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Hcrounnkn
HUnpopmayus,
npeocmasneHHas 6
O0aHHOU bpouttope,
835MA U3 MEOUYUHCKOU
aumepamypbel u 6a3ul
Odannvix Unique. Ha
MOMeHm cO30aHUs
bpouwiopbl 6 cpynne
Unique npunumanu
yuacmue 22 cembl ¢
oynauxayuei 8p bes
6osIeUeHUsI OpY2oll
XPOMOCOMbL.
Hecmomps na mo, umo
Ha 0610dIcKe
U300padiceHsl
ManbyuKy, OYRIUKayuu
8p 06wiuHO HAX005M Y
desouek. B 2004/5
200ax decamy cemell
NPUHATU yHacmue 6
onpoce. Cemvu, y
4j1eH08 KOMOPbIX ObLIU
0OHapyIcenbl
nooobHvie
OMKNIOHEHUs, Yacmo
NPUHUMAIOm yuacmue
6 epynne Unique,
UMEHHO OHU ABNAIOMCS
OCHOBHBIM
UCMOYHUKOM
uHpopmayuu.

CcbLIKH

Texcm cooeparcum
CCHUIKU HA CMambl,
onyoIUKoBaHHbIE 8
MEOUYUHCKOU
aumepamype. Mms
asmopa u oama
nyonuKayuu yKazamol
071 noucka
OPUSUHATLHBIX
cmametl unu ux
aHHOMayuil Ha caime
PubMed. Ilpu
JICeNAHUU BbL MOJIceme
O3HAKOMUMbCSL C
AHHOMAYUAMU U
KII0Ye8bIMU
cmamusmu na caime
Unique. Ccvinku Ha
uHpopmayuio u3 6azvi
dannwix Unique
nomeyenwi snaxom U.

ﬂ,ymmlcamm KOPOTKOI'O 1Jjie4a XxpoMoCoOMbI 8
(8p)

Jymnukanuy KOpoTKOTO Iieda XpoMocoMel 8 (8p) — peaxue
TCHETHUYCCKUE HAPYIIICHUS, IPU KOTOPHIX B OJHOM U3 46
XPOMOCOM 00pa3yeTcsi TOTMOIHUTEIbHBIN TCHETUUICCKUI
MaTepuai. IMEHHO HaJIH4Yue JOMOJHUTEIBHOTO MaTepraa B
XPOMOCOME YBEITHUMBAET PUCK BOSHUKHOBEHHUS TAKUX
npo0IieM, Kak BPOXKICHHbIC TE(EKThI U 33ICPIKKA B PA3BUTHH.
OjiHaKo, MpU AYIUTHKALHUAX 8p MHOTOE 3aBHCHT OT TOTO,
KaKOW y4aCTOK XpOMOCOMBI YIBOCH U HE OOHapyKeHa JIn
TaKas ke JYIUTUKAIHMS Yy OJHOTO U3 POAUTENeH. Y HEKOTOPBIX
JIFOJIEH HeT MPOOJIeM CO 310pOBbEM, M OHU Pa3BHBAIOTCS B
COOTBETCTBHUH C BO3PACTOM, B TO BPeMs KaK y JIPYrux B
0OJIBIICH WM MCHBIIICH CTCIICHHU MYTUTHMKAIIAN TPOSBIISIOTCS
pa3HoobOpa3reM (PeHOTHITHYECKOI KapTHHBL.

XPOMOCOMBI — 3TO MUKPOCKOIIMIECKUE CTPYKTYPBI
KJIETOYHOTO $/1pa, HECYIINE TeHETHIECKYI0 HHpopMaLuo. Y
Ka)KJJOH XpOMOCOMEI €CTh KOPOTKOE IL1ed0 (p) B BEpXHEH
YacTH ¥ JUIMHHOE T1edo (q) B HIKHEH. [ToMrMo 10m0oBBIX
xpomocoM X 1 Y, CYyLIECTBYIOT XpPOMOCOMBI, KOTOPBIM
MPUCBOECHBI HOMepa oT 1 10 22, oT caMmoii 00JBLION 0 caMoi
MaJeHbKOW cOOTBEeTCTBEHHO. OT Kax10# u3 23 map ojHa
XpOMOCOMa HacleayeTcs OT OTIa, a APYyras OT MaTepH.

Y moneit ¢ nyminkanueit 8p yABOSH y4acTOK KOPOTKOTO
wieya 8-it xpomocomsl. [lpu aToM apyras xpomocoma 8, Kak
MPaBIJIO, HE U3MEHEeHa. JyIIMKaIMIo BCETO y4acTKa
KOPOTKOTO IIJIeda MHOT/A Ha3bIBAIOT TPHCOMMEii 8p.

OcHOBHBIE NTPOSIBJIEHUSA
Y HEKOTOPBIX JIFOfIeH ¢ HEOOIBIINM KOJIUYECTBOM
JIOTIOJTHUTEILHOTO MeHETHYECKOTO MaTepralia B KOHKPETHBIX
JIOKycaX KOPOTKOT'O IIe4a XPOMOCOMBI 8 HET mpobiieM co
30POBBEM, HX Pa3BHTHE COOTBETCTBYET BO3PACTY, U y HHUX
pokaaroTcs 310poBbie geTi. OCOOEHHO ATO OTHOCUTCS K
CEMBSM, B KOTOPBIX Yy pa3HbIX YICHOB TaKasd XK€ AYIJIMKAIUA,
1 BCE€ OHU 310POBBI. Ectp HEKOTOpasd HEACHOCTH B TOM, KaKne
o01Ke MPOSBIICHHS HAOMIOAAIOTCS y APYTUX JHOCH, HO, IO~
BUIMMOMY, BKJIOYAIOT CJICIYIOIIHE YSPTHL:
3amepxKa B pa3BUTHH
TpyaHocTu B 00yueHUH
BsOCTD CKENETHBIX MBILIL Y MJIaJACHLEB (THIIOTOHHS)
BHyTpeHHre OpraHsl 0OBITHO HE MTOPAKAIOTCS, OJHAKO
OJIMH PeOEHOK U3 TIATH POXKIACTCA C TTIOPOKOM Cep/ra
OTcyTCTBHE MIIM UCTOHYEHHE ITyYKa HEPBHBIX BOJIOKOH,
COE/IMHSIIONIETO [1Ba MOJyIapusi Mo3ra. Tak Ha3bIBaeTCsI
areHe3usi MO30JIMCTOTO Telia, KOTOPYIO MOXKHO
0OHApYKUTh NP CKAHUPOBAHHHU FOJIOBHOTO MO3ra
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pebeHka

XapakTepHble 4epTHl Iuma (CM. cTp. 5)
JApyrue BapuanThl AyIiMKanum 8p
IMocnencTBus aynnukamuy 8p B OCHOBHOM 3aBHCST OT
TOTO, KaKoil Marepuall OblI yIBOEH U B KAKUX UMEHHO
MecTax (TOYKax paspbiBa) OblIa MOBPEXkKICHA
XpoMocoMa. XapaKTepHble 0COOEHHOCTH, YIIOMSHYTbIE
B 3TOI OpoIitope, ObUTA 0OHAPYKEHBI Y JTIOCH C
OYTUTAKAIHAeH 3HaYMMOTO0 ydacTka 8p. ['eHeTnk nim
KOHCYJITAHT II0 TCHETHIECKUM BOIIPOCAM MOTYT
0OBSICHUTB, T/Ie HaXOIATCst ToukHu paspsiBa JJHK y
YWICHOB Ballleil CEMbHU, YTO MOXET IOMOYb OTPECITUThH
MIepPCIIEKTHBEI Pa3BUTHS Balllero peOeHKa.
VY oiHUX Jro/Iei BCsl Witk O0JIbIIast YaCTh XPOMOCOMBI 8p
COEJIMHEHA C APYrOl XpOMOCOMOU. Y NIpyrux B
MIPOTSDKEHHOM XpoMocoMe 8p UMeeTCs yIBOCHHBIN
Mmarepuai. Ho, mo-BuaumMomy, 3T0 He Urpaet 00IbIIon
PO TS IPOSBICHUH HAPYIICHHUS.
YdeHble NBITATHCh YMEHBIIUTD YIaCTOK XPOMOCOMEI 8P,
KOTOPBIH OKa3bIBacT HAUOOJbIIEE BINSHAE, OJTHAKO
TOUYHBIX U JIOCTOBEPHBIX PE3yJIbTATOB BCE €Ie HET
(Engelen 1995; Fan 2001; U).
Hwxe npuBeneHs! 0coOble BUABI AYTUTHKAITH 8.

Inv Dup Del 8p (MuBepTHpOBaHHas

AYIUIMKAIUA U Aejenus 8p)

HekoTopsie m01 ¢ JJOMOJHUTETBHBIM TeHETUIECKUM
MaTepHaJIOM Ha XpOMOCOMe 8p UMEIOT 0CO0YI0
XPOMOCOMHYIO TIEPECTPOIKY, KOTOpasi Ha3bIBAETCsI
MHBEPTUPOBAHHOU AYIUIMKALUEN u aeneuuent 8p,
cokparieHHo inv dup del 8p.

V Takoil 0CII0)KHEHHOHN ITyIUIMKALIUN:

11.23

Xpomocoma 8

233
232
231
22
213 Sp
212 (kopoTkoe
21.1 nj1e4o)
12
11.22
1
1.1
8q
(nuHHOE
nj1e4o)

O

1 Bonbmoii yuactok 8p o6sruno yasoes (dup for
short). Tak kaKk y 3TOr0 JOTOJHUTEIHHOTO yJacTKa

HNuBepTrpoBaHHasn

HaTpaBJIeHHE, TPOTUBOIOIOKHO HCXOAHOMY, €T0 AYIUIMKANusi 1 1€J1€IUst

Ha3bIBAIOT HHBEPTHPOBAaHHBIM (inv for short).

2 OTcyTCTBYET KOHEL KOPOTKOTO Ijieda 8p

(menerwst, umm del for short). 12

3 Jly6muuupoBaHHbIE YUACTKM PasaeleHbl
yuacTkoM 8p23.1, KoTopbIil HE moABEpraics piL22 o
NYTUTHKALIAY U JCIICIIHH.

VY moneii ¢ inv dup del 8p takue ke ocodeHHOCTH,
YTO U y APYTHUX JIIOJIEN C TyIUIMKauuen 8p, o1HaKO
MIePBBIC CTAKUBAIOTCS C 00JIee Cephe3HBIMU
OCJIO)KHEHUSIMU. TOYHO HEU3BECTHO, HO HEKOTOPHIE
YYEHBIE TIPETONaratoT, YTO MOCIECTBUS PIMO
OYTUTHKAI| 8p 0OBITHO MEHEE TSDKEINbIe, YeM

o n®)
MOCICACTBUS UHBCPTUPOBAHHOU.

8p

E (2 —  del(8)p23.1->pter)

Y4ACTOK C OIHOI

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

inv dup
del(8p)




I'pynna Unique ony0iMKoBaja OTAEIbHYIO0 OPOIIIOPY PO HHBEPTHPOBAHHYIO
IYTUTUKALKIO U AETEUI0 8p.

