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Aynavnkauma xpomocombl 6p

LynnvKauma xpomocombl 6p 03HaYaeT, 4To B O4HOM 13 46 XpoMocom — B
XpOMOCOMe 6, NPUCYTCTBYET AOMNONHUTENbHBIN MaTepuan. [na 340poBoro
Pa3BUTUA B XPOMOCOMaX O0/TKHO COAepXKaTbCA AO0CTAaTOYHOE KONNYeCTBO
maTtepunana — He CZIMWWIKOM MHOIO U He C/TULLKOM Mano. ﬂ,OI‘IOﬂHVITeanbIVI
maTtepunan 4acto NnpMBOoAUT K HapyleHnAM pa3BnTtnA, HO HaCKOJIbKO
oYyeBUOHbIM U CepbéSHbIM 6yp,eT 3TO HapyweHne, 3aBUCUT OT KOJZIUYECTBA

. 212
YABOEHHOro MaTepurana, OT TOro, Ha KaKoi YacTu XPOMOCOMbI OH YABOEH, U1

OT TOrO, KaKue reHbl HapyLeHbl. G
XpOMOCOMbI — 3TO CTPYKTYPbI B A4PaX KNETOK Ye/I0BEYECKOro Tena, 5 123

KOTOpble CoAep»KaT B cebe reHeTnYeckyto MHGOPMaLMIO (TaKKe M3BECTHYIO 1o 21

Kak redbl). OHa coobLaeT Teny, Kak pacTu, pa3sBMBaTbCA U A i
bYHKLMOHMPOBATb. Ta BaXHas reHeTuyeckan nHGopmaums coctout us AHK. LeHTpOMepa

Xpomocombl AYT Napamu, no 23 oT KaxKaoro us poautenen, npu asTom 22 napbl
NPOHYMepoBaHbl 0T 1 A0 22, NpUBAN3UTENBHO OT HONBLUNX K MEHbLUMM. Takum obpasom
Xpomocoma 6 — oZHa M3 cambix 6ONbLIMX XPOMOCOM, OHa coaepKuT 6onee 1000 reHos,
BO3MOHO 60s1ee 1600. B Kaxa0i Xpomocome ecTb KOPOTKOE Mneyo (p) u ganHHoe
nnaeyvo (q). Aynavkauma Xxpomocombl 6p 03HAYaET, YTO B KOPOTKOM NJieye LWeCTon
XPOMOCOMbI €CTb AOMOMIHUTENbHbIV MaTepuan. [ynankaumsa XpOMOCOMbI 6p TaKKe
Ha3blBaETCA CMHAPOMOM Tprcommm 6p. OBbIYHO yABaMBaETCA OZHA YacTb KOPOTKOTO
rn/ieya, u 3TO MOXKHO Ha3BaTb YacTUYHOWN TpUCoMUel 6p.

Y nogen ¢ aynavkaumein Xxpomocombl 6p ecTb 04Ha Lenas Xpomocoma 6, a y 4pyroli ectb
AOMO/IHWUTE/IbHAA YacTb KOPOTKOTO MNJjieya, MeHbLLasA Uau 6o/blias, U 3TO MOXKET
NOBAUATb Ha UX 0byyeHue 1 Pu3nyeckoe pasBuUTHE. BONBLLUMHCTBO KANMHUYECKUX
OC/IOKHEHWI, BEPOATHO, MPOUCXOAMT MU3-3a HAIMUUA AONONHUTENBHON KONWUK (BMECTO
06bIYHbIX ABYX) PAAA reHoB. Tem He MeHee, Apyrve reHbl Pe6EHKA U ero IMYHOCTb TaKkKe
onpegensatoT ero ganbcHelee pa3sBuTMe, NOTPEOHOCTU U AOCTUNKEHMUA.

MocmoTtpum Ha 6p

XpOMOCOMbI HENbB3A YBUAETb HEBOOPYKEHHBIM [1a30M, HO EC/IN UX NOKPACUTb 1
YBE/IMYNTb NO4 MUKPOCKOMNOM, TO MOXHO YBUAOETDL, YTO Y Ka)K,D,Of/II €CTb OT/IMYUTENbHbIN
Y30pP U3 CBET/IbIX U TEMHbIX NOA0C. ITU NOJIOCbI MOXXHO yBUAETb Ha AMarpamme. OHu
NPOHYMepPOBaHbl HAYMHAA C TOro0 MeCTa, rae BCTpeyatoTCA KOPOTKOE U ANTMHHOE Nieyn
(ueHTpomepa).

CCbIIKU U UCTOYHUKU

NHbopmaums B 31Ol bpoLutope OCHOBaHA Ha TOM, YTO HaM M3BECTHO O 26 NoAAX C AynanKauven
XpOMOCOMbl 6p. LLlecTHaALaTb Ye0OBEK OMUCHIBAKOTCA B MEAMULMHCKOM INTEpaType Kak NtoAu € NPoCToi
AynavKaumein xpomocombl 6p, 6€3 3HaunTeIbHOW NoTepU MAK M3bbITKa MaTepuana U3 Apyroro niaedya
xpomocombl (Villa 2007; Dominguez 2003). Mms aBTopa 1 AaTa ny6AnKauumn npuseaeHbl 4asa Toro,
YTOObI Bbl MO HaWTV pedepaTbl UM OPUTUHA/BbHBIE CTaTbW B UHTEPHETE B 6a3e AaHHbIX
MeAMUUMHCKMX U Bronormyeckmx nybavkaumii PubMed. Mpu skenaHnM MOXKHO Noay4nTb 60NbLWIMHCTBO
crateit y Unique. Takke 6poLutopa ocHOBaHa Ha cobcTBeHHOM 6ase faHHbIX opraHusauuu Unique. Bo
Bpems HanucaHus atol 6poLutopbl B Unique 66110 12 YenoBeK ¢ NpocToi AynanKaumein XpoMoCcoMbl 6p.
[lBoe ABNANUCH MPeaMETaMU UCCIESOBAHUIA B MEANLIMHCKOW ITEpaType.



Kapuotun
[eHeTUK nnaun cneumanmnct No reHeTUMYECKOMY KOHCY/IbTUPOBAHMIO CMOXET paccKas3aTtb O
AynanKaumu Bawero pe6éHKa. Pe6EHOK NOYTU HAaBEpHAKA NOAYYUT KapuoTun,
COKpaLWEHHOoe 0603HauYeHNe COBOKYMHOCTU NPU3HAKOB XPOMOCOM. BepoaTHo, oH byaet
NOXOX Ha YTO-TO BpOAe

46,XX,dup(6)(p25p22)de novo
roe 46  O6Liee YNCI0 XPOMOCOM B K/eTKax pebéHKa

XX [Be nonosbie Xxpomocombl; XX y KeHWwmH, XY y MyX4nH
dup Jynnvkauuma, o3HayaeT, 4To maTepman yaBOeH
(6) [ynnvKkauma cocTomT U3 maTepuana C LLeCTON XPOMOCOMblI

(p25p22) Xpomocoma pasopBanach B ABYX MecTax. [epBblit pa3pbiB Ha p251 BTOpOW -
Ha p22 - 3TO KOHLbI YABOEHHOrO y4acTKa.

de novo Xpomocombl poauTenei 6b1am NpoBepeHbl, U He 6bino 06HaAPYKEHO HU
OYyNAVKaLUK, HU APpYTUX OTKNOHEHWI. Jynankaumsa He bbina yHacie0BaHa.

CyLiecTByeT IM CUHAPOM AynAuKauum 6p?

HeKoTopble 0CO6EHHOCTH, TakMe Kak HeobblYHble YepTbl IMLA, 33aePKKa POCTa,
Ma/ieHbKas ros0Ba, LWWMPOKKIA 106, HaBMCalOLWME BEKM, YaCTO BCTPEYAIOTCA Y MIaLEeHL,EB
W geTten ¢ gynavMkaumen xpomocombl 6p (Schinzel 2001). Tem He meHee, 3TU YepTbl
NPUCYTCTBYIOT U Y APYTUX II04EN C COBEPLUIEHHO APYTMMMU XPOMOCOMHbIMMU
HapyLweHUAMM, @ Y MHOTUX AeTel U B3POC/bIX C AYNIMKALMENA XPOMOCOMbI 6p MOXKET U
He 6bITb 60/1bLIEl YacTu TaKUx ocobeHHoCTeN. Takum 06pPa3om, Mbl HE MOXKEM BbISBUTb
[0CTaTOYHO YETKYO 3aKOHOMEPHOCTb 06LLMX YepT, YTOObI FOBOPUTL O TOM, YTO
CYLLECTBYET CUHAPOM AYMNAMKALLMM XPOMOCOMbI 6p.

He MCKNI0YEHO, YTO C MOMOLLLbIO HOBbIX COBPEMEHHbIX METOLOB NCCef0BaHUA
Xpomocom, B byayluem 6yayT BbiABAEHbI CUHAPOMbI AN KOPOTKMX CerMeHToB 6p. Ho
NpocTbie AyNAMKaLMM XpOMOCOMbI 6p O4EHb PEAKM, U A0 CUX NOP OMUCAHO
HeA0CTaTOYHO C/ly4yaeB AJ1A TOro, YTobbl 6bITb B 3TOM YBepeHHbIMM. [laxke eciv Takue
CUHAPOMbI NOABATCA, Y PA3HbIX IOAEN OHM BCE-TaKM ByAyT pasnnyaTtbca, M MHOTAa 3TU
OTNYMA ByayT BECbMA 3HAYUTENIbHBIMMU.

MoxeT m uenosek 6bITb 340pPOBbIM, HE UMETb CepPbe3HbIX 3aboneBaHuii u
BPOXAEHHbIX MOPOKOB U TAPMOHUYHO Pa3BmnBaTbCA C ,qynnuuau,ueﬁ
Xpomocombl 6p?

[la: B HEKOTOPBbIX CIy4anx o4eHb HebONbLLAA AYNAMKALMA HA KOHLLE KOPOTKOro naeva 6
XPOMOCOMbI, BblfIBIEHHAA NPWY NOMOLLY MUKPOMATPUYHOM TEXHONO0MMM (cnocob
O4HOBPEMEHHOro aHa/IM3a MHOMECTBA Pa3INYHbIX NnocneposaTenbHocTen AHK), He
Bbi3blBaeT nocneactsmit (Bonaglia 2008; Hengstschlaeger 2005; Bonaglia 2003).
BO3MOXHO, CYyLLLECTBYIOT M Apyrue HesadpuKCMPOBaHHbIE CTy4an OTHOCUTENbHO
He60/bLWMX AYNANKALNIA, KOTOPbIE NPAKTUYECKM He OKa3biBalOT BAUAHUA HA OPraHUM3m
YyesioBeka.

Kakos nporHo3s?
MepcneKkTrBa pa3BUTUA KaxKa0ro pebEéHKa 3aBMCUT OT TOTO, KaKOoM y4acTOK XPOMOCOMbI 6
noaseprca AynanKaumm, U Kakme M3MeHeHUs Ha paHHeM 3Tane BHYTPUYTPOOHOro
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pasBUTUA BbI3Bas 3TOT NpoLiecc. Y MHOTUX AeTel He 3aTPOHYTbl OCHOBHbIE BHYTPEHHWe
opraHbl, U AN HAX NPOrHO3 Ha byayluee nNpeacTaBaAAeTca Xopolwmnm. CyLiecTsyeT MHOTO
3[,0POBbIX NOAPOCTKOB U B3POC/IbIX C PA3/IMYHBIMU AYNANKALUUAMMU, U Bbl MOXKETE
UCMbITbIBATb ¥KeslaHWe NPOBOAUTL NapaieNb MeXay Banmm pebeHKom 1 Apyrumu
OETbMU CO CXOXUMM cydaamu. OA4HAKO pas3nnumna onpegeneHHo byayT gaxe npu
MOEHTUYHOM KapuoTune, U, BOSMOXKHO, BECbMa CYLLECTBEHHble. BaXKHO paccmaTpmBaTh
Balero pebeHKa Kak OTAe/IbHYI0 IMYHOCTb, U He NoaaraTbCs Ha CpaBHEHUE ero ¢
APYrMMU SeTbMU C TaKUM }Ke KapuoTUNom. B KOHEeUHOM uTore, Kaxablii YenoBek
YHUKanNeH.

