTh XPOMOCOMBI
8p ropasmo gaie FMeNH NO3UIHUOHHBIN Te()eKT CTYIHH. Y OONBIIMHCTBA JIeTeH
HEMPaBUILHOE MOJIOKEHUE CTOT KOPPEKTHUPOBAIOCH (prU3nUecKol Tepanueii u
HAKJIAJbIBAHUEM IIIHHBI, HO B TPEX CIyYasx MOHAJ00MIACh XUPYPrHYecKas
koppekist (Clark 1980; Moreno Fuenmayor 1980; Pezzolo 1990; U).

CycraBbl
Y HEKOTOPBIX JIeTel ¢ AYIIMKAI[HEel XPOMOCOMBI 8p B JI€TCTBE HAOJIOAeTCS
XapaKkTepHasi CKOBAHHOCTh CYCTABOB B HW)KHEH YACTH TeJa, IS MOAAePKaHUsI
MOJIBMYKHOCTH UM HEOOXOIMMBI PEryJISIpHbIE PACTSDKKH, (DU3HUECKast Tepartus U
HoureHue kopcera. OIHaKO, Takasi CKOBAHHOCTh CyCTaBOB BCTPEYALTCS HE Y BCEX
nereii. JIeTsM, KOTOpPBIX 3TO BCe JKe KOCHYIOCh, MOYKET MOHAT00UTCS OTepaIust 10
PACCEUEHHUIO TTOAKOJICHHBIX CYXOKMINI U CYXOXKHIUN MBIIIIL TOJICHU, YTOOBI
IMMO3BOJIMTH KOJICHAM U JIOABI)KKAM BBIIIPAMUTHCH. HeCMOTp)I Ha TO, YTO OIMMCAHHBIC
BBIIIIE TPOOJIEMBI Yallle BCTPEUAINCh Y AETeH ¢ KpYIHBIMH TyIUTMKALUIMHI
XpOMOCOMBI Sp, OHH 6I)IJ'II/I TaK’K€ BbIABJICHBI U Y HCKOTOPBIX ,HeTeﬁ C MCHBIIIUM
JIOTIOJTHUTEIBHBIM CErMEeHTOM XpomocoMm 8p21.3 - 8p23.1 (Clark 1980; Moreno
Fuenmayor1980; U).

[To3BOHOYHUMK
VY nmereii ¢ nymiukanuei XpoMocoMBl 8p MOBBIIIEH PUCK BOSHUKHOBEHUSI O0OKOBOTO
HCKPHBIICHHE IO3BOHOYHHKA, YTO BBI3BIBAECT MOSIBICHUE CKOJINO3a TUMHYHOU C- 1 S-
o6pazHoit popmsbl. [Tporpeccupyronuii CKOINO3 MOXKET IPUBECTU K TOMY, 9TO
YeJIOBeKY OylleT TpPYIHO CHIETh, U, €CIIM UCKPHUBJICHHE TO3BOHOYHHKA Oy IeT
CEpBhE3HBIM, OHO MOJKET CTAaTh IPUYMHON POOIIEM C cepueM U JIeTKUMH. OTIbIT
Unique 1oka3bIBaeT, 4ToO 3TO OoJiee XapaKTepHO JUIs
JIeTel ¢ KpyNHBIMU AyIUIMKauusIMu. Tak Kak ara
TEHZCHIIMS XOPOILO U3BECTHA, TO CTOUT 0’KUJATh TOIO,
YTO JIETSIM C JYTUIMKAIME XpOMOCOMBI 8p MOHAI00HUTCS
PEHTTEHOBCKOE UCCIIEI0BAHUE TI03BOHOYHHKA U
rocreayronee HadItoAeH!E, €CIN CKOJIN03
nporpeccupyomui. CKoJIM03 MEHBIIEH CTENEHH MOXKHO
JIEYUTh (U3MYECKON Teparuell Wik KOpceTaMHu, HO €CITH
OH CEPBE3HEE, TO BEPOSTHEE BCETO MTOMOKET OIEpalys.

Pacmennna neba
BBICOK PHCK, 4TO pebEHOK ¢ AyIIHKAIHe XpoMocoMel | PacieMubl ryobt u
8p poaMTCs ¢ pacuIenuHON HeGa, MHOTIA U C He0a MOryT ObIThH
paciienHoi Tyobl. B MeauuuHCKoM uTeparype YCHENIHO HCIIPABJICHBI.

OTIMCaHO MHOTO BHJOB PACIIECINHEI He0a, OT
pacilemneHysl NalbLIEBUIHOIO OTPOCTKA MIATKOM TKaHU, CBUCAIOILETO C 3aJHEH
YacTH pra (paciiernieHue HeOHOTO s3bIYKa) 10 MOCIU3UCTOM PaCIIeNInHbI, KOT/1a
pacuieruieHre Heba MOKPhITO CIIM3UCTONH 000JI0UKOH, KOTOpast 3aHMMAeT BCIO
MOBEPXHOCTD PTa, O OUEBUIHOM pacIlleIMHbI B MBILIEYHOM TKaHU B 3a/IHEN 4acTu
pTa (Msrkoe HebO0) MM KOCTHOW CTeHKE (TBeproe He0o). Y HEKOTOPHIX JeTel HeOo
HE TTOBPEKACHO, HO ABJIACTCA CIIMIIKOM BBICOKHUM. PaCH_IeJ'II/IHa HeOa MOXKET
COIPOBOXKIATHCS PACIIEIMHON BEPXHEH TyObI, C OAHOM UK C 00CHX CTOPOH.
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