HopmasibHble (3yXpoMaTHBHbIE) BapUAIUH

YV HEKOTOPBIX ceMEN AOMOJHUTENBHbIN FT€eHETUUECKUI MaTeprai Ha ydacTke 8p23.1
HaIOMUHAET JYIUIMKAIINIO, OJHAKO IIPH 00Jice TOYHOM MOJIEKYJISIPHO-TEHETHIECKOM
aHaIN3€e BBLICHIUIIOCH, YTO 3TO a0COIIOTHO OE30IIaCHbIN BapHaHT YHCIa KOTTHH
kopoTkoro orpe3ka JJHK Ha yuactke 8p23.1. Y GonbIIMHCTBA JIOCH SCTh JBE
KOIIMH 3TOTO y4acTKa Ha 00EuX XpOMOcoMax 8§, KOTOpbIE B CYMME JIal0T YEThIpe
koruu. OTHAKO Y HEKOTOPBIX JIIOAEH MOXKET ObITh BCETo JIMIIb TPU KOIHH, 3 MOXKET
OBIT Take ceMb. B pekux ciydasx y cemeit 0bu10 0OHapy»keHo oT 9 1o 12 komwuii,
KOTOpBIE MMPAKTHYECKH TaKHe JKe, KaK HACTOSIINE TyTUITNKAINK ydacTka 8p23.1
(Barber, 2005). 13-3a BHEIIIHETO CXOJCTBA yUCHBIE PACXOITCS BO MHEHUIX 00 HX
saagnmMoctu. (Tsai, 2002; Kennedy, 2002).

JIromu ¢ OONMBIINM KOTHMYECTBOM TAKUX KOMHH 30POBHI U Pa3BUBAIOTCS B
COOTBETCTBHUH C BO3PACTOM, 2 XPOMOCOMHBIE HapyIICHHUs TAaKOTO POAa, KaK MpaBHIIo,
HAaXOJAT CIIydallHO. Y BEIMUYEHHBI FeHETUYECKUI MaTepual COACPKUT TPU I'eHa,
KOTOPBIE UI'PAIOT BaKHYIO POJIb B UMMYHHOM CUCTEME, U IOILyCKAETCS
BO3MOKHOCTb, UTO Y JIFOJICH C OOJIBIIUM KOJMYSCTBOM TAKUX KOITHIA MOBBIIICHA
compoTtuBisieMocTs K nHpeknusM (Barber 1998; Gibbons 1999; Barber 2000; Hollox
2003).

He3naunrtejabHble 1 6e3Bpe}1Hl>Ie AYILUIMKAUU, Iepeaarumecs 1no

HACJIEICTBY

Y HEKOTOPHIX ceMell OB OOHAPYKEHBI APYTUE BUIBI AYTUTHKAIHA, KOTOPBIC
abcomoTHBI Oe3omacHel. OHH OBUTH HAaWCHHI B JOKycax oT 8p22 mo 8p23.1 u ot
8p23.1 no 8p23.3 (Engelen 1995; Engelen 2000).

Emre oqua 6e3BpeaHbIN BUI TYTUIMKANN Ha ydacTke 8p22 HegaBHO ObLIT 0OHApYKEH
y JII0ZIeH B TpeX MOKOJIEHUSAX OJIHOM U TOU e CEMbU, HA Ha OJHOTO YjieHa KOTOPOH
HaJIMYKE JAOIOJIHUATEILHOrO MaTepraia He nmoiusio (Chan 2005).

JApyrue He3HAYUTEJbHbIE NYIVIMKAIUN, NIEPeAAK0IIHecs 10

HACJIeACTBY
B HEKOTOPBIX CEMBSX 3[0OPOBBII POJUTEIH MOKET MEPEIATh [0 HACICACTRY
NYTUTHKALKI0 MeKIY yaactkamu 8p21.3 u 8p23.1 pebeHky, y KoToporo Oyaer
3aJiepKKa B Pa3BUTHU WU BPOXKIACHHBIN Te(DEKT, 3aTParuBarONIni JaIie BCero
cepaue. [ToqoOHOE MOXKET MPOU30MTU C POJUTEISIMA, IMEIOIIHX TYTUTHKAIIHIO BO
BCEX KJIICTKAX FJIM TOJIBKO B HEKOTOPHIX M3 HUX (SIBIICHUE, HA3BAaHHOE
MO3aHIU3MOM).

BonbImMHCTBO HACTIEACTBEHHBIX AYTIIMKAIIUI ObLTH OOHAPYKEHBI B TCHETHIECKOM
Marepualie BEpXHEro yuacTka KOPOTKOro rieda XpoMocombl. OTHAKO TakKe
coo0manock 00 OTHOCUTENIHHO 0€3001IHOM NYTUIMKAINK MEXy ydacTkamu 8pl2 u
8p21.1, oOHapyXEHHOH Y B3pOCIIOTO YEJIOBEKa CO CJIa00 BRIPAKEHHOM 3aJIEPIKKON B
pa3BUTHH U 6€3 TPoOJIEM CO 30POBBEM.

B MeaumuHCKOH InTepaType eCTh MPEATIOIOKEHHS, YTO Y peOeHKa IPOSIBICHUS
NYTUTHKALMY | BPOXKIICHHBIC Ee(EKTHI BRIPAXKCHBI ¢1a00, HO 00 3TOM HEIb3s
TOBOPHUTH C YBEPCHHOCTHIO, TaK KaK, [0 KpaiHeH Mepe, B OJJTHOM cliydae y peOcHKa,
YHaCJIeIOBABIIETO MyTuTuKanuio 8p23.1 ot oTma, posABICHUS ObLTH SPKO
BeIpakeHsI. (Dhooge 1994; Engelen 1995; Brooks 1998; Moog 2000; Fan 2001; U).



Kak yacro BcTpeuaercst Ayninkanus 8p?

Koneuno, nymnukanuu 8p BCTpeyaroTcsi 04eHb PEKO, HO HEJb3sl CKa3aTh TOYHO, TaK
Kak 3I0pOBbIE JIFOIM U JII0M Oe3 HapyIIeHuH He oOcnenytoTces. IHBepTHpOBaHHAas
nymmkanus u generws 8p.(Inv Dup Del 8p) siBnsercst oxHUM U3 caMBIX
pacupoCTpaHEHHBIX BUIOB TYIUIMKALMH U, IO OLICHKAM, CPEeI HOBOPOXKACHHBIX

nereit BcrpedaeTcs ¢ gactoToit ot 1:22000 mo 1:30000.

Mo:kHO JIU pacnno3HaThb AyIJIMKAIUI0 BO BPpEMS 6epeMeHHOcTH?
Hertu ¢ nynnukanuei 8p, Kak U Apyrue JeTH, POXKIAIOTCSA B CPOK WIH B IIpefieNiaX Cpoka. beut
omMcaH Ciryqail pekaeBpeMEeHHbBIX PoIoB Ha 34 Hezele, HO PHCK ITOBTOPEHHS T0100HON

CUTYyaIluH HE BBIIIIE, YeM TIPH JTF000M APYroit 6epeMEHHOCTH.

U3 11 cemeii-yuactaun Unique, nBoe neTelt poIuIUCh
npexaeBpeMeHHo Ha 34 uiu 35 Henene, a 1Boe Ha 37
Henene. Y IBYyX MaTepei HaO01anoch MOBBIIICHHE
JIaBJICHUS, a Y OJHOH yBennueHne o0beMa OKOJIOIIIOAHOM
JKUAKOCTH (MHOTOBOHE). POCT M Bec OOJIBIIMHCTBA IeTeH
COOTBETCTBOBAI HOpMe. B nccrnenosanusax Unique
MoKa3aTeliu Beca BappbupoBaIuCh oT 2183 1o 4138 rpammoB
(Allen 1982; U).

Kak 3T0 MosKeT MOBJIMATH HA MOEro

HOBOPOKIEHHOI0 pedeHKa?

Tak Kak sSIBHbIC BPOKACHHbIEC Ne(EKTHI y AeTeil ¢
JOyIUTUKanue 8p BCTpedaroTes: pefko, OOIBITHHCTBO
JIETeN KaKyTCs 340POBbIMU IIpU poxacHuU. Tem He
MEHee, KoTJia Bbl OyJieTe JepKaTh CBOero pebeHka Ha
pyKax, OH MOKET ITOKa3aThCs BaM OOMSKIINM U
BsUIbIM. IIpUUnHOI ABIIAETCS COCTOSHUE, Ha3bIBAEMOE
TUIIOTOHHEH, IPH KOTOPOM CKEJIETHBIE MBIIILBI HE
OTBEYAIOT HA CUI'HAJIBI, 101aBA€MBbIE MO3TOM.
MHorue aeTH 1IauyT, c1abo cocyT Ipyab, IepBoe
BpEMsI UM TPYJHO COCATh U MNIOTaTh OJHOBPEMEHHO.
Y HEKOTOPHIX AeTeill ecTh 0COOBIe MPU3HAKH,
CBOMCTBEHHBIE TYIUIMKALNU 8P, KOTOPHIE, KaK
IIPaBUJIO, HE BIMAIOT Ha pa3BUTHE. HekoTopsle netu
HUMEIOT ITyOOKHe CKIIaIKK Ha JIaJOHAX WIH CTYITHSX,

“ Hecmomps na mo, umo
OHa He 3aKpuuana nocie
PpodicOenus:, oHa dvlia 8
CO3HAHUU U CPA3Y Jice
Hauana paccmampusams
6ce 8oKpye. Y nee He OvL10
MUNUYHO20 «OEMCKO20)»
BLIPAdICEHUS TUYA;
sbipadiceHue na ee auye
6ce20a OLLIO CePbLE3HLIM.
Ona ne cmesiniace, ne
naakaia, we ienemaid,
oaoice He Kaana HuYe2o cebe
6 pom. Hecmomps na mo,
ymo ona OblIA Yem-mo
yeaeuena u cocpedomouend,
OHA NOYMU He u30a6ald
38yk06. Ee ouens
uHmMepecosanu uya u pyKu
mooetl. Ona mak 00120 u
NPUCMATLHO CMOMpPend Ha
JA00ell, Ymo um

L
CMAHOBUIOCH HENIOBKO.

0COOEHHO MEK/1y OOJIBIINM U BTOPBIM MaNbIaM1 HOT. Y HUX TaKXXe MOTYT OBbITh
WCKPHUBJICHHBIE TTAJIBIB PYK U BHITHYTHIH BHYTPb MU3HHEIL.