Baw pebEHOK Npu poXKaeHUn

XOoTA B HEKOTOPbIX CyYasx poabl HAYMHAKOTCA B CPOK, M BepemeHHOCTb NpoxoamT 6e3
OCNOMKHEHWIA, CYLLECTBYET Cepbe3HbIii PUCK TOTO, YTO NoTpebyeTca MeauumMHCKoe
BMeLLaTeIbCcTBO. Hanpumep, B C/lyyae yCTaHOBAEHHOTO 3aMeIeHUA BHYTPUYTPOBHOro
pasBUTUA NA0Aa Bpaum NpuberatoT K CTUMyNALMK poaoB. TakxkKe, ecnun Bo Bpems
6epemMeHHOCTM aKTUBHOCTb peBEHKa CHUMKEHA, UM BO3HUKAET AMUCTPECC NA0A4a B
npoLecce poAoBs, MaTePU NPOBOAUTCA KECAPEBO ceveHue. XOTA Nocae NosBAEHUs Ha
CBET HEKOTOPbIE HOBOPOXKAEHHbBIE YKE B NepBble NOATOPbl MUHYTbI HAUYMHAIOT AblLLATb
HOPMa/IbHO W MOAYYaOT BbICOKMIA Hann no WwKane Anrap (cMcTema OLEHKM COCTOAHMUA OT
0 no 10), HebonbLIOE, HO 3HAYUTENBHOE KONMYECTBO AeTel UCMbITbIBAIOT 3aTPYAHEHWUA C
AbIXaHWMEM U HY}KAAKTCA B MOMOLLM Ha CTaZMM PaHHEro NocN1epoaoBoro nepuoaa.

HecmoTps Ha To, YTO B MEAULMHCKON NMTepaType HEOAHOKPATHO ONUCHIBaNWN AeTel ¢
AynavKaLmen XxpoMoCOMbl 6p Kak Masblx AJ/15 recTallMOHHOro BO3pacTa, 3TO He Bceraa
ABNAETCA NpaBAoi. [lBeHaaLaTh MnageHLes 13 21 npu poxaeHun obnaganum
Heb0/IbLIMM BECOM, @ BEC OCTa/IbHbIX AEBATU Bbl1 HOPMasIbHbIM U 3aBUCEN OT
WUHAMBMAYaNbHbIX GakTopoB. Cpean AeBATU MIAAEHLEB, POXKAEHHbBIX TOYHO MU NOYTU B
CPOK, HOPMaJibHbI BEC BapbMpoBasica oT 2.9 Kr 1o 3.6 Kr, B TO BpeMms KaK Bec eTen,
ManbIX ANA reCTauMoOHHOro CPoKa, Bapbmposasnca ot 1.8 Kr go 2.6 Kr.

Bec npu poxkaeHuu

HopMmanbHbIl Bec npu poxaeHuu: 7 u3 14 neteii B MeAULIMHCKOM
‘ nutepatype; 2 3 7aetei no gaHHbIm Unique
‘

| MeaunumHcKas nuTepaTtypa
1 || (Fogu 2007/1; Villa 2007; Vermeesch 2004; Dominguez 2003; Ng 2001;
[ Villa 2000)

Unique

MyHKmupHoU nuHuel u30bpax€EéH Mo3auyHbIl Kapuomur, npu
KOmopom Hekomopeble Kaemku 061a0a0m HOpManeHbIMU
Xpomocomamu

HeKoTopble AeTn COHANBLI U HE TaK aKTUBHbI, KaK Bbl MOIN 0XMAaTb. Ecan aTo He
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nepsblii pebeHOK B CEMbE, MOXKHO 3aMETUTb, YTO YePTbl €ro ML OT/IMYAOTCA OT YepT
ero 6paTtbes 1 cectep. BO3MOXKHO, HEKOTOPOe Bpems Ball pebEHOK ByAeT Hy»KAaTbCA B
0cobom yxogae (B TOM Unc/ie B OTAENEHNUU UHTEHCMBHOMN Tepanuu). 3To TPEBOXKHbIN
nepuvoga gna poautenei, ocobeHHo NOTOMY, YTO UMEHHO Ceiyac MeAULMHCKUIA NepcoHan
MOXKET 3aHUMaTbCsl MOMCKOM OCHOBHbIX MPUYMH BO3SMOXKHbIX Mpobiem v aenatb 3abop
KPOBW C LieNblo UCCNEA0BAHMA XPOMOCOM.

Mpobaembl co BCKapmMaMBaHUEM U Mef/1eHHbIM Habop Beca 4acTo BCTpeyatoTes y
HOBOPOMXAEHHBIX C AyNIMKaLMEN XPOMOCOMbI 6p, NO3TOMY Ana Habopa Beca MoXKeT
noTpeboBaTbCA HECKOIbKO Nepexoa0B C O4HOW MOIOYHOM CMECH Ha APYryto Uan
npekpaLeHme rpyAHOro BCKapmanBaHus. Kak npasunao, MaageHLbl e4aT ouyeHb
MeZ/IeHHO, MO3TOMY MPOLECC NUTaHWA NPeBPaLLAETCa B UX OCHOBHOE 3aHATUe. B paae
C/ly4aeB rpyLHOE BCKapM/IMBaHWE MOXKHO HEe UCKAKOYaTb, MHOTAa OHO TpebyeT BBeAeHMA
OOMONTHUTE/IbHBIX KOPMIEHUIA CMECHIO AR YBEIMYEHUA NuTaTenbHoCTU. Mpu
HEeo6X0AMMOCTU FPyAHOE MOJIOKO MOXKHO CLLEXKMBATb M KOPMUTb UM pebeHKa u3
6YTbINOYKKN. HEKOTOPLIX AeTeli KOPMAT Yepes Ha3oracTpasbHbIl 30HA, KOTOPbIN BBOAMTCA
B }KENYA0K Yepes HOCOI/IOTKY, a TaKKe C MOMOLLbH0 raCTPOHOMMYECKOM TPYyBKM, KoTopas
BBOAMTCA B XKeNyA0K Hanpamyto, HO 6ONbLUMHCTBO AeTel He Hy»KAaloTcA B 30H40BOM
KOPM/IEHWW.

ATtpe3sus xoaH

BoNbLWIMHCTBO AeTel ¢ AynanKaumein XpOMOCOMbl 6p POXKAAIOTCA C
HOPMa/IbHbIMW OTKPbLITbIMU AbIXaTeNbHbIMM KaHanaMu, Yepes
KOTOpble KMCA0POoA, NOCTyNaeT U3 HOCOMNOTKM B ierkne. O4HaKo
CYLLECTBYeT He3HAYUTENbHbIN PUCK, YTO OAMH UM 06a KaHana 3aaHen
| CTEHKM HOCOBOM NONOCTH OKa¥KyTCA YaCTUYHO MW NONHOCTbIO

| 3apalleHHbIMK. TaKas NaToNOrMA, U3BECTHAA KaK aTPe3mna X0aH,

e ABNACTCA NPUYMHOI 3aTPYAHEHNA AbIXaHWA Y AeTeli 1 TpebyeT
. XVMPYPruYecKoro BMellaTenbcTaa. ECnv 3apalieH ToNbKO OAMH KaHan,
2131 NpU3HaKu 3a6oneBaHusA y pebEHKa MOTYT BbITb He APKO
212 BbIPaKEHHbIMM, U KaKoe-TO BPeMsA NaToNoruio 6yeT HEBO3MOMXKHO
211 [MarHocTMpoBaTh. EC/u e 3apalleHbl 06a KaHana, peb&HoK byaeT
158 UCMbITbIBATb 3aTPYAHEHME AbIXaHWUA, U MO3TOMY NaToNOMA ¢ 6oMbLIel
BEPOATHOCTbIO BYAET BbifABAEHA BCKOPE MOC/AEe POXAEHUS.
1311 MeaunUMHCKana anTepaTypa
(Fogu 2007/1; Ragoussis 2006 (unpublished); Villa 2000; Nakajima 1995)
Unique

MyHkmupHoli nuHuel u306paxcéH Mo3auyHelli Kapuomuri, NpPU KOMopom
Hekomopeble Kaemku 061a0aom HOPMAnbHLIMU XPOMOCOMAMU

Mopoku cepaua U Wymbl B cepaue

BONbLIMHCTBO AeTel POKAAOTCA CO 340POBbIM CEPALEM, HO Y HEKOTOPbLIX HabatoaaroTea
NOPOKK cepaLa. Y HEKOTOPbIX AeTel ecTb OAUH He OYEeHb ONaCHbIN NPOCTON NOPOK,
TaKOM KaK OTBEpPCTME MEeXKAYy BEPXHUMMU Kamepamu cepaua (aedekt mexnpeacepaHom
NneperopoaKu) AU CyXKeHne ogHoro uamn 6osee KnanaHa, Yyepes KOTOPbIN KPOBb
MOCTYNaeT B CepALe WU OTTEKAET U3 HEro, YTobbl MOCTYNUTb B IETKUE UK



£ ! LIMPKYNMPOBATbL MO BCEMy Teny. 3TU NOPOKM MOTYT
251 :
243 i ecTecTBeHHbIM 06pa3oM Mcye3aTb CO BpeMeHeM WK
241 ! KOPPEKTUPOBATHCA C MOMOLLLI0 MUHUMAIbHO-MHBA3UBHOM
223 ; i xupypruu. Y apyrux fetei ecTb LLONONHUTENbHDBINA NOPOK -
222 [ | '
221 3 '
299 MeauumMHCcKan aMTepatypa
(Ragoussis 2006 (Heony6ankoBaHHoe); Engelen 2001; Karamanov

21.31
210 2001;Ng 2001)
211 i : Unique 5

i Het 6onesHelt cepaua
123 i MyHkmupHol nuHueli u306paxéH Mo3auyHbIll Kapuomur, npu
12.1 | KOmopom Hekomopsle KnemKu 06aadam HOPMAbHLIMU

111 Xpomocomamu

OTKPbITbIN apTepuasbHbiii NpoToK (OAl). ApTepmanbHbIi NPOTOK — 3TO COCYA, MeXAay
QA0pPTOM W NErOYHOM apTepmuen, Yepes KOTOPbIN KPOBb NOCTYNAET B IETKME N KOTOPbLIN
06bI4YHO 3aKPbIBAETCA NOCAE POKAEHUA. EC/IM OH OCTAaeTCs OTKPbITbIM, B NErKMe
nocrynaet 60/blie KPoBU, YEM LO/TIKHO, MOSTOMY CepALy NpuxoamuTca paboTaTb C
yBeNIM4YeHHoW Harpy3koi. Co BpeMeHeM COCya, MOXKET 3aKpbITbCA eCTeCTBEHHbIM NyTeM,
HO eC/I1 OH OCTAETCA OTKPbITbIM, 06bIYHO MPUMEHAIOT MMHUMAIbHO-MHBA3UBHYHO
XMPYPIUIO NS ero 3aKpbITUS.

