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HMeneunun 14q11.2

Hemerust 14-o1f XpOMOCOMBI 03HAYaeT, YTO HA YIACTKE OJHON U3 XpoMocoM 14-0if mapsl
B OZIHOM WJIU ABYX MecTax npowusoiuen paspeis uenu JHK. Eciau npu neneuun u3 nenu
JHK nponagaeT y4acToK, KOTOPBIN COAEPKUT Ba)KHbIE TE€HBI, ’TO MOXKET CKA3aThCs Ha
crocoOHOCTH pebeHKa K 00y9IeHHI0, er0 pa3BUTHH U 370pOBbe. T0, HACKOIBKO
CephE3HBIMU OKXKYTCS 3TH IPOOJIEMBI, 3aBHCUT OT pa3Mepa HOTEPSIHHOTO Y4acTKa 1
MecTa, rae npousouien paspoiB nenu JHK.

TI'enn1 n XPOMOCOMBI

Teno denoBeka COCTOUT U3 MUJUTHAPJIOB KJIETOK. BONBIIMHCTBO KIIETOK copepikar B cede
HECKOJIBKO THICSY F€HOB, KOTOPBIE SIBIISIOTCS CBOETO POJa HHCTPYKIUAMH,
OTIPEIETISIIONIMMU POCT, pa3BUTHE U (QYHKIIMOHUPOBaHHE OpraHu3Ma. B kieTkax
YEJIOBEUECKOTO OPTaHU3Ma €CTh AP0, BHYTPU KOTOPOTO PACIIOJIOKEHBI XPOMOCOMBI.
XpOMOCOMBI — 3TO MUKPOCKOIIMYECKNE HUTEBUAHBIE CTPYKTYPBI, COCTOSIIINE U3
monekya JJHK, B KOTOpbIX HaX0AATCS TeHBI.