Cpenu SIBHBIX BPOXJICHHBIX JI€(DEKTOB, ONIMCAHHBIX PaHEe, TAKXKe HAOIIONA0TCS:
paciiennHa HeGa/TyObl, maxoBasi rpbka (MHIBUHAJIbHAS ), HEOOBIYHO N30THYTHIE
CTOIIBI WJIM BBITHYThIE HAPYIKy CTOIBI Oe3 cBoia (0] HA3BaHUEM CTOIa-KaydalKa)

(Gibbons 1999; U).
BuemnocTtn

ITo mepe B3pociaeHns OOIBIINHCTBO JETEeH C TyTIIHKAIMe XPOMOCOMBI 8P BHEIITHE
OyAyT HEMHOTO OTJINYATHCS OT CBEPCTHUKOB. TeM He MEeHee, 0OTMEYaroTCs
HEKOTOpbIe (PEHOTUIMHYECKHIE YePTHI, XapaKTepHBIE I IeTeH ¢ TyruKannueit
XpOMOCOMBI 8p. BOJIBIIMHCTBO M3 HUX HUKAK HE BIMSIOT Ha pebenka. Jloktopa
BBIIENSIOT 3TU Y€PThI, TaK KaK OHU IOMOT'al0T B IOCTAHOBKE BEpHOro aAuaruosa. K
HUM OTHOCSITCS: BBICOKHM, KPYTJIBIH JI00, BHICTYNAIOIIMI HOC C IINPOKOH
MEePEHOCHIIEH M B3IEPHYTHIM, HEMHOTO JIYKOBUIIEOOPa3HBIM KOHUYMKOM, IIMPOKHUH
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POT ¢ IyXJIOH, 1a)ke HEMHOTO HalyTOH HI)KHEH T'yOoM, a TakyKe KOPOTKasl Iesl.
Bonee BaxkHast uepTa — MaJieHbKas HYDKHAS
YEIOCTh, KOTOPask MOXKET BIOCIEICTBHH
JIOCTaBUTh HEMPUATHOCTH, €CITH YEIIOCTH HE
COTIPHUKACAIOTCS, KOTJIa POT 3aKPBIT.
Pocr
MHorue XpoMOCOMHBIE HapyILIEHHsI BIUSIOT Ha
POCT, TIO3TOMY JI€TH U B3pOCIIbIE OOBIYHO
HEBBICOKOTO pocta. Ho mocnencTBus nyniauxkanuu
8p I0OBONBHO M3MEHUYHUBBI, YTO MO3BOJISET
MPEITON0KNTh, YTO 3TO HApyIIEHHE HE OKA3bIBAET
| 3| cucTemaTndeckoro BIHSHUS Ha pocT. Cpean
b .m; £ % B3pocneix wieHoB Unique ecTh KEHIIUHA ¢ POCTOM
’ “ | 147 cM - Ha 20 cM HEKE CPEIHETO POCTA B3POCIOM
JKeHIUHBIL. B To BpeMst Kak poCT OTHOTO MOJIOJIOTO
yenoBeka 185 cM, uto Ha 12,3 cM BbIIIE CpEeTHETO
§= pocta i My>k4uH. Her HuKakux pas3induii 1o
nofy: K uaeHaM Unique OTHOCATCS BEICOKUE
JKCHIUHBI U HEBBICOKHE MYXXYHHBI C JYIUIMKAaLUEH

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

TATETL HecMmoTps Ha TO, 9TO AETH POXKIAIOTCS C
COOTBETCTBYIOIIUM HOPME BECOM, B paHHHE
MeCSIIbI )KU3HU OOJIBIIMHCTBO JIETEH ¢ MyIUTMKaleld 8p UCTIBITHIBAIOT TPYIHOCTH BO
BpeMsi KOpMIIeHHs U Habopa Beca. Bpaun Ha3bIBaIOT 3TO OTCTaBaHHEM B (PU3NUECKOM
pasButun. OTcTaBaHne B QU3NUECKOM Pa3BUTHH — BaXKHBIN (pakTOp, OTMEUCHHBIH B
pocTe OONBIIMHCTBA AETEH HAa PAHHUX TOJIaX >KU3HH.

Ena u nuranue

Jetam noHato0UTCs MOMOIIb IPH KOPMJICHUH Ha MEPBBIX HElEeNax Ku3Hu. B
JIOTIOJTHEHHE K MX 0OBIYHO c1aboMy cocymemMy pedaekcy ¥ HU3KOMY TOHYCY B
MBIIILAX JIMIIA, Y OOJBIIMHCTBA IJI0XO0 3aKPhIBAETCS POT, H3-32 YEr0 MOJIOKO
BBITEKaeT 130 pTa. OCOOEHHO MPOOIEMBl BO3HHUKAIOT NPH KOPMIICHUH JIETEH C
pacuienrHON MATKOro HeOa (paciueryieHne B MATKON YacTH 3aJHel yacTH pTa) Win
JIeTeH, Y KOTOPBIX MATKOE HEOO HE 3aKPBIBAETCSI JOJDKHBIM 00pa3oM, W3-3a 4ero
MOJIOKO POHHUKAET B HOCOBBIE TIOJIOCTH U BBITEKAET U3 HOCA. Y HEKOTOPBIX JIeTel
TaKkKe HaOII01aeTCs 3aMETHBIN PE(IIIOKC — PErypruTanys COACPIKUMOTO KTy IKa
BBEPX 110 NHIIEBOMY TPAKTy (ITHIEBOTY), BEI3BIBAIONIAS CEPHE3HYIO (POpMy
OTpaBIIeHUs, KOTOpast 0eCTIOKOUT pedeHKa. Pedurrokc, kak IpaBmiio, MOKHO
KOHTPOJHPOBATH, €CJIU IPU KOPMJICHUHN NCPKATH pe6eHKa HEMHOI'O B BEPTUKAJIBHOM
nojioxxeHuu. Y mydmie ykiaeiBaTh peOeHKa craTh, TaK YTOObI €ro rojiosa Oblia
cierka npunoHsTa. [Tuima B Bue mope 00bIYHO yCBanBaeTcs JIy4llle, 1 HEKOTOphIe
JIETH TIOJIOXKUTEIFHO PearnpyroT Ha aHTUpeQIIIOKCHbIe npenapatsl. Eciu npoctsie
MephbI He cpaboTaroT, YIIy4dIIuTh paboTy KilarnaHa Mex/1y KeJTyAKOM U MUIIEBOI0OM
MOJKHO C TIOMOIIBIO XHPYPTUYECKOil omepanny, Ha3pBaeMoil (pyHIomInKanuei.
Mo ombiTy Unique, B Te4eHNE NEPBBIX HECKOIBKUX HEAEIb OOIBIIMHCTBO JCTEH
MOJTy4aJIu MUIy 4epe3 TpyOKy. B npeane oHn Ha4HYT MOJTydaTh CLHEKECHHOE
IpyIHOE MOJIOKO, a OJJMH peOCHOK Mepelelt Ha TpyAHOe BckapMiuBaHue. [lersm,
KOTOPBIX KOPMHJIM M3 OYTBHUIOUKH, OblIa HEOOX0AMMa CrennanbHas cocKa s
HEJIOHOLICHHBIX MJIaJICHLIEB WIIM COCKA /ISt IETEH ¢ paciiennHoi Heba. Y
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HECKOJIbKHUX I[CTCﬁ (Tpex u3 13) CEPbE3HOC OTCTABAHUC B (1)I/I3I/I‘-I€CKOM Ppa3BUTHHU
HOTpC6OBaJ'IO YCTaHOBKHU FaCTpOCTOMH‘IeCKOﬁ pr6KI/I, YTO Ha BpEMs IMO3BOJINIIO
BBOJUTH ITUIIY IIPSIMO B XKEITYIOK.

[To mepe B3pocneHus: peOeHKa, peKUM NUTaHUS yiydinaercsi. bonbIMHCTBO neteit
Mepexo/sIT Ha TBEPLYIO IHILY B COOTBETCTBYIOIIEM Bo3pacTe. OHAKO y HEKOTOPBIX
neteit ObUTH MPOOIIEMBI C 3y0aMu, U 'y OOJIBIIMHCTBA OCTABAICH MIPOOIIEMEI C
KEBAaHNEM H CaMOCTOSATEIBHBIM IIPHEMOM IIHIIH, HO K CPETHEMY IIKOJIHHOMY
BO3pacTy BCE CEMbH, PEI0CTaBUBIINE HH(POPMAIHIO, OTMETHIIN XOPOIINH aIlIeTHT
Y CBOUX JAETEH.

3amop 4yacTo BcTpevaeTcs y IeTel ¢ XpOMOCOMHBIMU HapyIICHUSIMU, OCOOEHHO y
JIeTeH C IUIOXUM aNIMeTHTOM, KOTOPbIE MaJIo IIBIOT, U y T€X, KTO HE OYE€Hb aKTHBEH. Y
OJIHOTO PeOCHKA 3aop YCYryOuIsiyics U30bITOYHBIMHU

NEeTISIMU B KHIIIEUHHUKE. BOJIbIIIMHCTBO neTen CeMbH paccKa3bIBaOT...

(11
TIPUHUMAITH OOBIYHBIC TIPEITICAHHBIC HIIH B sospacme 8 nem yposens 2o
HaTypaJlbHbIE CMATYUTEIIN CTYJIa WU CTUMYJIATOPBI paseumus coomeemcmeyem 18
nedexanum, Ho, HECMOTPS Ha 9TO, y OJHOTO PEOCHKA  yecsayam. On ouens
pasBuiics 3amop. Opyorceniobnblil, oueHb a0oum

manyesanisb, nentb U noumu

Kak pyniukanusi 8p MosKeT NOBJIUATL HA 00 Vawibaemes. On

CIOCOOHOCTH pedeHKa K 00y4eHu10? yuumes, Ha6modas, u
Hanuaue q1omoHUTEILHOTO TeHETUYECKOTO nblMaemcs noopascams
Martepuaja Ha XpOMOCOME BIIMSIET Ha CKOPOCTh crosam u oeticmeusm. On
o6yquHﬂ U YCTaHaBJIUBACT HEKOTOPbIC OrpaHUUYCHU JHOOUM MY3bIKY U MaHybl ?-
Ha BO3MOKHBIE JIOCTHKEHHS B 00yUEHHH Y TAKUX aynmakauus 8pl1.2p23.3.
aereit. ITo Mepe Toro, kak OyJeT pa3BUBaThCA 6

6 . On 6ce Xopouwio nonumaent,
PEOCHOK, CTAHCT AACHO, B KaKOU CTCIICHU MPOABATCA NOMOMY 4MO ¢ HUM CIANU

TIOCIIE/ICTBAS AYTUIMKALMH, HO BOSMOXKHBIN MANA30H  squumamscs ¢ paniezo

JIEUCTBUTEIILHO OYE€Hb IIHPOK: OT ITOJHOTO so3pacma. Ilocewenue
OTCYTCTBUS IIOCIIEACTBUN y IeTEH, KOTOPbIE 00weobpazosamenbHoOl WKOIbL
HaCJIeAYIOT HEOOIBIIYI0 YCTOMYNBYIO AYIUIHKAIHIO, nomozaem emy nogblCums

1o 6onee cephe3HBIX y Apyrux. I1o HAbopy XpoMocoMm — CAMOOYEHKY, eMy Hpasumcs
HE BCEr/1a MOXHO TOYHO OMPEICIUTh CIIOCOOHOCTH 3AHUMAMbCA MY3bIKOU, Nemb

ezan: M
pebenka k yuebe. K nepBoMy aHIO poxneHHs necru u Gezamb co ceoumu

pebenka OyJieT jierdye cienaTh porHo3 OCHOBBIBAsICh Od”""'ﬂacc”u’g‘%’i‘ 53 3
HAa pe3yNbTaTax KIMHUYECKUX HCCIeJOBaHUN U AYIIUKALMSL SP21p25, S JIeT.