HeKoTopble AeTW poXKAAtoTCA C CEPbE3HBIMM WM CIOXKHbIMKU 3a601eBaHUAMM cepaLa.
O6bIYHO WX YCTPAHAIOT C MOMOLLBIO XMPYPIUM, U TaKMe OnepaLMm CTaHOBATCA Bce 6onee
ycnewHbIMWU. B HEKOTOPbIX C/Iy4anax He NpeacTaBAAeTCcA BO3MOXKHbIM Bbl1€YUTb MOPOK
cepaua, v 3To NPUBEAET K OrpaHNYEHUNI0 aKTUBHOCTU pebeHKa.

“ Ero 6onesHb cepaLa HeonepabenbHa— y HEro XoNO/HbIE HOTU, OH BbICTPO YCTa&T, 1
MHOrAa ero rybbl CMHEIOT NOC/e NAaBaHUA UK Nepeso3byxaeHunsa ”’ — dynaukayus
Xpomocomel 6p21.3, 8 nem

OueHb MasieHbKas ronosa U mosr (Mukpouedanus)

iy MegMumMHCcKaa anTepaTtypa
(Fogu 2007/1; Kerrigan 2007; Villa 2007; Dominguez 2003; Giardino
2002;Villa 2000; Nakajima 1995; Phelan 1986)

Unique
\
2143 \ M Mwukpouedanua
21.31 ‘ MyHkmupHoU nuHuel u30b6paxcéH Mo3auyHsll Kapuomuri, Npu
2ie Komopom Hekomopeie Kaemku 06a1a0arom HOpMasbHbIMU
Xpomocomamu

HeKkoTopble MnageHLbl C AynanKaumeli XpoMoCcomMbl 6p
POXAA0TCA C HENPOMNOPLMOHANIbHO MaseHbKOM ronosoi. Mosr
MOXKET ObITb MaIEHbKMM, HO COBEPLLIEHHO MPAaBUIbHO
chopMMpOoBaHHbLIM, IM6O BO3MOMKHO AONOSHUTENBHO NPUCYTCTBUE CTPYKTYPHbBIX
OTKNOHEHW. CYUTaeTCA, YTO JONOAHUTE/IbHAA A033 OAHOIO UM HECKONIbKMX FeHOB B




6AvKaliLLem OT 6p y4acTKe BO3/e LLeHTPOMEPbI MOXKET Bbi3BaTb NPeXAeBpemMeHHoe
CpalieHue KocTel Yepena (KpaHMOoCnHOCTO3). CyliectayeT 0KoM10 60-TM BOSMOMKHbIX
reHOB MeXAy LEeHTPOMEepPOU 1 y4acTKOM 6p21.1, HO OAMH KOHKPETHbIN reH, U3BECTHbIM
Kak BMP5 (KocTHbI MopdoreHeTuyecknin 6enok), cumtTaeTca NPUYNHON BOSHUKHOBEHMA
npexaespemeHHoro cpauweHusa (Villa 2007).

BHewHUM BUZ,

Bonblioe KoNMYecTBO HEOBbIYHBIX YepPT ML BbII0 OTMEYEHO B 3aK/IHOUYEHUAX TEHETUKOB,
KOTOpble UccnefoBanv MNASEHLEB U AeTel ¢ AynauKaumein xpomocombl 6p. Y Bawero
MAaZeHUa AKn pebEHKa MOXKeT BbiTb TOIbKO OAMH MAN HECKO/IbKO U3 3TUX NPU3HAKOB, U
Bbl MOYKeTe 06HaPYXKUTb, YTO OH BOAbLIE MOXOXK Ha APYIUX IOAEN C AyNAnKaumein
XPOMOCOMbI 6p, YEM Ha YNEHOB BalLei ceMbu. BHelHWIA BUA, BKAtOYaeT B cebs:
HeecTecTBEHHO MasieHbKyo ronosy (MUKpoLedanua); BbICOKMI UK BbINYKAbIN 106;
MasieHbKKe y3Kue rnasa (bnedpapodumos, 6aedaponTos), MHOrAA CO CKNALKON KOXKM BO
BHYTPEHHUX YroNKax (3MNMKAHT) U MHOTAA C AJIMHHBIMU PECHULAMM; YLIN HEOBbIYHOM
$opMbl UM pasmepa, KOTOpble MHOTAA PACMNONOMKEHbI HU3KO; HOC "KapToLwwKon'" ¢
HeobblYHOM PopPMbI MEepeHOCULEN (LLMPOKOKN NN BbICOKOW); MaJIEHbKUIA POT C TOHKMMMU
ry6amm (B 60/1bLUMHCTBE C/y4aeB C TOHKOWN BepXHeW ryboit); 1 ManeHbKas HUXKHAA
YesIloCTb UK OCTPbI NOA60POAOK.

Pyku

Pyku Bawero pebeHKa MOryT BbIr1A4eTb HECKOJ/IbKO HEOBbIYHO. OHU MOTYT 6bITb
HEeNpPOMNOPLUOHA/IbHO KOPOTKUMU UAU OIVHHBIMU, U Bbl MOXKETE 3aMeTUTb TaKue YepTbl,
KaK UCKPUBNEHHbIE MU3UHLbI U e4MHCTBEHHAA NonepeyHan NaJoHHaA CKAaJKa, Kotopas
Cy»KaeTcA B KoHue. OANH MAN HECKO/IbKO NanbLes MOryT BbITb CKaTbl, U Bbl MOXeTe
0OHapPYKUTb, YTO OHW 3aXOAAT APYr Ha Apyra, UAK ABa Najbla coeguHeHbl BMecTe. Y
OZIHOro pebéHKa ¢ AynanKaumen XpomocomMbl mexay 6p21.1 n 6p22.2 oTcyTCTBOBAIO
Ccyxoxunue crubatens cpefHero nasnbla Ha npason pyke (Ng 2001).

MoKa 3T 0cOBEHHOCTM ABAAIOTCA He 6oslee YeM KOCMETUYECKMMU, OHW He TpebytoT
neveHus. NepekpeLmBaowmecs Uan CKaTble Nasiblbl MOTYT NPUIATU B HOPMY CO
BPEMEHEM WJIM NMPY MOMOLLM MATKOM WMHBI, @ COEANHEHHbIE BMECTE MasibLibl MOTYT 6bITb
pasbeaMHeHbl XMPYPrUYecknm nyTem, XoTa Ux GyHKUMA MOXKeT BbiTb HapyweHa (Unique).

Horu

HeKkoTopble AeTu ¢ gynavKaumein XpoMocombl 6p porkaatoTca ¢ gedbopmaumeri cton m
nanbues. CTonbl MOryT 6bITb A/IMHHbIE U/WUAK Y HUX MOTYT BbITb Cneunpuyeckme
0COBEHHOCTU, HanpMMep, BbINyK1an NOAOWBEHHAsA MOBEPXHOCTb (CTONa-Kavanka). Ctonbl
MOTyT BbITb PAcNONOXKeHbI N0A HEOBbIYHBIM YrI0M. MasbLbl MOTYT BbITb PACMNONOMXKEHDI
HepaBHOMEPHO MO CTOMNEe U HEKOTOPbIE U3 HUX MOTYT BbITb 3arHYTbl BHYTPb UAW MOTYT
6bITb COeaMHEHDbI MeKay COBOM KOXKel U ApYyrMMU TKaHsAMU. Bonbluoi naney, moxer
6bITb KOPOTKUM UAW LLMPOKUM, MEKIY HUM M BTOPbIM NaNbLEM MOXET BbITb LUIMPOKMIA
NPOMEKYTOK (CaHAaneBMAHasA cTona).

HeKkoTopble U3 3TUX 0COBEHHOCTEN CO BpEMEHEM MOTYT UCNPABUTLCS €CTECTBEHHbBIM
NyTém 1 He ByAyT OKa3blBaTb HUKAKOTO BAUAHUA HA XOA4bbYy, XOTA pebeHKy co cTonoi-
KayanKoi moryT noTpeboBaThCs CneunanbHble CTENbKY, YTObbl 06NerYmTb
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nepeasuxeHue. JledeHne HeNnpPaBUAbHOTO NOOMKEHMA CTOMbI AW NOXOAKM NoabupaeTca
WUHAMBUAYANbHO A/17 HOPMAJ/IbHOTO POCTa W Pa3BUTUSA. B nepByto ovepesb NpUMeHAETCA
HeXMPYPruyeckoe Ie4eHne, KOTOPOE MOKET BK/ILOUATb B CeHA NACCUMBHbIE ABUKEHWUA,
rmncosaHue, GU3NYECKYIO TEPANMUIO U HAZIOXKEHUWE WKNHBI ANA NPEOTBPALLEHNA peLmamBa.
Hapsagy co cneunanbHolt 06yBblo MPONMCHIBAOTCA GUKCATOPbI FONEHOCTOMHOrO CYCTaBa U
cynuHaTopbl. MHOrga TpebyoTca XMpypruyeckne onepaLmMm 1 HaaoKeHue WnHbI, eciv
HexXMpypruyeckoe fiedeHne He NPUBOAUT K SOMKHOMY yaydlweHuto. Peunans
HenpaBUIbHOTO PAcMONOXKEHMUA CTOMbI MOXKET HACTYMNUTL C POCTOM M pa3BUTUEM pebEHKa,
BO M3beXKaHWe 3Toro HeobXxoAMMbI AONONHUTE/IbHbIE MEAULMHCKME BMELLATeIbCTBa.

MutaHue

Y HEKOTOPbIX HOBOPOXKAEHHBIX, XOTA He Yy Bcex, Habatogatotca npobaembl ¢ MMTAHMEM,
KOTOpPble MOTYT NPOAO/IKATHCA Ha NPOTAXKEHUW NOCAEAYIOWMX NEPUOLOB PA3BUTUA.
[JaHHble Unique n MegUUMHCKON nnTEpaTypbl YKasbIBatOT, YTO ¢ npobaemoi
BCKapM/IMBaHWUA CTA/IKMBAIOTCA Yalle BCEro AeTu, CTpagatolme bonesHamum cepaua,
O[HAKO OHA MOMKET BO3HUKHYTb U Y ApYrvX AeTei. HOBOPOXKAEHHbIE MOTYT UCMbITbIBATDL
TPYAHOCTM NPU COCAHMM FPYaM, NUTATbCA OYEeHb MeAJ/IeHHO, He HabupaTb AONKHYIO HOPMY
nuTaTeNbHbIX BELLECTB M He NpnbaBAATb B Bece. B Takux cnydyasx Heobxoanma
oboraléHHas BUTaMMHAMM MOJI0YHAA CMeCb. /13-33 HU3KOTO MbILLIEYHOro TOHYCa
(rMNOTOHMK) HEKOTOPbIM AETAM COCAHME TPYAU U KOPMIEHUE AaeTcs ¢ Tpyaom. OaHM
MasbILWW CNPaBASIOTCA C 3TOM TPYAHOCTLIO, HO APYTMM HYXXHO MPUKAAbIBATh C/IULLIKOM
MHOTO YCUIMI, MO3ITOMY UM /ly4lle NOAOUAET KopMaeHMe U3 BYTbIJIOUKM CO cneLmanbHom
COCKOI ANS HeQOHOLEHHbIX AETeN; APYrMX KOPMAT CLEXKEHHbIM MOJIOKOM Yyepes
Ha3oracTpajbHblil 30HA. MIHOr4a MoXKeT NoOHag06UTbCA MCMO/b30BaHME
racTPOCTOMMYECKOM TPYBKM ANs TOro, YTobbl NMLLa Nonagana NPAmMO B KenyLoK.
MosBneHWe HaBbIKOB NMUTbA, }KEBAHWUA U MUTAHWUA TBEPAOW NULLEN MOXKET NPOUCXOAUTb
3amegneHHo. eTu, y KOTOpbIX B6blM TPYAHOCTU C KOPMIEHUEM B MNAAEHYECKOM
BO3pacTe, MOTyT bbITb NOABEPIKEHDI B ByayLLem npobaemam ¢ NTUTaHUEM, KOTOPble MOTYT
BbIPAXKaTbCA B OTKase OT eApbl MU KpaliHeil n3bMpaTelbHOCTU B BOMPOCE BKYCa M TEKCTYpPbI
nuwm. HeobxogMma NOCTOSHHAA NOAAEPKKa, YTOBbI OT eAbl OCTaBaNOCh NPUATHOE
ouwyuweHue (Fogu 2007; Engelen 2001; Ng 2001; Nakajima 1995; Unique).