HaOJIOICHUSIX 38 pa3BUTHEM PeOeHKa. “ B sospacme 10 nem, e2o

V GonbIINHCTBA lleTeI}'I OTMEYAIOT YMEPECHHYIO NI pazeumue coomeemcmaeyem
CepPBE3HYI0 TPYIHOCTh K O0YUEHHIO, HO Y KaXKI0TO YpOBHIO 08YXNemHe20 pebeHKa
€CTh WH/IMBHUyallbHbIE CUIIBHBIE CTOPOHBI U 6 bonvuuncmee chep. On
CHOCOOHOCTH. PostuTeNH TakKe OTMEYa0T ouens 0ouumenbHbiiL U
CHOCOOHOCTH K MY3BIKE M YYBCTBO PUTMA. A00AUULL - IMO €20 CUnbHibie

cmoponvl. Emy mpyono

OOmuTEeNHHOCTS JIeTell moMoraeT UM B yuebe. B
cocpedomowumbw, nosmomy

00pa30BaTE/NbHBIX OTYCTAX OTMEYAIOT, YTO 00ydyenne = yuumes, ¥ nezo
cTaHoBUTCS Hanboiee 3P PEKTUBHBIM PH TyuuLe NOTYYaemEs yuumbes
HCTIOB30BaHUH MYJIBTHCEHCOPHOTO moaxona. OnnH K020a 6U3VaTbHbIE, CIYXO0GHIC U

MICCTHJICTHUI pe6eHOK ¢ OoraTeIM BOO6pa)KeHI/IeM MAKMUIbHO-MblULEYHbLE

MacTepIJI MAIIHHEL, JTIO/IeH 1 )KUBOTHBIX U3 Oymarm. MemoOobl UCNONLIYIOMCS

C ).'Ipyl"Oﬁ CTOPOHBI, MOTYT BO3HUKHYTH CJIOKHOCTH C smecme ”_ JUYTUTUKALHS
8p21.3p23.1.



CeMbH
paccKa3bIBaIoOT...

6 Jlo 4 nem C ucnonvzosai
071 0OWeHUs 36YKU U
arcecmel, ¢ 4 00 8 iem ou
UCNONIb306AL SI3bIK
2HCECMOB U A3bIK
Maxamon. C 9 nem on
obwanca eepbanvHo,
Xomsa u ¢ mpyoom, Ho
menepv OH MOJICEMm
J1€2KO 0OBACHAMbCA U
secmu NOJIHOYEHHbLe
beceovl co ceoumu
CBEPCMHUKAMU, MAK
JKce, Kak u opyaue.

C moodicem HOPMATbHO
obwamvcs, Xoms uz-3a
HenpasuibHO20
KOHMPOJA ObIXAHUSA
denaem MHO20 Nay3
CBOUX NPEONIONHCEHUSX.

C yacmo Hamepesaemcsl
3a6ecmu paszeo8op, Ho K
MOMY 8peMeHU, K020d OH
NPOUSHOCUM NOJIOBUHY
nepe8o2o NPeodiodce s,
OH 3a0vl8aem, o uem
cooupancs ckazamo.

C paseusancs oueHs
MeONeHHO, 3amem
HEMHO20
npozpeccuposa, 3amem,
6036paANCs HA3AO,
3amem CHO8a enepeo, u
HeYKJLOHHO
npozpeccuposa, Ho 08ad
2004 HA3ao0, OH,
Kaosicemcsi, 00Cmiue
c80e20 npedena 7

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

KOHLICHTpaIell BHUMAHUs, OTpaHUYEHHbIH 00beM
MaMsITH, a TAK)Ke OTMEUEHO, YTO y TAKHUX JeTeH
MeIJICHHO (POPMUPYIOTCS OCHOBHBIC YICOHbIC HABBIKH.
HexoTtopsie netr ¢ HeOONBIION TyTUIMKAHEH YMEIOT
YHUTaTh ¥ UCaTh, HO STUMHU HAaBBIKAMH 00JIaIaI0T HE BCE.

B Unique onuH MOII0[10# 9eTIOBEK C TyTUTHMKAIHEH
8p23.1p23.3 (ue yHaACIIeZOBAaHHOI) MPOIIIEI
TIpeIBapUTEIHHBIC STAITbl SK3aMEHOB JUIS BHIITYCKHHKOB
IIKOJ B BeTMKOOpUTaHUY 110 aHTIIMHACKOMY SI3BIKY,
MaTeMAaTHKE, ECTECTBCHHBIM HayKaM U HHQOPMATHKE K
IIECTHAIIATH TOJaM.

B kakyro mkoJay xoasT aneru?

[Momasnsromee 6OMBITIHCTBO AeTei-ydacTHIKOB Unique
MOCeIIay CIeIHATN3UPOBaHHYo mKoy. [Toutn Bece
CEMbBH pPaccKa3ajy O CIEeIHaIbHBIX 00pa30BaTeIHHBIX
nporpaMMax WJIM KX MECTHOM aHaJjore.

Peunb u o01mieHue

3amepxKa pedu, Mo-BHIUMOMY, COIIOCTABIMA CO
crocoOHOCTAMH AeTeit K 00ydeHuto. [letn 00BIIHO
TIPOM3HOCST MEPBEIE CJI0BA MEXKAY ABYMSI U TISITHIO
rogamu. Xots oauH pebenok u3 Unique, KOTOPBIHA He
pasroBapuBall 10 9-J1eTHEro Bo3pacta, B HOAPOCTKOBOM
BO3PACTE XOPOIIIO MOHUMAJ YCTHYIO PeUb M OYCHb OCTJIo
pasroBapuBai. Y HEKOTOPBIX JIETeH OTMEUaeTCs
TUIIOTOHUS MBIIIT] JIUIA, OOMIFHOE CIFOHOOTICICHUE, U
OHH CTaJIKUBAIOTCA C TPYJHOCTSIMH TIPH IPOU3HOIICHIH
3BYKOB.

BonpmuHCTBO JeTel MTOHNMAIOT pedb U y9aTcs
TOBOPHTb, U, XOTS UX JICKCHKOH OTPaHUYCH, OHU MOTYT
BBIpa)XaTh CBOM NMOTPeOHOCTH M kenaHusa. Heckonbko
JieTeli 00IIAIOTCS HeBepOaTbHO.

CHOCOﬁHOCTb CHUIETh, IBUTATHCH U XOAUTD ...
B mutanenuecTBe y aeTeit ¢ Aymoivkanuei 8p ormevanach
runotoHus. OHM TIO3/THEE BCEX HAYUHIIUCH JIePKATh
TOJIOBY, CHJI€Th, TION3aTh U XOJAUTh. Y KaXKIO0TO
OTIIEeIbHOTO pebeHKa JaHHbIE HABBIKM Pa3BUBAIMCH B
pa3HOM Bo3pacte. B cpeiHeM OHU yUHITUCH
MepPEeBOPAUYMUBATHCS B BO3PACTE OT CEMH MECSLIEB J0 TPEX
JIeT, CHJICTh 0€3 MOAICPKKH OT BOCBMH MECSIIEB J0 TPEX
JIET ¥ MOJI3aTh OT 11 MecsaneB 10 ceMmu aeT. XoTsa
HEKOTOPBIC JETH MUHOBAJIA 3TOT ATAIl U CPasy
HAy4YUIIUCh XOJIUTh. J[eTH 0OBIYHO yYaTCsl XOAUTh MEXIY
JIBYMS ¥ TpEMSI TOJIaMU, HO HEKOTOPBIE OCBAUBAIOT 3TOT
HaBBIK paHbIlle. 3HAYATEIHHOE YHCIIO0 JETEeH B BO3pacTe
OT LIECTH O BOCBMHU JIET €Ill€ HE HAYYMIIUCh XOIUTh WU
JKE IPHOOPEITN 3TOT HABBIK, & 3aTEM MOTEPSLUIH €rO.
TunuyHas KapTUHA MBIIIEYHOTO TOHYCA y JeTeH ¢
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OyTUTHKanueH 8p, mo-BHANMOMY, 3aKII0YacTCs B
MBIIIIEYHON CTab0CTH BEpXHEW YacTH Tela C MOBBIIICHHBIM
TOHYCOM U HAaTSIHyTOCTH B MbILIIAX HW)KHEW YacTH TeJa.
Bananc Taxke MOXKET ObITh HAPYIIICH U B HIDKHEH 4aCTH
TeJa, CyCTaBhI YaCTO CTAHOBSATCS BCE OOJICE CTSIHYTHIMU.
YroObl N30€KaTh ITHX MOCIEACTBUH, OOJBITUHCTBY JETCH
HeoO0XoIruMa IporpamMma eKeJHEBHBIX YIIPAKHCHNH Ha
PaCTSDKKY, 9TOOBI CyCTaBBI HIDKHEH 4acTH Tena ObuIH
rHOKUMHU. MHOTHM ClIeyeT HaJAeBaTh TYTOPY Ha HOYb,
YTOOBI BEIIPSIMUTE KOJICHH W OPTONEINIECKHE OMOPHI IS
JIOJIBIKKH HJTH CHICIIMATBHYIO 00YBb s X046061. [ToMuUMO
peryispHo# (U3NIECKOi Teparuu, HEKOTOPhIC AETH
HY)KIaJKCh B OCBOOOXKICHUHN M YIJIMHECHHH [TOIKOJICHHOTO
U aXWIJIOBO CYXOXKUIIUH, YTOOBI KOJICHHBIN U
TOJIEHOCTOMHBIN CYCTaBbl MOTJIU BBIIPSIMIISITCS U CeMbH
crubatbes. C TOMOIIBIO ONIEpaIUH TI0 pa3pe3y CYXOMKIITHHA PaccKa3bIBAIOT. ..
B CTOIIE U CPALIMBAHUIO KOCTEH JIJIs1 COXpAHEHUS HX
TTOJIOKECHUS OBLIIA TOCTUTHYTA TOJBIKHOCTE HOT Y
HEKOTOpBIX AeTed. Kak mpaBuiio, st COXpaHEHHs
MIOJIBIPKHOCTH JIETSIM TPeOYETCSl HHTEHCHUBHAS U

7]
Dusuueckas mepanus u
apeomepanus
nocnocobcmeosanu
HABbIKAM NOOBUICHOCTIU,

peryispHas ¢puzndeckas Teparnus mocje oneparyq. ocobenno yuumpiéas mo,
Hccnenosanus Unique 110Ka3ainy, 4TO yBEIUUEHUS umo sansmus ne
MOSIBJICHHSI KOHTPAKTYpP CyCTaBOB B HW)KHEH YaCTH Tella HE  Npekpauyanics ¢

HOCHUT yYHHUBepcallbHbII Xapaktep. Hexoropsie netw, nAMUMeCcA4H020 )
HAyYHUBIIHECS XOIUTh K TPEM rofiaM, y>Ke MOTJIH OeraTh u 803!’“5;”“ no HACMOAUWUY
IIOJHUMATBCA 110 CTYIIEHBKAM B BO3pacTe OT TPEX 10 Oertb.

iecTu. Y 3TOM IPYIIIbI AeTe HAOMOIaTUCh HEOONIBIIINE &6

IyIUTMKaIuy B peruone ot 8p21.3 no 8p23.1, B To Bpems A awooicem noonsime

6ynaexy c nona, cycas

KaK JeTU C KPYTHBIMH JYTIHKAIHAMH, OKa3aInCh Gonbiioii it
Ho/IBEPKEHEI O0JIEe BHICOKOMY PUCKY TOSBIIEHHS yKazamenvibiti nanbybl,
KOHTPaKTyp CyCTaBOB, TPEOYIOLIEro XUPyprudecKoi HO el npuxodumcs
KOPPEKLIHH. npunazamo OonbLUE
M yeunus, ymoovl

OTOpHUKA PYK OMKPYMumy KPluKy ¢

1 % »”

CornacHo uccnenoanusm Unique, y neteit Ob1am Gymoiixu.