Onpoc Unique nokasan, 4To HeKOTopble MNaAeHLbl M AeTW CTPAZatoT racTpoasodaranbHbim
pednoKcom (U3 KenyaKa B NULLEeBOA, BO3BPALLAETCA NULLA, KOTOPYIo pebeHoK MoKeT
CPbITHYTb MW BAOXHYTb, YTO MPUBOAUT K UHPEKLMN NIETKUX - aCMUPaALMOHHON NHEBMOHMM),
HO C 3TUM, KaK NPaBM/I0, MOXKHO CNPABUTLCA, BCKapMmaInBan pebEéHKka meaneHHo B
NONOMXKEHWUM MONYNENKA U NPU HEOHXOAMMOCTM NPUNOAHUMAA ronosy pebeHka, YTobbl OH
He ycHyA. EcvM npeanpuHATLIX Mep HeA0CTaTOYHO, NPOMMUCLIBAOTCA 1IeKapcTBa U
aHTUpedNtOKCHaA CMecb, 3TOro 06bIYHO XBaTaeT A/1A TOro, YTobbl NULA NPoxoauna B
Xenygok. Takke Habo4aloTcs 3anopbl, HO 06bIYHO NPOXOAAT NPU YBEAUYEeHUN ob6bema
noTpebaAemMon KUAKOCTH, COAEPKAHWUM KNETHATKM B MULLE MW NPU HAa3HAYEHUN
nekapcTsa.

Poct
MHorue B3poc/ible U AETU C AyNMKAUMEN XPOMOCOMbI 6p MMEKT o4eHb HEBObLLIOW POCT,
OHW HUXE OTHOCUTE/IbHO Y/1eHOB CBOEN CEMbM. LI,ETVI, KOTOpble pOoX4akTCA COBCEM
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Ma/ieHbKMMMU, 0BbIYHO OCTAKOTCA HU3KOPOCAbIMU U B 3p€/IOM BO3PACTe, XOTA UX Bec
MOXEeT HaXx0AMTbCA B Npefenax HoOpMbl.

Elie mepnieHHee yBEIMUMBAETCS POCT Y AETEMN, MMEIOLLMX CONYTCTBYOLWME 3ab01eBaHNA
M He cnocobHbIX XOPOLIO NUTATLCA, HO UccnenoBaHue Unique nokasano, 4To 4eTu co
BPEMEHEM MOTYT HaBepPCTaTb HEAOCTAIOLWMI POCT. Y AeTel, POXKAEHHbIX C HOPMA/bHbIM
pocTom, ¢ 6onbluel BEPOATHOCTbIO BO3MOXKEH HOPMasbHbIM POCT B AanbHelwem (Fogu
2007; Villa 2007; Vermeesch 2004; Engelen 2001; Ng 2001; Unique). CywiecTByeT o4eHb
Mano MHGOPMaLMK O POCTE B3POC/IOrO Ye0BEKa, HO OAMH U3 B3POC/IbIX NAaLMEHTOB
Unique c mo3anyHoi aynavkaumein mexay 6p22 n 6p25 umen poct 1.37 cm.

MonoBoe co3peBaHue

CyLwiecTByeT mano MHGOpMaLMM O NONOBOM CO3PEBAHNM AeTel ¢ Nog06HbIM
3aboneBaHnem. Y o4HOM AEBOYKM C MO3aUYHOM AyNIMKaumen mexay 6p22 v 6p25
NMo0BOE CO3pEBaHUE HaYaI0Cb BOBPEMSA U NPOTeKano 6e3 KakUx-NMbo OTKIOHEHWU; Y
MasibuMKa ¢ AynavKkaumen 6p21.3 66110 OTMEYEHO NPEXAEBPEMEHHOE NOABAEHUE
BTOPWUYHBIX NOOBbIX MPU3HAKOB (BONIOCHI Ha Tesle) B BO3pacTe CEMM NIET, HO TECT Ha
paHHee noJsioBoe co3peBaHue bbln oTpuuatensHbiMm (Engelen 2001; Unique).

Pa3BuTHe: cnoco6HOCTb CUAETb, ABUraTbCA, XO4UTb (KPYNHaAA MOTOPUKaA)
XapaKTepHa 3a4ep:KKa B pasBUTUN HaBbIKOB 06LLEN MOTOPUKM (YMEHUE CUAETD,
nepeaBuraTbCa, Xo4mMTb). ITO 03HaYaeT, YTo Baw pebEHOK, Kak Npasuo, byaeT
pa3BMBaTbLCA COMIACHO eCTECTBEHHOMY XOA4Y Pa3BUTMA, O4HAKOo nporpecc byaeT
NPOUCXOAUTb MeasieHHee, Yem 06bl4HO. Temn pasBUTUA 3aBUCUT r1aBHbIM 06pasom oT
BPOXKAEHHbIX 0COBEeHHOCTeN Bawero pebeHKa, a TakKe OT NPeoCTaBAAEMbIX eMy
BO3MOHOCTEN, CTUMY/IALMU U B KAKOM-TO CTEMEHW OT TepaneBTUYECKOro
BMeLLaTeNbCTBa. Y 04HOro peb&HKa € LONOSHUTENbHBbIM MaTeEPUAIOM YYacTKa PALOM C
LEHTPOMEpPOI 6p, coaepKalLMMCs B HEKOTOPbIX KNETKax TeNa,B BuAe He60bLIOM
AOMONHUTENIbHOM XPOMOCOMbI, Hab1l04aN0Cb HOPMaIbHOE Pa3BUTUE ABUraTENbHbIX
HaBbIKOB B Bo3pacTe 2 /ieT. TpyAHO NpeAcKas3aTb BO3MOXKHYIO NOABUKHOCTb, HO B LLe/IOM
AETW, KOTOpble PaHO Hay4YMANCb MOAHMMATL FOI0BY U NMEPeBOPaYMBaTLCA, UMEOT
CK/IOHHOCTb K 60/1ee paHHeMy Pa3BUTUIO ABUTaTENbHbIX HaBbIKOB. HeKoTopble aeTn
NprMoBpPeTaoT HOPMA/bHYIO MOABUMKHOCTL, B TO BPEMSA KaK Apyrue HyAatoTcs B
ANvTeNbHOM NoaaepKKe n dpusmyeckon Tepanum, 4Tobbl COXPaHUTb BO3MOXKHOCTb
ABUraTbCa.

M3 npaktuku Unique, manbilinv HAy4MAUCb NepeBopaymnBaTbCa B BO3pacTe OT YeTblipex 40
LeCTn MecsLLEeB, cMAETb 6e3 NnoaaepKkM — oT 6 4o 21 mecAua, nepesBuratbCs — oT
BOCbMMW MeCALEB A0 ABYX NIeT U XO0AUTb — OT 17 mecAueB A0 TPEX NeT U WEeCTU MeCALEB.
He Bce getv nonsanu: HEKOTOpPbIE NepeaBUraancb Ha NoMe Wan nepemeLLaancs Npm
NomoLLM nepekaTbiBaHMA. [lOXoAKa MOXKET 0CTaBaTbCA LWATKON A0/Ir0e BpeMs;
Hay4MBLUMCb XOANTb, PEGEHOK MOKET NEPeABUraTbCA, LUIMPOKO PACCTaBAAS HOMW ANs
Nyywero 6anaHca, TakKe emy MOryT NOHaZ06UTLCA XOAYHKN ANa noaaepKKu. [letckas
KOJIACKA MOXKET ObITb HY)KHA Ha YINLLE UV BO BPEMS AJINTENIbHbIX NPOTY/IOK.
HayumBLlIMCb XOAWTb, HEKOTOPbIE AEeTM NPUOBPETAOT HAaBbIKM NOABEMA MO NIECTHULE,
e3fbl Ha Besiocunege n bera, ogHaKo 3TO BO3MOXKHO He gns Bcex (Fogu 2007; Kerrigan
2007; Villa 2007; Vermeesch 2004; Ng 2001; Villa 2000; Unique).
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“Nocne cuaeHUa B TeUeHUE AJIUTENLHOTO BPEMEHU eé MbILLLIbI AEePEBEHEIOT U et
TPYAHO XOAUTb. Yepes HECKONIbKO MUHYT BCE B NMOPAAKE, HO €/ YacTo HYXKEH OTAbIX.
3ToMy HeT HMKaKoro obbacHerua » - Mo3auyHasa Oynaukayusa 6p22-6p25, 83pocsbill.
(Mpu mo3auyHoli OyrnauKayuu y HEKOMOpPbIX KAemoK ecmo OynauKayus, 8 mo 8pems KaK
y Opyaux eé Hem).

OfHOM U3 MPUYMNH 3aLEPKKN ABUTATE/bHbBIX HAaBbIKOB
ABNIAETCA M3MEHEHHbIN MblLeYHbIl TOHYC. Y Bawero pebéHKa
MOXKET 6bITb MOHUMKEHHbI MbILLIEYHbIA TOHYC (TMNOTOHMA) U
Bbl MOXXeTe OLLYLLATb €ro Kak BANOro U 06MAKLIEero, Korga
6epeTe ero Ha pyku. OBbIYHO C TeYEHNEM BPEMEHW CUTyaumA
YNy4lLaeTcA, U €€ MOXKHO UCMPaBUTb C NOMOLLBIO GU3NYEeCcKOoM
Tepanuu 1 ynpaxHeHWn. Y HEKOTopbIX aeTeit HabaoaaeTcs
MTOBBIIIEHHBIA MbILWEYHbIW TOHYC (TMNEPTOHYC), NPYU KOTOPOM
MbILLLbI OCTAOTCA HANPAXEHHBIMU U HE CMOCOBHbI
pacTarmeBaTbCs. 9TO MOMKET MPUBECTM K NOTEPE YCTOWYMBOCTU
N XOMIEHWIO Ha HOCOYKaX, B TAKOM C/lydae XMpypruyeckoe
BMeLLATeIbCTBO, U3BECTHOE TaKXKe KaK YA/IMHEHWE NATOYHOIO
CYXOXKMINA, MOXKET YAYULINTL NOXOAKY Ballero pebeHka.

Pa3sBuTHE: UICNO/Ib30BaHKE PYK, KOOPANHALMUA
(menkaa motopuKa) u camoobcnyKmBaHue
bonbwmnHcTBO AETEVI, XOTA U He BCe, CTaIKNBALOTCA C
npobaemoli 3alepPXKKN pPasBUTMA BAadeHUA pyKamu. Y HUX cnabas XxBaTKa, OHU POHAIOT
Belln Ha Noa, IETKO BCE ONPOKMNAbIBAKOT, a AEPXKaTb LUMMNKOBbIM 3aXBaTOM 6oNbLWNM U
yKasaTte/lbHbIMM NasibLamu u 6paTb B pyKM MasieHbKKe npegmeTbl MM 0cOBeHHO TpyaHO.
Mo aaHHbIM Unique, petv ¢ 3aaepKKoi pa3BUTUSA MOTYT HY»KAaTbCA B NOMOLLM AN TOTO,
4yTObbI noecTb, 04eTbCA U YXa*KNBATb 3a coboli Kak B AETCKOM, TaK 1 BO B3pOC/ZIOM
BO3pacTe. HEKOTOpre AeTn oCTUratoT OTHOCUTENbHOM CaMOCTOATENBHOCTU B 3TUX
3aHATUAX, OAHAKO OHU 06bI4HO megnuntesibHee, 4Hem HOpPMa/ZibHO pa3BuBakoWLMecCa
CBEPCTHUKMN.

B nnaHe camoobCnyKnBaHUA, HEKOTOPbIE NOAPOCTKMU AOCTUMAOT ONpeseeHHOro YPOoBHA
OTHOCUTE/IbHOM CAMOCTOATE/IbHOCTU B OA4EBaHWUM, MbITbE U IMYHOW TMIMEHe, XOTA
60/IbLUIMHCTBY HYHbI PEryasapHble HANOMUHAHUA. BO3MOXKHO, poanUTeNAM He CTOUT
0¥KMAaTb, YTO UX PeOEHOK HAYHET NOJ/Ib30BATLCA TYa/IETOM B TOM e BO3PacTe, YTo U
apyrve petu. JaHHble Unique NOKa3blBatoT, YTO AHEM KOHTPOJIb MOYEUCNYCKaHUA 1
KMLIEYHUKA MOXKET BbITb LOCTUTHYT C HEGO/IbLWIONM UK CPeaHEN 3aiePHKKOM, B TO BpeEMA
KaK HOYbO KOHTPO/Ib MOXET 0CTaBaTbCA HECTabUbHbIM UK OTCyTCTBOBATb (Engelen
2001; Ng 2001; Unigue).

Y Hero cnabas xBaTKa 1 OH He MOXET [,epaTb Bely AOMKHbIM 06pasom, OAHAKO Y
Hero ecTb MArKM MOPOJIOHOBbIN MAYMUK A5 TPEHUPOBKU. EMY HyXKHa NOMOLLb ANS TOTO,
4yTObbI Pa3aeTbcsa U 04EeTbCA, MOYMCTUTL 3yObl M YMbITbCA. OH CAMOCTOATENILHO
NONb3yeTcs TyaseTOM, HO eMy HYXHO 06 3TOM HaNnOMMHaTb, BbITUPaTb €ro U MoMoraTb
HafeTb WTaHbl - dynaukayus om 6p21.3, 8 nem

“ OH MOSKeT Cam 3aHUMATbLCA INYHOM TUTMEHOI, HO MHOr4A emy TpebyeTca HeBoMbLLAsA
nomolb ” - dynaukayus 6p24.2-6p25.3, 10fgm



B neTcTBe OHa NUcana yTONWEHHBIMM KapaHAallamMm U MeKamMu, HO BO B3POC/IOM
BO3pacTe Nnosib3yetcs 06bIYHbIMU MUCbMEHHBIMU NPUHagAeXRHocTAMU. OHa
CaMOCTOATE/IbHO MOJIb3YeTCA TyaNeTOM, YNCTUT 3yObl M 0AEeBaEeTCA, TEM HE MEHEE, ee
HY)XHO NMOTOpanAMBaTh No yTpam ” - MosauyHasa dynaukayusa 6p22p25, e3pocnbiii

O6yueHune

BONbLIMHCTBY AeTei NOHAZ06UTCA AONONHUTENbHAA NOALEPKKA BO Bpemsa 0bydeHus.
KaK MHOro Hy)XHO 6yaeT nomoraTb, CTaHeT ACHO CO BPEMEHEM, U HAKOMNIEHHbIX 3HaHWIA O
NoAPOCTKax € AynanKaumein Xxpomocombl 6p HeZ0CTaTOYHO, YTOObI faBaTb HaLEKHble
NpPorHosbl. Tem He MeHee, BMOJIHE BO3MOXHO, YTO HEKOTOPbIE AETU CMNOCOBHbI YYUTHCA C
OTHOCUTE/IbHO HOPMA/IbHbIM TEMMOM UM UCMbITBIBATb TO/IKO JIETKYIO 3a4,EPKKY
NCUXMYECKOTO Pa3BUTHA B PaHHME LUKOJIbHbIE rogbl. Y o4HOro pebéHKa ¢ ManeHbKon
OOMONHUTENIbHOM XPOMOCOMOM, COAEPMKALLENCA B HEKOTOPbIX KNETOUHbIX IMHUAX U
cocrTosLLei us matepmana mexay 6p21.1 u ueHtpomepoi, 1Q (KoapduLMeHT MHTeNIeKTa)
B 2 roga coctasnan 81 nyHkr (Villa 2007; Ng 2001). 3To BO3MOKHO He A/ BCex, U cpeau
yneHoB opraHusauum Unique ecTb AETU C 334€PHKKOM 0BYYEHUA OT CpegHeN A0 TAXKENON.
YTO KacaeTcs AONTOCPOYHOM NEPCMNEKTMBDI, MO OLLEHKaM Bpayel y ABYX B3POC/bIX
HabnoOannch cpegHMe KOTHUTUBHbIE 3aaepKku (Giardino 2002; Unique). BaxkHo
NOMHWTb, YTO NOAPOCTKM CO CPEAHUMM TPYAHOCTAMU B 0ByYeHUM CNOCOBHbI yraybnaTbes
B C/IOXKHbIA MaTepural, a TakKe MOTyT OBNaAEeTb HaBblIKaMM YTEHMA U NUCbMa.
HeKoTopbiM NOAPOCTKaM MOHAZ06UTCA LUMPOKan KBaNMOULMPOBAHHAA NOAAEPKKA B
06y4eHMN HeEOBXOANMBIM A/1A NOBCEAHEBHOM XU3HM HaBblKaM, U UX 0byYeHUne B NepBYIO
ouepesb AOMKHO bbITb HaNpPaBieHO Ha OCBOEHWE HAaBbIKOB CAMOCTOATE/IbHOCTH, A HE Ha
OOCTUXKEHME aKaZeMUYECKUX YCMEXOB.

YneHbl N1t06OIN ceEMbU, B KOTOPOW eCTb pebeHOK € AynanKaumnein Xxpomocombl 6p, LOMKHbI
ybeauTtbea, YTO OH NoABepraeTca TLWATENbHOMY U PEryifapHOMY OCMOTPY M Haxo4MUTCA B
CMOKOMHOW, MOTUBUPYIOLLEN 1 NOAAEPKMUBAIOLLEN cpeae 0byYyeHu s, rae NpusHatoT ero
CUNbI M CNOCOBHOCTU M PaboTaloT Hag, MUHUMM3aUMen cnabocTei. ITol cpeson MoXKeT
6bITb IM60 06LWEe0bpasoBaTeibHan WKoa, IMB0 cnewmanbHan, Takas, B KOTOPOK ocobble
notpebHocTM pebéHka byayT ya0BAeTBOPEHbI Hanbonee KayecTBeHHo, 1Mbo obyyeHne
Ha 40MY, KOTOPOE MOXKET OKa3aTbCs CaMbiM noaxoaawmm sapuaHTom (Villa 2007; Ng
2001; Giardino 2002; Phelan 1986; Chiyo 1975; Unique).

“ OH 06n1aAaeT TPYAHOCTAMM B OBYYEHUM OT CPEAHEN [0 TAKENON CTENEHM, U emy
C/I0}KHO CMOKOMHO CUAETb Ha MecTe, Koraa oH 4YTo-HMbyap aenaet. OH yntaet
obyJatoLme KHUIM, y3HaeT CUMBO/IbI U CNOBA, NbITAaeTCA HanNUcaTb CBOE MMA, a TaKKe
apyrue cnosa. Ectb ¢ppasoBan peub" - dynaukayus xpomocomel 6p21.3, 8 nem

Y Hero cpefHUe TPYAHOCTU C 0BYUYEHMEM, HO HET TPYAHOCTEl C KOHLIeHTPaLyei. OH
MOMET UnTaTb 0Kos10 40 cnos, cocTosLmX U3 3-4 ByKB, NULLET CBOE UMSA, afpec, MMeHa
Y/IEHOB CEMbM, A TaK}Ke PUCYET Ntoaeln, AepeBbs U Aoma. OH HyKAaeTca B He60NbLLOM
MOMOLLM BO Bpems 0BydeHus 1 yuntca Ha gomy > - dynaukayus 6p24.2p25.3, 10 nem
Y Heé cpeiHAA cTeneHb 3aJ,ePXKKM B 06YUEHUM, HO HET MPOBIEeM CO BHUMAHUEM UM
KOHUEeHTpaLumein. OHa He YMeeT YMTaTb, HO Y3HAET CMMBOJIbI, NMULLET CBOE MMSA U KONupyeT
6YKBbI, MOXET HapMCOBaTb AOMUK C OKHAMM, MMPOT CO CBEYKamMM 1 anuo. Ei nnoxo
[.A10TCA YMCNa, HO 3aTO Y HEE OT/IMYHAA NaMATb, N OHA NPEBOCXOAHO CNPaABAAETCA C
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nassnamu n pabotoii no gomy. OHa MOXKeT A0CTaTb U3 MALLUMHKK 6efibe U pa3BeCcUTb ero
Ha BEPeBKe; OHa MOKeT pa3buTb AlLa B YaLlKy, CMeLaTb UX M UCNOb30BaTb MUKCEP;
OHa MOXKET BCKMUMATUTb YaMHUK M 3aBapUTb Yall; caenatb TOCTbl U ByTepbposabl, 1 noaaTb
ux roctam ” - mosauyHas dynaukayus 6p22p25, e3pocabili

Peub un KOMMYHUKaUua

NHPopmaumsa o peun 1 KOMMYHUKaLMM AOCTYNHA TO/IbKO HA OCHOBE AaHHbIx 11
NOAPOCTKOB, U B BONbLUMHCTBE CNyYaeB 3Ta MHPopMaLMa NoBepxHOcTHa. O6bIYHO
pasBUTUE PEUU U A3bIKA OTPAXKAET KOTHUTMBHbIE CNOCOBHOCTU pebeHKa, U MHorne
NOAPOCTKMN CTANIKMBAIOTCA C TPYAHOCTAMM B NOMbITKAX CAENaTb CBOO peyb pa3bopynBo.
TaKkrMe KOMMYHMKATUBHbIE HaBblKM, KaK OTBETHasA Y/bIbKa, MUMUKA U peyeBble 3BYKM
NPOABAAIOTCA A0 NepBbix CN0B. MNepBble CN0Ba AETW FOBOPWUIM B BO3pacTe mexay 18
mMmecAuamm 1 4 rogamu. BoNbWIMHCTBO AeTen 06y4atoT KaKoMy-HUOY b A3bIKY KECTOB,
YTOObI UCMOB30BATH €ro 60 NapannenbHO € pedbto, IM60 B KayecTse BPeMeHHOro
cnocoba BbIpaXKeHMA CBOMX MbIC/IEN [0 TeX Nop, NoKa pa3bopumBasn peyb He CTaHeT
OCHOBHbIM CNOCOHOM KOMMYHMUKALLMMU.