BBISIBJICHBI 3HAYUTEIbHBIE 3a/IEPKKH B PA3BUTUH MEJIKOM

MOTOPHUKH PYK U 3pUTEIbHO-MOTOPHOM KOOpAUHAIIMH, HO OHU HE HOCHJIU
CHCTeMaTHUeCKOTo XapakTepa. [I[{umkoBkIi 3aXBat (MEX Ty OOJBIINM H
yKa3aTeJIbHBIM HaJIbIIEM) B CHOCOOHOCTh YKa3aTh Ha IPEAMET, KaK 0Ka3aIocCh,
Pa3BUBAIOTCS TIO3THO Y OOJNBIIMHCTBA JA€TEH, HO 33JIEP)KKH B PA3BUTHUH TAKUX
HABBIKOB, KaK TepeMEIICHUE 0OBEKTOB U3 OJTHOW PYKHU B IPYTYIO M MUHIIETHBIH
3aXBaT NUCbMEHHBIX IPUHAAJIEKHOCTEH, HOCSIT MEHEE CUCTEMAaTUUECKHIl XapakTep.

MeanuuHcKue MPoo6IeMbl

Cepaue
JletsiM ¢ TytuinKanueil XpoMocoMsl 8p OyneT NpoBeIeHO TIAaTeIbHOS
KapaAnuOJOTUYCCKOC O6CJ'[CHOB3HI/I€ Hn3-3a Bpra)KeHHOﬁ CBA3U JAHHOTI'O HApYIICHUS C
IIOPOKOM cepaua. B Me[lPIIIPIHCKOﬁ JIATEpATypeC ONMCaHO 0OJIBIIIOE KOIUYECTBO
HapymeHI/n‘/i pa60T},1 cepana, B TOM YHUCJIC TpU CIydas runoruiasuu JIEBbIX OTACIIOB
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cepAana, Npy KOTOPOi HaOJII0OAaeTCsl HEOCTaTOYHOE Pa3BUTHE JIEBOH CTOPOHBI
cepana, a TakXKe ClIy4ail Cy>KeHUs! TPEXCTBOPUYATOro KianaHa MeX/y BepXHEeH 1
HIDKHEH KaMepaMH, pacTIoI0KeHHBIMH ¢ TIPaBOH CTOPOHBI CepAlla, HaJTHIIe
KPYITHBIX OTBEPCTHH (ZIe(eKTHI IePETOPOIKN) MEXK Ty MTPABBIMH U JICBBIMU KaMepaMH
cepara, CyKeHHE aopThI, KOTOpas IIEPEHOCHUT KPOBb M3 CepALia B TEJO,
HECTIOCOOHOCTH OTBEPCTHS MEKAY ABYMSI BEPXHUMH KaMepaMHy CepALa 3aKPBIThCS
TOCIIe POXKIICHUS (OTKPHITOE OBATBHOE OKHO) U CMEILIEHUE CepLa BIIPABO.
Crarucruka rpynnsl Unigue 6onee oOHanexkuBatomias. M3 22 nereit ¢ qyrumkanueit
XPOMOCOMBI 8p TIOPOK cep/lia ObLT 0OHAPYKEH Y YETHIPEX, HO HU OJTHOMY HE
oTpeOoBaJIOCh JieueHue. bpuin BhIsIBIICHB: abeppaHTHAs MpaBasi MOJKITIOYHIHAS
aprepus (cHaOaromas KpoBBIO IS0 M PYKH), Ba Ne(eKTa Meperopoaku u aedext
A0PTAJBHOTO KJIAIIaHa, BCE U3 KOTOPHIX MPOXOIAT ecTecTBeHHBIM mmyTeM (Giglio

2000; Fan 2001; Tsai 2002; U).

AHomanuu CTPYKTYPBI TOJIOBHOTO
MoO3ra
JleTsiM, KOTOPBIM AUArHOCTHPYIOT AYIUTHKALUIO
XPOMOCOMBI 8p, 0OBIYHO NMPOBOJST CKAHUPOBAHKE
TOJIOBHOTO MO3ra. B psine ciyyaeB BhIsSBIIsICTCS
AQHOMAJIMs B BUZI€ OTCYTCTBHSI OOIIUPHOTO
CIUICTCHUSI HEPBHBIX BOJIOKOH, KOTOPOE COSIUHACT
MOJTyIIapUsi MO3Tra, U3BECTHOTO KaK MO30JIHCTOE
TeN0. Y HEKOTOPBIX AETEH MO30JIUCTOE TENO
Pa3BUTO JIMIIb YaCTUYHO HIIH KE OHO OYECHb
ToHKoe. [TocnencTBus arenesun (OTCyTCTBHSA)
Mo3ommcroro tena (AMT) 3aBUCST 0T APYrUX

T2 5B 21- 241127 30

HapyuieHuil. CrangaptHoro jedenus AMT He
CYIIECTBYET, HO BO3MOKHO BBUICUUTD JIIOObIE
BO3MOXHbIE CUMITOMBI. ECTh Ipe/mnonoxeHue,

65 5 851190 95100

8 B R 650 SRR BR 0 qTO JlyTUTMKALHS, OXBATHIBAIOMIAS yaacTkH 8p21 -
Cxema NoKa3bIBaeT ObICTPbIi 8p22, Bceraa oOHapyKUBaeTCs y Jioziel ¢
POCT I'0JIOBBI y JeTeii ¢ AHOMAJIUSAMU MO30JIUCTOIO TEJIA U 3TO
AYIUIAKANHEH XPOMOCOMBI cooTBeTcTBYeT NaHHBIM Unique (Walker 1987; U).
Pl YV HEKOTOPBIX JIeTeH MOJIO0CTH, 3aTI0THEHHbIE

CIIMHHOMO3TOBOM XKHJIKOCTBIO YBEITUUUBAIOTCS,
OCTaBJIsIsl MEHbIIIE MECTAa MO3TOBOM TKaHU U MOBBIIIASI JaBJI€HHE BHYTPU MO3ra. Y
JeTel MIIaJIIIEero BO3pacTa, y KOTOPBIX €Ill€ He CPOCIUCh YEPEIHbIE KOCTH, 3TO
MOJKET ITPUBECTH K YBEIIMICHUIO Pa3MEPOB TOJIOBHI. Y BEIHYCHNE KOJIMIECTBA
CIIMHHOMO3Tr0BOH *uakocTr (CMIK), KHUIKOCTH B MO3TOBBIX ITOJIOCTSAX, MOXKET OBITh
BBI3BAHO HAPYIICHWEM ITOTOKA CIIMHHOMO3TOBOH JKUAKOCTH U3-3a MAaTOIOTHIECKUX
HM3MEHEHHH CTPYKTYPHI MO3Ta B 3aTBUIOYHON YaCTH T'OJIOBBL.

Horwu u crynuu
KoaddrmueHT mo3unmnoHHIX geopMaIuii CTONB Y ACTeH MOBHIIICH, HO HE SICHO,
BBI3BAHO JIM 3TO KOHKPETHO AYIUTHKAIMEH XpoMocoMbl 8p. Cpenu mpobiieM co
CTOIaMH, O KOTOPBIX TOBOPUTCS B MEAULIMHCKON JIUTEPATYpE, CYIIECTBYIOT
pa3IMYHbIe BUIIBI KOCOJIAMOCTH (IKBUHOBApYCHAs KOCOJIAMOCTb, MSITOYHO-
BaJIbI'yCHAs1 KOCOJIAMOCTD) M CTOMA-KavyalKa.
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VYuactauku Unique pacckaszanu o 00Jee MUPOKOM U TPYTHO-KIACCUPUIIIPYEMOM
PsAie TO3UIIMOHHBIX AaHOMAJIHIA, K KOTOPBIM OTHOCSTCS: CHJIBHOE IIOCKOCTOIIHE,
CKJIOHHOCTb CTOSITh Ha BHEILITHEM KPAlo CTOIbI M H30THYTasi BOBHYTPb JI€Bas CTOIA.
JleTH ¢ KpYMHBIMH AYIUTHKALUSIMHU, OXBATHIBAIOIIUMHE OOJIBIIYIO YaCTh XPOMOCOMBI
8p ropaszmo gaie IMen NO3UIHOHHBINA Ae(DeKT CTYIHH. Y OOJBIINHCTBA JAETEH
HEMPaBUILHOE MOJIOXKEHUE CTOI KOPPEKTHPOBAIOCH (pr3nveckoi Tepanueii u
HAKJIaJbIBAHHUEM IIHHBI, HO B TPEX CIIydYasxX MOHAI00MUIACH XUPYPrHIeCKas
koppekuust (Clark 1980; Moreno Fuenmayor 1980; Pezzolo 1990; U).

CycraBbl
Y HEKOTOPBIX JeTel ¢ AYIUIMKAIUCH XPOMOCOMBI 8p B ICTCTBE HAOIIIOJaeTCs
XapaKkTepHasi CKOBAHHOCTh CYCTAaBOB B HIDKHEH YacTH Teja, JJIs MOAICPKAHUS
MOJIBHYKHOCTH UM HEOOXOIMMBI PEryJISIpHbIE PACTSDKKH, (DU3HUUECKast TepaItist U
HotreHue kopcera. OIHAKO, TaKasi CKOBAHHOCTh CYCTaBOB BCTPEYACTCS HE Y BCEX
neteii. JIeTsiM, KOTOPBIX 3TO BCE JKe KOCHYJIOCh, MOYKET MOHAOOUTCS OTEpaIHst 1o
PACCEUCHHUIO TTOAKOJICHHBIX CYXOKUIIUI U CYXOXKHJIMN MBIIIIL TOJICHU, YTOOBI
TIO3BOJIMTH KOJICHAM U JIOABI)KKAM BBIITPAMUTHCA. HeCMOTpH Ha TO, YTO OIIMCAHHBIC
BBIIIIE TPOOJIEMBI Yallle BCTPEYAINCh y AeTel ¢ KPYIMHBIMU TyTIHKAIUAMHU
XpOMOCOMBI 8p, OHH 6I)IJ'II/I TAaKK€ BBIABJICHBI U Y HCKOTOPBIX HeTeﬁ C MCHBIIIUM
JIOTIOJTHUTEIBHBIM CErMEHTOM XpoMmocoM 8p21.3 - 8p23.1 (Clark 1980; Moreno
Fuenmayor1980; U).