HeKoTopble AeTv No mepe PasBUTUA peyeBbiX HaBbIKOB CHaYana NepexogaT oT
OTAeNbHbIX C/I0B K KOPOTKMM dpaszam, 1 3aTem K 6os1ee A/IMHHbIM NPeasioKeHUAM co
C/NIOXKHOMW CTPYKTYPOW, HO HEKOTOPbIE MPOA0/KAKOT UCNOAb30BaTbL 418 06LLEHUA TONbKO
O04HOCNOXKHble 6BOPMOTaHWUA UK KOPOTKME dpasbl.

[eTv MoryT 1 He 0BNageThb Peyblo, HO 3a4acTylo NOHMMaIOT 60/bLUe, Yem CNOCOBHbI
CKa3aTb, M XOPOLUO YMEIOT 06L,aTbCA C MOMOLLLbIO }KECTOB M 3HaKoB. Cpeau aeTei, He
0B/1a4EBLUNX PeYblo, NOMYAAPHbI KOMMYHUKALLMOHHbIE YCTPOMCTBA, 0beryatowme nx
obLeHne. Y HEKOTOPbIX AeTel ecTb TPYAHOCTU C NPOU3HOLIEHUEM OTAE/IbHbIX 3BYKOB,
BK/ItoYan pebeHKa ¢ aHKkunornoccuei (KocHoasbiumnem) (Fogu 2007; Villa 2007; Vermeesch
2004; Ng 2001; Unique).

“ Ero A3bIK KECTOB M PeUb 3HAYUTE/bHO Y/TYULIMINCh, TENEPb OH PasroBapuBaeT
npeasioXKeHUAMM, XOTA OHM He Bcersa NoHATHbl HE3HAKOML,AM, TaK Kak eMy TpyAHO
nponsHocuTb 3BYKK "s" 1 "I" n3-3a KocHoAsbluma ” - dynaukayusa 6p21.3, 8 nem

Y Hero 3azep:KKa PeyeBoro pasBUTHA, NOSTOMY ero 0BYUYMAN A3bIKY KECTOB, HO Ternepb
OH B OCHOBHOM pPa3roBapmBaeT 1 UCMO/b3YeT No/Hble NPeANOXKEeHNUA C HOPMabHOM
CTPYKTYPOW, XOTA eMy BCE elLe CIOMHO NPOU3HOCUTb HEKOTOopbIE 3BYKKM » - Oynaukayus
6p24.2p25.3, 10 nem

MosepeHue

Y Unique ecTb nogpobHas nHPopmaLmsa 0 NOBeAeHUN NATU LeTel, UMEIOLLUX
OYNANKaLMIO XPOMOCOMbI 6p. B MeauLIMHCKOM IMTepaType TaKKe UMeEeTCs KpaTKoe
onucaHue asyx getei (Villa 2007; Ng 2001). 7ot nHpopmaummn HeAO0CTaTOUHO ANA TOTo,
YTOObI COCTAaBUTL MCHEPTBIBAIOLLYO KapPTUHY, HO OHA MOXET MOMOYb CEMbAM MOHATbL
noeegeHWe CBOUX AeTel. Y 06omx AeTel, ONUCaHHbIX B MeAULMHCKOM uTepaType — y
OZHOro Aynavkaumsa 6p22.2-p21.1, y gpyroro Heboblwasa AONOJHUTENbHAA XPOMOCOMA,
cofeprKallan MaTepman y4actka mexay 1okycom 6p21.1 n LeHTPOMepPO B HEKOTOPbIX
KNETOYHBIX IMHUAX — HabM0AaINCh BbICOKUIA YPOBEHb aKTUBHOCTU U TPYAHOCTH

KOHUEHTPpaunn BHUMaHUA, YTO COOTBETCTBYET ANArHO3Yy " CMHOPOM p,ed)mu,ma BHUMAHUA
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n runepakTnsHocTn' (CABT); B ogHOM
M3 3TUX C/ly4aeB MCNO/Ib30BaN0Ch
MeJMKaMeHTO3Hoe feyeHune. Y
pebénka Unique c gynankaumen
6p21.3 6bIIM TaKKe ANAarHOCTUPOBAHbI
CABI v ayTnam, Ana neyeHma KOTOpPbIX
MCNOb30Ba/IM NULLEBbIe A06aBKM C
pbIGbUM KMPOM U CTaHAAPTHbIE
MeTOoAbl KoppeKuuu noseaeHusa. Y
Apyroro pebéHka c gynankaumen 6p23
— 6p25.3, nocne T0ro, Kak OH cTan
O4YeHb CTPaHHO cebA BecTH, bbl1o
[LMarHOCTMPOBaHO CEHCOpHOoe
paccTpoincTBo, ogHako 6narogaps
3proTepanun cocTosiHe pebéHka
3HauUTENIbHO yaydwmnock (Unique).

[Ba pebéHkKa us Unique He nmetoT
HUKaKWX NoBeaeHYECKUX npobnem,
HanpoTu1B, y HUX obpasLoBoe
noseaeHue. [1BeHaauaTUAETHAA
[,EBOYKA NOTYYNIA HALMOHANBHYIO
npemuio "3a 3HTy3Masm U JIl60Bb K XKU3HK", Ha KOTOPYIO eé HOMWHMPOBana LWKosa. Bo
B3POC/IOM BO3pacTe OHa MW/1a, UMEET XOPOoLUME MaHepbl U OT/INYHbIE CoUManbHble
HaBbIKK. [lecATUNETHUI MaNbUMK C Aynankaumen 6p24.2p25.3 uMeeT OT/IYHbIe
coumanbHble HaBbIKU U 04EHb YyBCTBUTENEH K KpUTUKe. OH CUABbHO pacCcTpanBaeTcs, ecnm
eMy [,e/1aloT 3ameyaHme.

“ MbI ucnonb3yem Taiimep AnA BapKM ANLL, YTOBbI YCMIOKOUTb €ro U 06BACHWTb, KaK J0NT0
YTO-TO ByAEeT NPoAoMKaTbCA. Mbl TaKKe UCMOb3yeM CUCTEMY KETOHHbIX MOOLLLPEHWNA:
OH MONYYaEeT X/IONYLLUKY NOC/e BaHHbI, eciv 3apaboTaeT nNaTb KeToHOB. Kpome Toro, oH
NOBUT nouenym n obbaTna u rosoput "fA nobaio Teba, mama". OH — maneHbKoe uygo ”

- OynauKayua noKyca 6p21.3, 8 nem

“XoTA y Heé ecTb 0coBble MOTPEBHOCTU, OHA 3HAET, YTO €CTb Te, KOMY XY3Ke, YeM eil. Y
Heé xopollee YyBCTBO OMOPa M OHa NOAHMMAET BCEM HacTpoeHue ” - Mo3aquyHas
oynauKkayusa 6p22p25, espocnas

DOpyrue meguumHckmne npobaemol

Cynoporun
MN3BeCTHO, 4TO 6O/ILLUIMHCTBO AeTel 1 B3POC/blX, UMEIOLLMX AYNAMKaLMI0 XPOMOCOMbI 6p,
He CTpafaloT OT CyA0por. B MeANUMHCKON nuTepaType ONUCbIBatOTCA YeTbipe Cydas
(Kerrigan 2007; Villa 2007; Vermeesch 2004; Phelan 1986) u aga B Unique, B Kaxkaom
C/lyyae ycnewHo KOHTPOIMPOBaBLUMECs iekapcTBamu. OUeBMAHOM CBA3U MeKaY
pa3smepom mosra (MMKpoLedanus, CM. Bbille) MM aHOMaIbHOW CTPYKTYPOI Mo3ra u
nosABAEHWEM CyA0pPOr HeT.

13



[M03BOHOYHMK
Y Tpoux aeTen 6bi10 BbIABAEHO UCKPUBAEHWE NO3BOHOUYHMKA, HO HE HAaCTO/IbKO CU/IbHOE,
4yTObbI TPEBOBANOCH YTO-TO MOMUMO HabtoaeHMA. NPy BOKOBOM UCKPUBIEHUU
NMO3BOHOYHMKA Ha PEHTFEHOBCKOM CHMMKE NMO3BOHOYHMK HE MMeeT popmy NPAMON
NIMHUM, @ HaNOMUHAET aHrAnickyto 6ykey "C" nam "'S". B 6onbluMHCTBE CayyaeB
Hebo/blLIOEe UCKPUBIEHWE MO3BOHOYHMKA CO BPEMEHEM KOPPEKTUPYETCA CaMo, HO
NPOrpeccMpyowWwmnii CKOANO3 NPUBOAUT K TOMY, YTO HONbHOMY TPYZHO CUAETH, @ B
TAMXKENbIX CIYYaAX MOXKET BbI3BaTb Npobaembl ¢ cepaLem u NErknumu. JleueHne 3aBncuUT oT
CTENEHW U YN UCKPUBNEHMWA MO3BOHOYHMKA U MOXKET BK/IOYATh B CEOS KaK HoLeHWe
KOpCeTa, TaK U XMPYPruYecKoe BMELLATEbCTBO C LLE/IbO YKPENIEHMUA NO3BOHKOB
(Giardino 2002; Unique).
Y yeTbIpéx aetei bbinM 06HApPYKEHbI CakpasibHble AMKU (YrnybaeHus uam oTBepcTma B
KOXe B 06/1aCTV MeXbArogu4Hom cknagkum). OHu 6biBaloT HErNMYBOKMMU, B STOM CJly4ae
Bbl MOYeTe BUAETb AHO AMKU. [oKa Ball pebEHOK He MPUYYEH K TyaneTy, B CaKpaibHOW
AMKE MOXeT CKananeaTbca cTyA. Mo3aTomy BaxkHO cogeprKaTb eé B yncrtoTe. CakpanbHas
AMKA MOKET BbITb NIyBOKON M AaKe COAMHATLCA C LEHTPasIbHbIM KaHa/I0oM CMMHHOMO
MO3ra UM TONICTOM KULLKOM. EC/iM eCTb TakWe Noa03peHus, cneayeT NpoBecTu
obcnenoBaHMe NO3BOHOYHMKA ¢ nomolbio Y3U nan MPT (Morton 1980; Chiyo 1975;
Unique).

He3HauuTenbHble aHOMaAUU reHUTaNNIN
HesHauuTenbHble aHOMaIMKN PA3BUTUA TEHUTANMUIA BO3SHUKAIOT HE TaK YacTo. HenonHoe
onyLLLeHWe AMYEK - OAHOTO UM 06OUX - BCTPEYAJIOCH Y TPEX MA/IbYMKOB, Y ABYX APYruX
npw poXAEHUM HAabN[ANOCH TMAPOLEie— CKOMIEHUE KUAKOCTU B MOLLIOHKE BOKPYT
ANYKA. JleyeHne HEMOIHOTO ONYLLEHWUA ANYEK 3aBUCUT OT NpPeanoiaraemMoi NpuUmHbI 1
06bIYHO HEOBXOAMMO B TOM C/ly4ae, ec/iM ONyLeHMe He MPOU3OLLIO eCTECTBEHHbIM
nyTém BoBpemsa. ANYKM MOTyT BbITb ONyLLLEHbI C TOMOLLbIO He6ONbLLOW onepauun Nos,
06LWMM HapKO30M, KOTOPasn Ha3blBaeTCA opxuneKkcusa. M’MapoLene MOXKET PasBUTLCA,
€C/IM KaHasl, Yepes KOTOPbIW AMYKM ONYCKAOTCA B MOLLIOHKY, OCTaeTcA OTKPbITbIM.
uMAKOCTb M3 BpIOLWHOM NOIOCTU NMONAAaeT B MOLIOHKY Yepes KaHan. MeToaom fieveHus
rmgpouene y HoBOPOXKAEHHbIX OObIYHO ABAAETCA XMPYPrMYecKan onepawlus, BO BpemMs
KOTOPOM yAANAETCA KUAKOCTb U3 MONOCTU, U KaHaN MeXay BPIOLWHON NONOCTbIO U
MOLLOHKOW 3aKpblBaeTcA. Y 04HOro masibumnka 6bin GUMo3 — HEBO3MOMKHOCTb
0bOHaXKeHWA roIOBKM NOJI0BOIO YEHA BCIEACTBUE CYXKEHUA KpaliHel NnoTH, a y Apyroro
6bl/1a NaxoBas rpbiXKa, KOTOPAA BbIMAAUT KaK BbIMYKAOCTb B MECTE COEAMHEHUS HUKHEN
nepeaHen 4acTm 6PIOLIHON CTEHKK C BepXHen YacTbio 6eapa (B naxy). MpuunHa rpbiku
COCTOMT B TOM, YTO HUKHSAA YacTb OPIOLIHOM CTEHKW, KOTOPas UMEET OTBEPCTME BO BPEMS
BHYTPUYTPOOHOM }KM3HM U [OIXKHA 3apacTu Nepes PoXKAeHMeM, He 3apacTaeT. Yepes
Ma/ieHbKOe OTBEPCTUE MOXKET NMPOITU TONIbKO KUAKOCTb, @ €C/IM 0TBepcThe 60/1bworo
pa3mepa, TO B HEM MOXEeT 3aCTPATb NETNA KULWKKN UK ApYron opraH. NaxoBas rpbixka
[0NKHa 06a3aTenbHo 6bITb No4 HabtoAeHWeM Bpaya, U Balemy pebEHKY MoXKeT
noHaaobuTbCa onepauus, 4nsa Toro, YTobbl cnpasutb ee (Fogu 2007; Ragoussis 2006
(unpublished); Villa 2000; Karamanov 2001; Unique).
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Mouku
Y Tpoux geTei 6binn 06HapyKeHbl aHoManuu novek. Cpeam aetent Unique BcTpeyaetca
noYyeyHblii pedoKC, U3BECTHbIM TaKKe KaK Ny3blpHO-MOYETOYHMKOBbIN pedatoKc, Npu
KOTOPOM YaCTb MOUM,HAXOAALLENCA B MOYEBOM My3blpe, BO3BPALLAETCA B MOYETOUHUKM.
Ecnv uHOMLMPOBaHHAn Moya nonagaeT B MOYKM, OHU MOTyT BocnanuTbesA. C BO3pacTom
CTEHKA MOYEBOrO0 My3blpA YKPENAAEeTCs, U Yy MHOTUX aeTeli pedatoke npoxoaut. B
[ETCKOM }Ke BO3PpacTe NoYeyHbli pedtoKC NeYnTCs HU3KMMM A03aMU SANTENbHO
OEeNCTBYIOWMX aHTUBMOTUKOB ANA TOrO, YTO6bI NPeAoTBPaTUTL MHbEKLNUM
MOYEeBbIBOAAWMX NyTel U nHdeKuMm nodek. K uncay gpyrux npobnem oTHocUTCA
rmapoHedpos, NpU KOTOPOM NPOUCXOAMUT PacLUMPEHME NOYEK NO PasHbIM NPUYMHAM
(neyeHue 3aBMCUT OT NPUYUMHDI) U AHOMAJ/IbBHOE CTPOEHME NOYEK, YTO Y 04HOro pebeHka
NPWBE/O K NOYEYHOMN HEAOCTAaTOYHOCTU B Bo3pacTe 10 NeT M K TpaHCMIaHTaL MKW NOYKK
(Ragoussis 2006 (He onybnnkoBaHo); Engelen 2001; Unigue).

NHbeKkumnn
Y HOBOPOMAEHHBIX M MasIeHbKUX AeTel C XPOMOCOMHbIMM HapYLLUEHUAMMN UHPEKLUN
OblXaTeNbHbIX MyTel, BKAOYan ylHble MHbEKUMM U MHEKUUU NETKUX, BCTpeYatoTeA
yalle, Yem y aeteit 6e3 HapyLIEHWIA, U 3TO NMOATBEPKAAETCA B C/Iyyae ¢ AynanKaumen
XPOMOCOMbI 6p. OiHAKO HET JaHHbIX, YTO AETU C AyMNMKaLMed XpOMOCOMbI 6p CTpadaloT
MMMyHOA4eGULMTOM. MTHEBMOHMNA Y MaNEHbKMX AeTell MOMKET BO3HUKHYTb Npu
nonagaHum B HUXKHME AblXaTesbHble MYTY MOJIOKa UK PBOTHbIX Macc. MHeKUMN NETKUX,
BKJ/1I04AA MHEBMOHMIO, Yallle BCEro BO3HMKaIOT y AeTei 3umoit. UHdeKkuumn moryT 6biTb
O4YeHb OMaCHbIMM U MOFYT AaKe YrpoXKaTb KU3HU, 0AHAKO cpeamn yneHos Unique He 6bino
noao6HbIx cnydaes (Fogu 2007; Ragoussis 2006 (He onybaMKoBaHO)).

Apyrve npobnaembl
MHorga obHapy»KunBaeTcs BbICOKUI ypoBeHb 6esika B mode (Ragoussis 2006 (He
ony6aunkoeaHo); Giardino 2003; Wauters 1993). BbiCOKMIA ypoBeEHb BE/IKa MOXKET He
BbI3bIBaTb HUKAKMX CUMMNTOMOB, HO OBbIYHO PEKOMEHAYETCA AasbHellee
obcnepoBaHue. EcTb ciyyait poxaeHUa maageHua ¢ atpesmen 3a4Hero npoxoaa u
YaCTUYHOM HEMPOXOAMMOCTbIO NPAMON KMWKKM (Fogu 2007). Y apyroro HOBOPOXAEHHOIO
6bi1a HebobLIAA MYMOYHAA rPbIXKa, KOTOPasA CAyYaeTca, Koraa Hebosnblioe OTBEPCTHE B
6pIOLWHbIX MbILLILAX, Yepe3 KOTOpOoe NPOXOAUT NYNOBMHA, HE 3apacTaeT Nocae POXKAEHUA.
Bo MHOrmMx cny4anax nynoyHble rpbiXKn NPOXOAAT eCTECTBEHHbIM NyTEM K TPEM Uaun
YeTbIPEM rof,am, HO rpbIXKM BONbLINX PAa3MEPOB UK T, YTO OCTAOTCA OTKPLITBIMU NOCNE
3TOro BO3pacTa, MOryT BbITb 3aKPbITbl XMPYPrMyeckum nyTém. Y ogHOro MnageHua ¢
aynavkaumen 6p22.2-p25.2 npu poxaeHun bbina obHapy»KeHa HedyHKLUMOHMpPYOLas
VW OTCYTCTBYIOLLAA LUMTOBUAHAA Kee3a U emy bblaia HasHayeHa 3amMecTUTe IbHasn
Tepanua (Unique).

3peHue
B 6onblumHcTBe cTaTel Unique v B MeauUMHCKUX Ny6IMKaumMax He yNnoMUHAoTCA
I'Ip06ﬂeMbI CO 3pEHNEM, YTO AAET OCHOBAHWME nNonaraTtb, YTO MHOTME OETU, 8, BO3SMOXKHO,
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M 6O/IbLUMHCTBO M3 HUX, UMeNIn xopoluee 3peHue. MTo3 nnmn baedaponTos (onyweHue
BEPXHEro BEKa), MpU KOTOPOM /133 OTKPbIBAETCA HE NOIHOCTbIO, ABAAETCA Haubonee
YyacToi npobaemoit. B cnyvae ecm BEKO 3aTpyLHAET 3pEHUE, MOOKEHME MOXKET BbITb
NCNPaBIEHO XMPYPTMYECKU C MOMOLLBI CUHTETUYECKUX MATEPUAJIOB U CYXOXKUIUSA
BepxHel yactu b6egpa (Kerrigan 2007; Ragoussis 2006 (He ony6ivKkoBaHo); Dominguez
2003; Giardino 2002;Unique). OnucaHo 4eTBepo AeTein co cTpabusmom (Kocornasue), us
HWUX B ABYX C/ly4asx cTpabumsam conpoBoaancsa 6an3opykocTbio. CTpabram MOXKHO
Nle4nTb NyTem 3aKnemnBaHuMA 340P0OBOrO /1333, YNpaXKHEeHWM, HOLWEeHWA OYKOB ANA
KOppeKLMY pedpakTMBHOM OLIMOKM, @ TaKKe C MOMOLLbIO XMPYPrMYECKOM onepauumn no
BOCCTAHOBJIEHMIO MbiLL, NOAAEPKMBAIOLWMX INa3 Ha mecTe (Engelen 2001; Giardino
2002; Chiyo 1975; Unique). Y ogHoro pebéHKa bbi10 06HapyKeHO NoMyTHEHWE
porosuupl (NepesHen YacTu rnasHoro A610Ka); peb&HKy ¢ AynamKaumen XpoMoComMbl Ha
yyacTke 6p24.2 - 6p25.3 gns BOCCTaHOB/IEHMA 3peHMA BblNa NpoBeeHa onepaumsa no
nepecagke porosuupl (Villa 2000; Unique), v ewe y ogHoro pebeHKa bbia ceTyaTKa
MaJIeHbKOro pasmepa. Y pebéHka ¢ aynankaumein XpomoCcoMbl Ha ydacTKe mexay 6pl2.1
M 6p22.1 6blna NnUrMeHTHasa anctpodua cetyatkm (Fogu 2007), 1 ewe y Tpoux aeTen boina
61m30pyKocTb (Ragoussis 2006 (He onybamkoBaHo); Giardino 2002; Unique).

PeTnHONATWs HEOHOLWEHHbIX — NATONOMUA, PA3BUBAOLLANACA Y HEAOHOLIEHHbIX,
MafioBeCHbIX AeTei. MoBblweHHas akTMBHOCTb reHa VEGF (bakTop pocTa sHaoTenus
cocynoB) B IoKyce 6p12 y pebEHKa C AynanKaumel XpOMOCOMbI 6p MOMXKET YTAXKENATb 3TO
3abonesaHue.

Cnyx

Y 60/bLIMHCTBA AeTel ¢ AynavKauueit XpoOMOCOMbl 6p HOPManbHbIN cayx. OaHaKo
HEKOoTOpble AeTU C 33 eP*KKOM Pa3BUTUA MHOTAA MOTYT Ka3aTbCA MYXMMM, T.K. OHU
HeZ0CTaTOYHO BbICTPO PearpytoT Ha CAyXoBble pasgpaxutenn. OueHb manoe
KOZIMYECTBO AeTel CKNOHHO K YaCTbIM YLIHbIM MHPEKLMAM B MAaeHYECKOM M MAajLwem
Bo3pacte.VHpeKLMM MOryT NPUBECTU K CKOMIEHUIO XKUAKOCTM B 6apabaHHOM Nonoctu un
HeobXxo04MMOCTH a3paLLMm C MOMOLLbIO BPEMEHHO YCTaHABAMBaEMbIX B 6apabaHHyto
nepenoHKy MUKPOTPYOOK ansa ynydweHus cayxa (Ng 2001;Unique).

Y nBoux aeteli bbina BbifBAEHA NOCTOAHHAA HEMPOCEHCOPHAA TYrOyXoCTb, BeayLas K
MOHMXXEHWIO C/TyXa U NOBAEKLAn 38 cO60M HEOBXOAMMOCTb HOCUTL C/IYXOBOM annapart. Y
oboux aeten 6bina Aynankauma 6p22p25, y o4HOro — B MO3auyHoli popme, y Apyroro —
BO Bcex Knetkax. (Unique).