[To3BOHOYHUK
V nereii ¢ myniuukanuei XpoMocoMbl 8p MOBHIIIEH PUCK BOSHUKHOBEHHUS OOKOBOTO
HCKPUBIICHHE IO3BOHOYHMKA, YTO BBI3BIBAET MOSIBIIEHHE CKOJINO03a TUNMHYHOU C- 1 S-
o0paszHoii popmsl. [Iporpeccupyronuii CKOINO3 MOXKET NIPUBECTH K TOMY, UTO
YeJIoBeKy OyNeT TPYIHO CHIIETh, H, €CIIM HCKPHUBJIEHUE TO3BOHOYHHKA Oy IeT
CepBhE3HBIM, OHO MOXKET CTaTh MPUYMHOM Mpo0IIeM ¢ cepameM u JerkumMu. OmbiT
Unique 1oka3bIBaeT, 4T0 3TO O0iee XapaKTepHO IS
JIeTeH ¢ KpYNHBIMU AyIUIMKauusaMu. Tak kak ata
TEHJEHIMS XOPOILO U3BECTHA, TO CTOUT 0XKUJATh TOTO,
YTO JIETSIM C TYTUTMKAIHEel XpOMOCOMBI 8p MOHa 00HUTCS
PEHTIEHOBCKOE UCCIIEN0BAHNE TI03BOHOYHUKA U
rocIeyroniee HadJItoAeHHE, €CIIN CKOJIN03
nporpeccupyromui. CKoIM03 MEHbIIEH CTENEHH MOXKHO
JIeYnTh (PU3MUECKON Tepamuel wiu KopceTaMu, HO eClii
OH CEpbE3HEE, TO BEPOATHEE BCETO IIOMOXKET OlepaLusl.

Pacmennna neba
BHICOK PHCK, 4TO PeOEHOK ¢ AyMuuKamueii Xxpomocomsl | Paciieannsl ryos: u
8p poamtcs ¢ pacuienyHo Heba, UHOTIA U C HeGa MOryT GbITH
pacuienuHoi TyOsl. B MeaummuHCKON tuTeparype yCHEIIHO HCIPABJICHBI.
OIMCAaHO MHOTO BUJIOB PACILENMHbI HeOa, OT
pacIIeTieHHsI MAITBIEBUIHOTO OTPOCTKA MITKOHM TKaHU, CBUCAOIIETO C 3aHEH
4acT pTa (pacuieluieHue HEOHOTO SI3bIYKa) JI0 ITOICIH3UCTON PACIICTIHHEI, KOTaa
pacuienieHre Heba ITOKPHITO CIM3UCTOI 000JI0UKOH, KOTOpast 3aHUMAET BCIO
MMOBEPXHOCTH PTa, 10 OYCBHIHOW PACIICIMHBI B MBIIIICYHON TKAHU B 3aJIHCH YacTh
pTa (Markoe He0O) WM KOCTHOM CTeHKE (TBepAoe He0O0). Y HEKOTOPHIX JeTei HeOo
HE TIOBPEXK/ICHO, HO SIBIIIETCS CIUIIKOM BBICOKHM. Paciiennna HeOa MOKET
COTIPOBOXKIATHCS PACIISTUHON BEpXHEH T'YObl, C OJHON WIIA ¢ 00X CTOPOH.
N3 onbiTa yuactHukoB Unigue U3BECTHO, YTO MIPUMEPHO Y TIOJIOBUHBI BCEX JICTEH C

11




JOyIUTMKanue XxpoMocoMsl 8p Oblta aHomainus HeOa. M3 10 nereit ¢ atuM nedextom
y Tpex OBLIO BBICOKOE HE0O, y TpeX — pacileNinHa Heda, a y YeThIpeX TakxkKe ObLia
paciiennHa ryoOsl. PacimennHa He 3aBUceNa OT pa3Mepa WIIH MOT0KEHHS
OYTUTHKAau|. Y ogHOTO pebeHka ¢ HeOobIIoi qymmkanyei B yaactke 8§p23.1,
YHACJIEZIOBAHHOH OT 37I0POBOTO POAUTENSL, OBbIIIa ABYCTOPOHHSAS PaCIEeNIHA T'yObI 1
Heba (Funderburk 1978; Fineman 1979; Moreno Fuenmayor 1980; Memo 1988; U).
JApyrue MmequuMHCKHE NPO0JIeMbl

JIro60e XpOMOCOMHOE HapyIICHNUE YBEIMIUBACT PUCK BOSHUKHOBEHUS BPOXKICHHBIX
nedextoB. OHM TaKKe MOTYT OBITh y J€TEH C HOPMAIBHBIMH XPOMOCOMaMH, HO
yare BCTpeyaroTes y peOcHKa ¢ XpOMOCOMHOM nepectpoiikoi. [IpuunHoit
MOSIBJICHUSI HEKOTOPBIX U3 OCOOCHHOCTEH, IEPEUNCTICHHBIX HIDKE, MOXKET SIBIATHCS
JOyIUTUKAnus: XpoMocoMbl 8p. OTHaKO HENb3s YTBEPXKIATh 3TO C yBEPEHHOCTEIO,
MIOCKOJIbKY 3Ta MEPECTPOiKa BCTpEYaeTcs y O4EHb MaIEHBKOTO KOJIMYECTBA JITOACH.

Kemunpiii my36Iph

OmnucaHbl TPOE JeTel ¢ AYIUIMKAIUCH XPOMOCOMBI 8p, POAMBIIHXCS 0€3 )KETUHOTO
my3bips. [logoOHast cutyaiust He BcTpeuanack B uccienoBanusx Unigue (Funderburk
1978; Moore 1992).

ITonossle opraHsl

Moryt HabIOAaThCS HAPYIICHHS MITH 33Jep>KKa B PA3BUTHH TTOJIOBBIX OPraHOB,
YaIie BCero y MajlbYMKOB. SIMYKH MOTYT OBITh HE OITYIICHBI B MOLIOHKY IIPH
POXKACHHH, 1 MOXKET ITOTPEOOBATHCS XUPypriuyecKkast onepanus, YTo0bl OMyCTUTD UX
B MOLIOHKY B paHHeM JieTcTBe. B nccienoBanusax Unique 3T0 OblIa eJMHCTBEHHAS
OIMMCaHHAs AHOMAJIHS ITOJIOBBIX OpraHoB. Takke MOJOBOW YICH MOXKET OBITh
HETUIMYHO MalieHbKoTo pa3mepa (Fineman 1979; MorenoFuenmayor 1980; U).

I'pixu

I'pbbkH, KOTOPBIE BUIHO HEBOOPYIKEHHBIM TJ1a30M, MOTYT HAXOAUTHCS B MaXy
(maxoBast rpeDKa), B 001acTH IMyTKa (IyoYHast TPhDKa) U BIOJE Oeoil THHUN
KUBOTA (PacXOXkICHHE MPAMbBIX MBI xkHBOTA). UccnenoBanus Unique nokaszany,
YTO TOJIBKO Y OJJHOTO MM JBYX JIeTei ObLIN IPBIKU, OHH PACIIONATAINCH B IAXY U Y
0eJIOH JIMHUY KHUBOTA.

Pyku

Odenb cnabble CyCTaBbl HA PYyKax, JENAI0NINe TaIbIbI HEOOBIYaHO THOKUMHU,
MaJIeHbKHE HOTTH ¥ OJTHA CKJIa/IKa Ha MajbliaX — BCE THIUYHO JJIS AYTUTHKALUH
XPOMOCOMEI 8p, TaKXKe, KaK U IMOSBJICHUE TOMOJHUTEIBHOTO MAabla, H C)KAThIC
nanbel. Hanbosee yactast 0COOCHHOCTH ISl XPOMOCOMHBIX HAPYIIEHUH — CHIIBHO
W30THYTHIH BHYTPh MU3UHEI. TH aHOMAJIHH SBJISIOTCS B OCHOBHOM
KOCMETHYECKHAMHU, 32 UCKITFOUCHHEM JIUIIHETO MMaJbIla, KOTOPBIA MOXET OBITh yIaJIeH
B XO/JIe MPOCTON XUPYPTrHUUECKOil onepauy B JHEBHOM cranroHape. OueHb ruokue
CYCTaBbI NAJIbIIEB TAKIKE MOTYT CTAaTh IPUYNHOMN 33JIePIKEK B PA3BUTHH KOHTPOJISI
HaJl IBW)KEHHEM PYK, U (PM3MYECKHUil TepaneBT WilK 3proTeparneBT Baliero peobeHka
MTOCOBETYET MeTOIbI 7151 yKperuieHust nmanbieB (Chiyo 1975; Fineman 1979;
MorenoFuenmayor 1980; Pezzolo 1990; U).

ITouku, MOUEBBIBOSAIINE ITYTH U MOYEBOU MY3bIPh

Bosie3nn nouek 1 MOYEBBIBOISIINX ITyTEH YAaCTO BCTPEUAIOTCS y JIETEH C
XPOMOCOMHBIMHU HAPYIICHUSIMH. Y OJHOT0 peOCHKA, OMMMCAHHOTO B MEAMIIUMHCKON
JUTEparype, ObLIO OOJBIIOE KOJHMYSCTBO KANBIIUCBBIX OTIOXKCHUH B MOUkax. B

12



uccnenoBauusix Unique, onuH peOCHOK pOAUIICS C YBEITHYCHHBIMH IOYKaMH 1
HEBBUICHEHHOW CTPYKTYPHOH aHOMAJMEH, HO 3TO HE BBI3BAJIO AAIBHEHIINX MPOOIIEM.
VY moappocTka ¢ gymmkanuei yaactka 8p23.1 - 8p23.3 pasBmiace mypmypa ['eHoxa-
[Iéneiina, He mogaroIeecs 00BICHEHHUIO 3a00IeBaHAe, TIPH KOTOPOM
BOCIIAJISIOTCS. KPOBEHOCHBIE COCY/IBI, BBI3BIBAS MOSBJICHUE KPOLIEYHBIX ITy3bIPHKOB
KpOBH, KOTOPBIE B KOHEUHOM HTOTe IpomnafaroT. OH OBl OTHUM M3 HEMHOTHX JCTEH,
y KOTOPBIX 00JIE3Hb MOBJIMsIA HA TIOUKH, U TTOSIBUIIACH ITOYeYHast HEJOCTATOYHOCTb.
OpHaKo, HET NPUYMH M0JIaraTh, 4YTO 3TOT CIy4ai

Ob11 cBsizaH ¢ nymukanuei 8p (Fan 2001; U). CeMbH paccKa3bIBaIOT...

Kuieuuug “ IIpoTBOCY 1OPOKHEIE
Y IBYX y4acTHHKOB Unique TOTIONHATEIbHbIC IIeTi  1PCIapathl y it YCBANBAIOTCA,
KUIIEYHUKA WM HEIPaBHIBHOE MOJIOKCHNE KHUIIKH Kax npasiu1o, O4eHs Grictpo. B
JyYIIHe IePHOAbI Y HETO ObIBaeT
IIPUBENN K BOSHUKHOBEHHIO IPOJODKUTEILHOTO 0T 2 710 7 HPUMaJKOB B HEACIO,
octporo 3anopa. OnxHoMy pebeHKy noTpedoBanach a B OGBITHBIE - 0T 5 10 100 B
cpoyHas omneparys 1o nepemerexuto kumku (U). nenb. TToce Takoit 60Ie3HN, KaK
CHUHYCHUT, 6]>IB3.J'IO7 4TO Y HEIo
YBEJIIMYUBAJIOCH KOJIUYECTBO
CYAOPOIKHBIX TPUITAAKOB Ha
HCCKOJIBKO HEACIb WU MCCALICB.

CyaopOoXHBIN CHHAPOM
CyZaopoKHbI CUHAPOM PEAKO YIOMUHAETCS B
MeZ[HHHHCKOﬁ JIMTEPATYypEC U B UCCICAOBAHUAX

Unique, oH IpOsIBUJICS TONBKO Y 4 u3 22 neTen. B Bo3pacTe 5 JeT OHH OKa3a/IuCh
CyH.[eCTByIOT Pa3HbIC BUJBI CYAOPOKHOTO I10J1 KOHTPOJIEM 0€e3 BUAUMBIX
CHUHJPOMA, U, KaK BBISICHUIOCH, Y HUX HE ObLIO HPUYNH, KOTJa MBI

OYEBUJHOM CBSA3M HU C pa3MEpPOM NYIUIMKALUU, HU paccMaTprUBaIN AJIbTCPHATUBHBIC
€O CTPYKTYPHBIMU aHOMaJIMSMU MO3ra. Y JByX METO/IBI JICUCHHA, TAKNE KaK
nertel ¢ arenesueit mosonucroro tena (AMT, cm. KCTOTCHHAS INeTa 1

BaroctumyAnus. Korga y Hero
CIIy4aJIuCh MIPUIAJKU HA
MIOCTOSIHHOHI OCHOBE, €r0
pa3BHUTHE 1IIO OYEHD

ctpanuiy 10) Taxxe OBLT BRIIBICH CYIOPOKHEIH
CHHJPOM, HO, TIPH 3TOM, OH OBUT OOHApy’KeH y IBYyX
nereit, pesyapratsl MPT KOTOPBIX [MOKa3aau, YTO UX
MO3T OBLT B HOpME. Y oxHOTO peberka ¢ AMT
CyIOPOYKHBIE TIPHUIAIKU Ha4ajKCh B Bo3pacTe 13
HeJleJib B BU/Ie a0CaHCOB (KPaTKOBPEMEHHOM MOTepH CO3HAHMUS) U TPEKPATUIIUCh B
Bo3pacte 8 mecaleB. OHI BHOBb HAYAJIMCh B BO3pacTe 16 Mecs1eB, HO UX MOXKHO
OBUIO KOHTPOJIMPOBATH C MOMOLIBIO TIPOTHBOCYIOPOXKHBIX ITPENaparoB U K 6 rogam
CTaJlu MIPOSABIATHCA OUEHb PENIKO. Y BCEX OCTAIbHBIX AETEH MPUMAIKU UIN
HaXOJAWINCh MO KOHTPOJIEM, UIIH, KaK Y OJHOT0 MOJPOCTKA, IPEKPATUINCh B
Bo3pacre 17 ner.

L1
MCIOJICHHO. - BO3pacT 6 nert.

Nudexnyn

VY nereit ¢ XpOMOCOMHBIMHU HapyUICHHUSIMH, KaK TIPaBHJIO, MOBBILIEH PHCK
BO3HHUKHOBEHUS PECIMPATOPHBIX HHOEKIH. Taxke 0cOOEHHO pacIpoCTpaHEHBI
ymHble HHpEKIMH. B oqHOM HaydHOM HCCiIeIOBaHUH cO00ImaeTcs o pedeHKe ¢
HEOOBIYHOM CTPYKTYpHOM foJieit npasoro jerkoro (Pezzolo 1990; U).

Y u cayx

CornacHo uccnenoBanusaM Unique, y 9 u3 22 neteit Oblia BBISIBICHA TTOTEPS CIyXa,
BBI3BAHHAS B KAKJOM Cilydyae HE BpEMEHHOMU IITyXOTOH, CBSI3aHHOM ¢ OpaKEHUEM
CIIyXOBOTO HEPBA, & KOHAYKTHBHOW TYrOyXOCTbIO (3aTpY/AHCHHBIM IIPOBEICHHEM
3ByKa KO BHyTPEHHEMY yXY). DTOT BUJ TIIyXOThI, KOTOPBIH Ha3bIBaETCA
9KCCYIATUBHBIN CPEIHUI OTUT, OYEHB PACIIPOCTPAHEH CPEIH JETeH Kak C
XPOMOCOMHBIMH IIEPECTPOHKAMH, TaK U 0€3 HUX, U BEPOSITHOCTH €r0 Pa3BUTHS

13



00BIYHO CHIKAETCS K 7-8 TogaM. Y BceX JeTei ¢ TIyX0TOH YCTaHOBJIEHBI TPYOKH
JUIsL BEHTHILILMH CPEIHETO yXa, YTOOBI CTaOMIM3UpOBAaTh JaBICHHUE BO3IyXa B
CpeHEM yX€ U YIYUIIUTh IPOBOJUMOCTH 3ByKa. OMH peOEHOK HOCHII CITyXOBOM
anmapar 1o 2,5 1eT. Bbl1o oTMeueHo, 4To y OHOTO U TOTo Xe peOeHKa, y KOTOpOro
He OBUIO OTEPH CITyXa, ObIIM y3KHe YIIHbIe KaHaibl. OJHH peOeHOK O
CTPYKTYPHBIM JIe()EKTOM CPETHETO yXa Hy)XKJaJICs B pEKOHCTPYKTHBHOW onepanuu
).

I'na3a u 3penue

Crpabusm (kocornasue) 1 3aKynopKa CIe3HOro KaHana
SIBJISIFOTCS] OTHOCUTENBHO PacpOCTPaHEHHBIMU MTpo0IeMaMu
cpeau AeTelt ¢ XpOMOCOMHBIMH HapyIleHUsIMU. B
uccnenoBanuix Unique nBa pederka (9%) Hy>Kaammch B
OTIepaIyy 110 MPOMBIBAHHIO CJIC3HBIX KaHAIOB. XOTs
KOCOTJ1a31e M OBIJIO BBISABICHO Y 4 IeTei, y BCeX HUX OHO
IIponuIo 6€3 XUPYPrUIecKoro BMEMIATEIbCTRA.

VY npyrux nereit 3peHne ObUIO B HOPME, IPU STOM y OJTHOTO
pebenka ¢ aymukanuei Mmexay 8p21.3 u p23.1 Gbu10
3aMETHOE CHI)KeHHE (PYHKIIMOHAIBHOTO 3pEHUs], IOITOMY eMY
OBLTH HEOOXOJMMBI KOHCYIBTAIIUHN O(PTaIHMOIOTA.

B Bo3pacrte 5 net ObII0 3aMedeHO, YTO «KoTa JIu IpOCHIN packpacuTh KapTHHKY Ha
9KpaHe, OH HCIIOJIb30BAJ TOJIBKO JIEBYIO PYKY U YacTO OCTABIIUI MPABYIO YacTh
KapTHHKY HepackparreHHo!. Korma oH mpuOikaics K IpaBoi 9acTi KapTHHKH, J{n
He MepeceKal CPeTHIOI0 JTMHUIO, YTOOBI 3aKOHYUTh KAPTHHKY, a MPOJI0IDKAI
packpaIrBaTh JICBYIO YacTh JIEBOH pyKoil. Bo Bpemst qpyrux 3aHATHH, OH 0e3
KOJICOAHUH MEepeceKaeT CPEeIHIOI0 JINHUIO, YTOOBI 100paThes 10 mpeamerony (U).

OO011ee cocTosiHME 310POBBA

B HUCCICOAOBAHUAX Umque JCTH B LICJIOM ObLTH 3/10POBBIMH, 3a UCKITFOUCHUEM
TMOJO3PEHUA HA I/IH(i)eKHI/II/I BEPXHUX U HUKHUX JBIXATCIbHBIX HyTeﬁ, HN3-3a KOTOPBIX
UM, KaK U J'IIO60My Apyromy, OBLIO H606X0,I[I/IMO HE3alVIAaHUPOBAHHOC CTAIITMOHAPHOC
JICUCHUC.

Tepanus
HccnenoBanus Unique noxasanu, 4To JETH € AyIIIUKaLUEH
8p HyX1anuCh B TEpaliui OYCHb BHICOKOTO YPOBHS yKe C

Cembu MaJeHuecTBa. J{JIs1 JOCTHKEHHS JETbMU OIPEJEeICHHOTO

PACCKAIBIBAIOT...  yyopyg NBUraTeNbHON AKTHBHOCTH (U3MYECKas Teparnus

“ Mysvixanonas Obl1a 0COOCHHO Ba)kKHA, TAKXKE BCEM JETSIM TPeOOBaINCh
mepanus nomo2na  3aHSTHUS C JIOTOIIEJIOM, XOTSI X IIPOrpecc 4acTo ObuT
€My 60 MHO20M, 6 3aMeIeHHbIM. HekoTopble 1eTu B Ka4ecTBE TEPAUU
ocrosrom ¢ ee‘i, 3aHMMAJIUCh [JIABAHUEM, BEPXOBOMW €310 MM MY3bIKOH, HO
camooyenKkou. = - He OBIJIO MOHATHO, Pa3BUBAINCH JIM OHH Jy4Ile, YeM JIETH C
BO3pacT 8 Jier. 6oee orpaHMYEHHBIMHE BO3MOKHOCTSIMH. Taxke OBbIIIO He

SICHO, JOCTHTJIN JIH B UTOTE JICTH, KOTOPHIC HAYaId POXOTUTh
TEpaIuio paHblie, 60JIee BBICOKOTO YPOBHS Pa3BHUTHS, YEM TE,
KTO Hayal ee B Bo3pacte 2-3 JeT.

HaBbiku CﬂMOOﬁCJ’Iy)KI/IBaHI/IH
B HUCCIICOJOBAHUAX Unlque HaBbIKHU CaMOOGCJ’Iy)KI/IBaHI/ISI Y nagueHTOB ObLIN Pa3BUTHL
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HEJIOCTATOYHO XOPOIIO, ¥ TOJIBKO 2 U3 5 MOJPOCTKOB U B3POCIBIX MOTJIN
MIOJTb30BATHCS TyaJIeTOM CaMOCTOSTENbHO. HEKOTOpbIE MOAPOCTKY C MAJIBIMHU
JOYIUTUKALIUSIMH OBIIIH CIIOCOOHBI CITPABJIATHCS C IOBCEAHEBHBIMHU 3a/1a4aMH, TAKUMH
KaK OJIeBaHHUE U CHATHUE OAEXK/bI, a TAKXKe NMpHeM NHIY. BeaencTsue 3Toro Joau ¢
JOYIUTMKALUAME 8p Kak IpyIa, Hy>KIaloTcs B IPAMON HOJIepKKe B IpoLiecce
Iepexoaa KO B3pOCIOH XKU3HU U CYyMEIOT JOCTUYb TOJBKO OMNPEAEICHHON CTeTIeH!
CaMOCTOSATEIBHOCTH.