3y6bl

B 06Lem 1 Lesom, SeTU C XPOMOCOMHbBIMU HapyLIEHUAMM CTAIKMBAIOTCA C HECKONBbKO
60/1bLIMM KOIMYecTBOM Npobnem ¢ 3ybamu, 4em nx cBepCcTHUKKU. MHbopmauma no rpynne
n3 9 geTelt NoKasana, YTo y AByX AeTel AeCHbl BblM YTONAWEHHbIMK, @ Y 0AHOTo pebéHKa
3y6bl MPOPE3a/NUCh PaHbLLE BPEMEHM; Y OAHOTO pebEHKA BbII0 BbipaXKeHHoe HapyleHue
NpUKyca, Bbi3BaHHOE HecoBMnageHneM 3yboB BEPXHUX U HUKHKX Yentocten (Villa 2007;
Giardino 2002; Ng 2001; Villa 2000; Unique).
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Mouemy e TaK CAYyYMNoChb?

Lynavkauma MoXKeT Npon3onTN HECKO/IbKMMM cnocobamu. B nepsyto oyepenp
poauTenam HeobxoaMMO cAaTb FreHETUYECKUI aHann3. B 6onblUMHCTBE CyYaeB
AynanKaLmsa XPOMOCOMbI 6p CONPOBOXKAAETCA YyTPATON MaTepuana us apyrom
XPOMOCOMbI U ABAAETCA Pe3y/IbTaTOM NePECTPONKN B XPOMOCOME OLHOTO U3 poauUTenein
(Villa 2007; Dominguez 2003). O6bl4HO 3Ta NepecTpoiika ABnAeTcA cbanaHCMpPOBaHHOM
TpaHC/0KaLMeN, NPU KOTOPOI XPOMOCOMbI MEHSAIOTCA MaTepraiom mexay coboi. Tak
KaK reHeTUYEeCKM 3HaYMMbI maTepunan He Bbli yTepaH am npuobpeTeH, Takol poauTenb
06bIYHO HE MMEET KANHUYECKMX NPobaem UAK NPobaem C pa3BUTUEM, XOTA MOTYT BbiTb
npobsiembl € 3a4aTvemM 1 aeTopoxaeHnem. CbanaHCMPOBaHHAA TPAHC/IOKALWA,
BOBJ/IEKAIOLLLAA B CeHA OAHY UM HECKOJIbKO XPOMOCOM — HE PeAKOCTb: OAUH YE/I0BEK U3
500 aBnsaeTca HocuTeem TpaHC/IoOKauuu, T.e. bonee 13 MUNNMOHOB YENOBEK Ha NiaHeTe
ABNAOTCA HOCUTENAMM cbanaHCMpPOBAHHOM TpaHCA0KaumMK. [lpyroe USMeEHEHWE, KOTOPOe
WHOraa Habn[aeTcs B POAUTENBCKMX XPOMOCOMAX — 3TO MHCEPLMOHHan
TPaHC/AOKaLMA, NPM KOTOPOKN GpparMeHT 6p BCTaBAAETCA B APYIYHO XpOMOCOMY. ECTb puck,
YTO B ANLLEKNETKAX UM CNEPMATO30MAaX YEIOBEKA C TAKUMU USMEHEHUAMMU MOXKET
CoAEePKATLCA IMBO CANLLIKOM MHOFO, IM60 CANLLKOM Masio reHeTUYECKOro MaTepuana.

C6anaHcMpoBaHHaA TPAHCAOKaLUA C6anaHcMpoBaHHaA UHCEPLMOHHAA
TpaHCAOKauumA

B HEKOTOPbIX CyYanx AyNAMKALMA XPOMOCOMbI 6p MPOMCXOANT, Korga oba poauTens
WUMEIT HOPMa/IbHbIE XPOMOCOMbI. [115 0603HaYeHNA 3TOro ABAEHNA TEHETUKM
ncnonb3ytot TepmuH de novo (dn). De novo gynanKaumm XpoMoCcoMbl 6p - 3TO pesyibTaT
W3MEHEHWI, KOTOPbIE MPOU3OLLAN B MOMEHT GOPMMUPOBAHMUA POAUTENBCKUX
CNepmaTo3oMA0B UM ANLEKNETOK 60, BO3SMOXKHO, Cpasy nocae onaoaoTeopeHus. Kak
M3BECTHO, B C/IOXKHOM NpoLecce GopMMUPOBaHUA ANLLEKNIETOK M CNEPMaToO30Ma08B
XPOMOCOMbI SO/IKHbI PA3PbIBATLCA U COEAMHATLCA, HO 3TO TO/IbKO M3PEeaKa NPUBOAMT K
npobnemam.

B oueHb pesKux Cayyanx OaMHaAKOBas AYyNAMKaLMA XPOMOCOMbI 6p 0BHapyKuBaeTcsa Uy
peb&HKa, 1 y 04HOro U3 poauTeNen, y KOToporo Aynankauma Huuem cebs He npoasaana.
3TO MOMKET 03Ha4aTb, YTO AYMNIMKALMA XPOMOCOMbI 6p HE ABAAETCA NPUYMHON Npobiem,
06HapyKeHHbIX Y pebéHKa. TaKKe 3TO MOXKET 03Ha4aTb, YTO Ayn/MKauua bbiia
'aKTMBMpPOBaHa' y peb&HKa KaKUM-HUOY b HOBbIM GaKTOPOM, HaNnpumep Tem, oT
poauTens Kakoro nosa 6bina yHacnegoBaHa aynankauma (Bonaglia 2008; Delatycki
1999). C onpenenéHHOCTLH MOXKHO CKa3aTb TOJ/IbKO TO, YTO Bbl, KaK POAUTENMN, HUKAKUMMU
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CBOMMM JEeMCTBUAMM HE MOIIN BbI3BaTb Y CBOEro PebEHKa AyNAnKaLMI0 XPOMOCOMbI 6,
a TaKXKe HMKaK1Mm 06pa3om He MOT/IM 3TO NPeAoTBPaTUTL. HM aKonormyeckme uam
aneTnyeckre GakTopbl, HU GpakTopbl 06pa3a KMU3HU HEe BAUAIOT Ha 3TU XPOMOCOMHbIE
n3meHeHus. HUKTO He BUHOBAT B C/IYYMBLUEMCA.

Mo3KeT 1 3TO NPOU30NTU CHOBA?

BepoAaTHOCTb NOBTOPHOM 6epeMeHHOCTH C AyNMKaLMen XPOMOCOMbI 6p HanpsaMYyo
3aBUCUT OT CTPOEHMA XPOMOCOM poauTenen. Ecnm y matepu n oTLa HoOpmasbHble
XPOMOCOMbI, HOBas AynAnKauma KpaliHe MaNoBEPOATHA.

Ecnv xoTA 6bl y 04HOrO U3 poauTenel BCTPeYaeTca XPOMOCOMHasA NepecTpoiika,
3aTparvBaloLLan 6p, To BEPOATHOCTb MHOTOKPATHO Bo3pacTaeT. 10 KefaHuto pogutenei
WM A0/IKHA 6bITb NPeaocTaBeHa BO3MOXKHOCTb 06CyAUTb PUCK B UX CEMbE M BapUaHTbI
€ro CHUMKEHUA CO CMEeLMaNUCTOM MO FreHEeTUYECKOMY KOHCY/IbTUPOBAHMUIO.
MpenmnaaHTauMoOHHanA reHeTnyeckan amnarHoctuka (MrA) TpebyeT sKCTPakopnopanbHOro
ON040TBOPEHUA U BUONCUM SIMBPUOHOB, B 3TOM C/Ty4ae TONbKO 34,0P0Bble SMOPUOHBI
nepeHocAT B MaTKy. EC/IM e poanTenu BbIOMpPatoT eCcTeCTBEHHOE 3a4aThe, TO BO3MOXKHA
npeHaTanbHas ANArHOCTUKA, BKAOYaA BUONCUIO XOPMOHA M aMHUOLLEHTES, YTObbI
NpPOBepUTb COCTOAHME XPOMOCOM pebEHKa. Mofo6HbIe BUAbI ANATHOCTUKM UMELOT
BbICOKYIO TOYHOCTb, OAHAKO He BCE M3 HUX AOCTYMHbI MOBCEMECTHO.

MOI’VT Ny moero pe6éHKa C Ayl'll'IVIKaU,MEFI Xpomocombli 6p poAanTbCA AeTu C
nopo6HbIMm Hegyrom?

JNtoay ¢ HeboNbLIOKN AYyNMKaLMEN XPOMOCOMbI 6p MOTyT BCTYNaTb B 6113Kue
B3aMMOOTHOLLEHWA U KenaTb 3aBeCTu aeTeld. TOUHO HEM3BECTHO, MOXKET I AYNIMKaLmA
BAUATb Ha GepTUNBbHOCTb, OAHAKO CYLLEeCTBYET BEPOATHOCTb, YTO, MO KpalHen mepe, y
HEKOTOPbIX Nt0AEN COXPAaHUTCA HOPMabHasA CNOCOBHOCTb K 3a4aTuto. M3BecTHO mano
3aperncTpUpPoBaHHbIX C/Iy4aeB, KOr4a y poauTenei ¢ HesHaunTeNbHOW Aynankaumen -
0COBEHHO TaKOM, KOTOPYIO MOXKHO 0BHapyXUTb Wb nocpeacTtsom FISH
(dnroopecueHTHOM rMbpMaM3aLMmM insitu) MAKM MeToAaMN XPOMOCOMHOTO
MWKPOMATPUYHOTO aHaM3a - 6o/1e3Hb NepesaBanacb 0 A4HOMY PEBEHKY UM HECKONIbKUM
cpasy. B ogHOM U3 Takux cayyvaeB AynMKauma Xpomocombl 6p25 nepewna ot
HEe3aTPOHYTOM MaTepu K Ao4epwu, 4TO NPUBENO K HAPYLLEHMAM B Pa3BUTUM NOCAeaHeN
(Bonaglia 2008; Hengstschlager 2005).

Y HocuTenen aynamKaLmMm XpomMmocoM Npu Kaxaolh bepemeHHOCTU ecTb 50% puUcK
nepeaaTb NO Hac/ieACTBY AynanKaLmio U 50% LwaHC Ha poXKAeHWe 34,0p0BOro pebéHka.
CnocobHOCTb N0AeN C AYNAMKALMEN YXaXKMBaTb 32 PeO6EHKOM TECHO CBA3aHa CO
CTeNneHbto UX TPyAHOCTEN B 0OyYeHUM.

MpumevaHue
3T10T 6YKNET cPOKYCMPOBaH TONbKO Ha ONMCAHMM NPOCTOM AYNAMKALMM XPOMOCOMbI 6p. B
Me,ﬂ,VILI,VIHCKOVI nnTepartype onncaHo MHOro Cny4vaes, Koraa aynankauuna 6p BO3HWUKaeT
Oo4HOBpPEMEHHO C ,u,eneu,weﬁ B nae4vye ,u,pyroﬁ XPOMOCOMbI. ﬂOCKOﬂbe B TaKUX Cny4vanax
KapTUHa OTIMYaEeTCA OT CUMNTOMOB I'IpOCTOVI Aynankauum, B 3STom 6yKneTe OHUN He
3aTparusatotca. Unique Beg€T CNMCOK Cy4aeBs, ONMCAHHbIX B CNeuuaibHOM nTepaTtype, a
TaK¥Xe KapuoTmnnos ydacTHUKoB Unique. Mo 3anpocy uyneHoB coobuiectBa Unique moxeT
npeanocTtaBuUTb BCe He06xo,c|,wa|e maTtepuanbl.
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