ITos10BOE co3peBaHue

CeMbH CyIecTByeT HEMHOTO TTYOIUKAIHIA O TOJIOBOM

paccka3bIBaloT... CO3pEeBaHNH MOJPOCTKOB ¢ Aymumkanueit 8p. Kak u B

& IToumu karx o6bIuHbLL uccnenpoBanuax Unique, B HIX OTMEYAETCS, YTO B TO
HOOPOCOK, MOAbKO BpeMsl KaK Y HEKOTOPOTO ITOJIOBOTO CO3PEBAHUS MOXKET

/1epena()b1 HacmpoeHus u MMpOXOAUTH B 00BbIYHOE BpEMA U C 0OBIYHOMI CKOpPOCTBIO,
UmMnyibcusHbvle Jdcenranusi TO IO MEHBIIEH MEPE Y HECKOJBKUX MOAPOCTKOB MOJIHOC
npoAsIAIOMEA cruuikomM  T10JI0Boe co3peBanue Tak U He HacTynuT (Clark 1980; U).

APKO. 7. BO3pacT 16 jer. IoBeaenne

TouHO He ACHO, CYIIECTBYET JIM KaKO-TO ONpeneaeHHbIN
“V nezo ecmo nexomopwie THII IOBEICHHUSI, IPUCYIMI ACTSM C AyIUIMKALUAMHE 8P,
npoénemvl ¢ nosedenuem, HO, IO CIIOBAM POAHUTENEH, 1eTH 0OBIYHO ObLIH
HO 6 yenom on Munbli - PAlOCTHBIMU B oOmuTensHBIMU. [IprMepHo ¢ 5 et y

06wl mansuuk. O - A€TEH HHOTAA IPOSBISIIACH IPHCTYIIBI
Bo3pact 10 ser. MIPOTHUBOJECHCTBYIOIIETO IOBEICHHS, N3-3a YETO OHU

MOTJIH BECTH ce0sI arpecCHBHO IO OTHOIICHUIO K ce0e u
OKPY’KaIOIIUX UX JIIOMSIM. J[eTH ¢ XpOMOCOMHBIMH
HapyUICHUSIMH TTOIBEPTAIOTCS TEM K€ BIUSHUIM, YTO U
Jpyrue neTH, Ho 23QdeKThl, OKa3aHHbIE HA HUX, MEHee
pasHooOpasHbie 1 Oosiee cuibHbIe. OTIMO3UITHOHHOE
MTOBEICHHE OOBITHO MPOSBISETCS B OTBET HA CTPECC WIIH
YCTaJIOCTh U 0COOEHHO BBIPAYKEHO B IMPOLIECCE MOJIOBOTO
co3peBaHus. PomuTensiM MOkeT OBITh TPYTHO CIIPABIIATHCS oBugumensibis, wh020a
¢ 0COOECHHOCTSIMHU TIOBEACHUS JICTEH, U BCE CEMBH HOKA3BIEACT CLIbILL]
HYXOArTCA B CBO60)IHOM JOCTYIIC K CHy)KGaM MOAJACPIKKH, xapaxkmep, uno2coa

CeMbH
paccka3bIBaIoT...

I .
Cuacmauenbiilt MAaibyuxK,
6cez0a ynvibaemes,
JHOOUM MY3bIKY, O4eHb

a TaKoKe IEHTPaM IICUXOJIOrHIeCKON TTOMOIIY HITH boUMest 6bICOMbL U HOGBIX
TICUXHYECKOTO 370pOBBs. JlehuiintT BHUMaHUS HE IPKO cumyayuil, Habarooaem,
BBIpa)KEH MPH TyTIIHKAUU 8p, HO OBLT 3aMeYeH Yy ABYX Kax uzpaiom opyeue,
neredt ¢ manoit (8p21/2 — 8p23.1) memenmeis, KOTOpbIe npevicoe uem

xopoto pearuposanu Ha Metwidenunnar (Puramun) (U). "p UCOCOUHUMBCA K HUM

7. BO3pacT 8 JieT.
MoskeT Jin aymumkanus 8p nepenarbces 1o

HACJIeCTBY?

Jlydmre Bcero o6cyquTh Ipoliecc Hacle10BaHus PeOEHKOM JyTUIHKALMN 8p ¢
FEHETHKOM WJIM KOHCYJIbTAHTOM I10 T€HETHYECKUM BonpocaM. B ocHOBHOM,
POAUTEIN C TPOCTBIMHU AYIINIMKAIUAMU UMECIOT 6OJ'IBIHyIO BEPOATHOCTD POKACHUA
JeTel ¢ HOpMaTBbHBIMU XPOMOCOMAaMH WJIH C TaKoi ke TyTIiKanuei 8-oi
XPOMOCOMBI KaK y HUX. PHICK mepenaun IyTiKaud MOXeT cOCcTaBIsTh 50%.
OnHaKo, aHAIM3UPYS XPOMOCOMEI, Ta00paTOPHS BEISIBUT MPOCTHIC AYTUTUKAIIAH U
MHCEPLUH WM O0JIee CII0KHBIE XPOMOCOMHBIE NIEPECTPOIKH, KOTOPbIE MOTYT HECTH
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pucK GOPMUPOBAHUS APYTHX BUAOB AYIUTUKALUI WK ENEIUH XPOMOCOMHOTO
MaTepHana.

B HEKOTOPBIX CEMBSX y OJTHOTO POAUTENSI OblIa cOaJTaHCUPOBAHHAS TPAHCIOKAIHS
MEXAY JBYMS (MJIH B OT/AENBHBIX CITydasx OOJbIIe) XpOMOCOMaMH. XPOMOCOMHBIN
Marepuas MepecTporICs, HO IIOCKOJIbKY HUYETo He ObLIO AYIUIMIMPOBAHO HIIH
JIETIETUPOBAHO, Y POAUTEIS HET NPOOJIEM CO 30pOBbEM. Y TaKHX POAUTENEH OyIyT
JETH ¢ HOPMaJIbHBIMU XPOMOCOMaMH WIH € TAKOH ke cOaTaHCUPOBAHHOM
TpaHCIOKaIyel, kak 1 y Hux. OnHako npu (OpMUPOBAHUH SHIEKIECTKH HIH
CIEpMATO30H/1a BO3MOKHO, 4YTO XpPOMOCOMHOI'O MaTepHaia OKaKeTCs CIUIIKOM
MHOT'0 MU CIUIIKOM MAaJo.

B MenuumHCKo#t uTepaType onucaHo 00JIbIIOE KOJTMYECTBO IPYTUX CIy4acs, B
KOTOPBIX Majias AyIUIMKanus 8p Oblia nepenana peOeHKY HapsMYIO OT POAUTEIISL.
EcTb Tpu OCHOBHBIE TPYIIIHL:

1 ceMbH, B KOTOPBIX y 3/IOPOBBIX POAUTENCH OAMHAKOBas AyIUIMKAIUs. Takum
00pazoM, 1o KpaiHel Mepe B 3TOH ceMbe OHa HE MPEICTABISIET OMTAaCHOCTH.

2 ceMbH, B KOTOPBIX 30POBBIN POIUTEND NIEPEJAET TAKYIO XKe NYIUINKALUI0
peOeHKy, Ha KOTOPOTO OHA OKa3bIBaeT HE OUCHb CHIIbHOE BIMsTHUE. Henb3st ToqHO
OTIPEIETINTh, BO3HUKAIOT JIM MPOOJIEMBI y peOeHKa N3-32 XPOMOCOMHOT'O HapyIICHUS
WM 4eT0o-JIN00 APYroro.

3 CCMbH, B KOTOPBIX AYIUIIMKALHNA ABJIACTCA CCTCCTBCHHBIM BAPUAHTOM U HU HA YTO
HC BJIMACT.
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IMopaepxka u uH(popMaus

Unidle

['pynia moanepKKu ceMeld ¢ PeAKHUMHU XPOMOCOMHBIMH OTKIIOHEHHSIMU
The Stables, Station Road West, Oxted, Surrey RHS8 9EE, United Kingdom
Ten.: +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org

[pucoenmanTech K coodmectBy Unique, YTOOBI MOTYyYUTH JOMTOTHUTEIBHYIO
HH(POPMALINIO, HEOOXOAUMYFO TIOMOIIb U KOHTAKTHBIC JAHHBIC CEMCH C aHATIOTUIHOI
npobIeMoil.

Unique — 3T0 06JaroTBOpUTEIbHASI HErOCYAaPCTBEHHAS opraHu3anus. OuHaHCcOBasI
MOJICPKKA OCYIIECTBISICTCS 33 CUCT IPAHTOB U MOXKEPTBOBaHUN. Bbl MoXkeTe crenath
MOYKEPTBOBAHUE HA HAIIIEM O(PHUIIMATEHOM caifTe:

http://www.rarechromo.org/donate

IToxanyiicra, HoMOruTe HaMm NOMOYb BaMm!

JanHas OpolIopa He MOXKET 3aMEHUTh IPO(ECCHOHATBHYI0 MEIUIMHCKYI0 KOHCYJIbTAIHI0. 110
BCEM BOIPOCAM, KaCAOLIMMCS 3[I0POBbs, ICHETHMYECKUX OTKJIOHEHHH M HX JICUCHHUS, CEeMbsM
HEOOXOIMMO NPOKOHCYJIBTUPOBATECA Y CIELUaIuCcTa. B reHernke mHpopManus MEHACTCS OUYCHb
OBICTPO, M €CIT Ha MOMEHT ITyOJIMKAIlK 3TOH OPOIIIOPEI NpeCTaBIeHHAss HH)OPMAIHS SBISIETCS
caMOH MepenoBOM, TO I03Xe HEKOTOpHIe (haKkThl MOTYT M3MeHHThCS. Unique crapaercs OBITH B
Kypce TMOCIEIHUX M3MEHEHHWH U, M0 Mepe HeOOXOAMMOCTH, NEepPecCMaTPUBAET OIyOIMKOBAHHbIE
6pomropsl. JlauHbIA MaTepuai 0bu1 noarorosiaeH ¢poxxom Unique 1 poBepeH JOKTOpoM J>KoHOM
Bapbepom, Menuko-renerndueckum Llearpom VYaccekca (Dr John Barber, Wessex Clinical
Genetics Service), u mpodeccopom Maii XyiIbTeH, AUIIOMAPOBAHHBIM BPAuOM U JOKTOPOM HayK
Wucturyra Menununckoi ['enetnkn n3 Yopukckoro yHuBepeurera (Professor Maj Hultén, BSc,
PhD, MD, FRCPath, Professor of Medical Genetics, University of Warwick), 2005.
IepeBos BEIOTHEH B paMKax BOJIOHTEPCKOTO IEPeBOAIECKOro mpoekra Unique kadenpsr
nepeBona PI'TTY um. A. U. T'epuena, Cankr-IletepOypr, Poccust. Menuuunckas pegakiys
ocymectBieHa KoxanoBoit TatbsiHON BUKTOpOBHOH, K.M.H., Bpa4oM JIAOOPaTOPHBIM T'€HETHKOM,
T'BY3 «HIIL] cnenuann3npoBaHHON MEIUIMHCKON oMoy eTsiM uM. B.®. BoitHo-Scenenkoro
JI3M», Mockga, Poccus.
Russian translation 2019 (EV/CA/KP)

Copyright © Unique 2005

Howmep B peecTpe 61aroTBopuTenbHbIX opranu3anuid 1110661
Howmep B peectpe komnanuit AHrimu 1 Yanbca 5460413