XpoMOCOMBI NPECTABISAIOT CO00i mapHbIe 00pa30BaHMs,

KOTOpBIE TPOHYMEPOBAHHI OT 1 10 22 B 3aBUCHMOCTH OT UX 13

pa3mepa (oT 6oiblIero k MeHbIIeMy). KpoMe Tak HazbIBaeMbIX 1

ayTOCOMHBIX XPOMOCOM CYILECTBYIOT IIOJOBBIE XPOMOCOMBI — X 12 o

n Y. Takum oOpazom, y yenoBeka 46 xpomocom. PebeHok cs

HACJICAYeT Mo 23 XpOMOCOMBI OT 000HX POTUTENICH, YTO BMECTE n.2z §_ %

naet 23 mapel XxpoMocoM. B To Bpems Kak y JeBouek aBe X- 111 B

xpomocoMsl (XX), y MaTbuYUKOB OlHA X-XpOMOcoMa 1 oHa Y- 111 I

xpomocoma (XY). 11.2

Kaxxmast xpomocoma cocTOUT U3 KOPOTKOro (p) (BBEpXy Ha

pHUCYHKe) U ITHHHOTO Tuieda (q) (BHHU3Y). denenus 14q 12

03HA4aeT, 4TO B JJIMHHOM IlIeYe OAHOU U3 XpoMocoM 14-o0if

napsl ObLT yTpadeH reHeTHYeckuii MaTepuan. Kak npasuio, 13

JIeielnsl 3aTparuBaeT TOJIbLKO OJHY XpoMocoMy. B kopoTkom

miede 14-oif XpoMOCOMBI HET BaYKHBIX T€HOB, I03TOMY MOTEPS

TeHEeTHYECKOr0 MaTepHaja U3 Hero OOBIYHO HH Ha 4TO HE 21

BIIMSICT. 2

XpoMOCOMBI HEBO3MOKHO PasIIIsiZIeTh HEBOOPYKEHHBIM e

IJ1a30M, HO €CJIM X OKPACHTh M YBEJIIMYUTH MOJ MHUKPOCKOTIOM, 22 2

TO MOXHO YBHETbH, UTO KaXKIAs XpOMOCOMa COCTOHT M3 =

XOPOIIIO Pa3NNINMBIX CBETJIBIX U TEMHBIX YUaCTKOB, HIIH 23 e

09H10B. B3H/1bI HYMEPYIOTCS OT TOUKH COSTUHEHHST KOPOTKOTO z

IUIeYa XpOMOCOMEI ¢ JUTMHHBIM. [Ipu nenerim 14q11.2 tepsiercst 241 =

09HA JUIMHHOTO TIJIeda oA HoMmepoM 11.2. 24.2

ITpu nenenyu MOXKeT ObITh MOTEPSIH KaK MAJICHbKUH, TaK U 248

OOJIBILION Y4aCTOK XpOMOCOMBL. Eciu oTcyTcTBHE ydacTKa

XPOMOCOMBI MOXKHO YBU/IETH 110J] MUKPOCKOIIOM, TaKOH Cirydai 31

Ha3bIBaIOT Jesenueil. Ho ecim 3TOT y4acToK HacCTOJIBKO Mall,

YTO €r0 MOXKHO OOHAPYKUTH TOJBKO IPH ITOMOIIHN TaKUX 321

TEXHOJIOTHH, Kak (iryopecienTHas rubpuauzanus in situ (FISH 33 2

-aHaJIU3) WK MaTpUYHAasi CPABHUTEJIbHAS TCHOMHAsI 359

ruopugm3anus (array CGH), To Takoii cixydaii Ha3pIBalOT

MHKpo/Iejennei. 14-s
XpoMocoma

IIpumeyanus



Tennl

HNRNPC

14q11.2 21,209,135-21,269,478

3anmeprkKa pa3BUTHsI HAOIIOAAETCS Y IETCH C NENIEUSIME, KOTOPhIC 3aTParuBalOT IT'eH
HNRNPC (Cooper 2011).

SUPTI6H

14q11.2 21,351,471-21,384,638

I'er SUPTI16H xogupyeT Tak Ha3bIBaeMBbIe (PaKTOPHI pEMOJECITUPOBAHNS XPOMATHHA
(pepmeHTHI, yaacTBYyIOLIHE B PETYIISLUH SKCIIPECCHH IPYTUX TEHOB), KOTOPHIE CBSI3aHEbI

C MOSIBJICHUEM PACCTPOMCTB ayTUCTUUECKOTO CIIEKTPa U TPYAHOCTEH B 00ydyenunu (Zahir
2007; Prontera 2014; Terrone 2014; Drabova 2015).

CHDS

14q11.2 21,385,193-21,437,297

Kak u SUPT16H (cwm. Bbime), reH CHDS xoqupyeT Tak Ha3bIBaeMble (haKTOPHI
peMoIeTMpOBaHKs XpoMaTHHA ((PEPMEHTHI, YUacTBYIOLINE B PETYIIALUH SKCIIPECCHN
JPYTUX T€HOB), KOTOPBIE CBS3aHBI C MOSBICHHEM PAaCcCTPOUCTB ayTHCTHYECKOTO CIEKTPA,
TPYIHOCTSMH B 00y4EHHH U OOJIBIION royioBoii. Bee a3Th mpu3Haku 0coOEHHO TECHO
cBs3aHbl ¢ reHoM CHDS. Kak oka3piBaeTcs, ”3MeHeHusl, uiu myTtanuu rena CHDS
MPUBOISIT K BOSHUKHOBEHUIO TAaHHBIX ocoOeHHocTel. [ToaToMy cunTaercs, 4To
YaCTHYHOE WJIH MTOJTHOE OTCYTCTBHE T'€HA B Pe3yJIbTaTe ACICIHH WM MUKPOJEICIIUH
14q11.2 MoxeT pUBECTH K BOSHUKHOBEHHUIO JaHHBIX mpooieM (Zahir 2007; O’Roak
2012; Bernier 2014; Prontera 2014; Terrone 2014; Drabova 2015).

DADI

14q11.2 22,564,906-22,589,236

CymiecTByeT NpeanoaokeHue, yTo reH DAD ], yqacTBYIOIUI B PEeryJIsIUM aronTo3a
(rbenu KIeToK), OTBEYALT 32 KOXKHYIO MEPEINOHKY MEX/y MalbllaM1 Ha pyKax U HOrax
(Terrone 2014).

MMPI14
14q11.2 122,836,532-22,847,599
HccrmenoBaTeny CYMTAIOT, YTO CHIIBHOE OKUPEHHUE Y AEBYIIKH ¢ nenernmei 14q11.2 (21

rof, Bec 107,5 xr, To ecTh OHa BecUT 0OJIbINE, YeM 95% KEHIIHH), MOXKET OBITh CBSI3aHO
¢ TeM, UTO Ipu aenenuu 0b11 yrpadeH reH MMP14 (Terrone 2014).
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I[CJ'ICL[I/ISI, pacmoJIoKCHHAA pAAOM C I.leHTpOMepOﬁ — TOYKOM COCANHCHUA KOPOTKOT'O U
JUIMHHOT'O IJIEY XpOMOCOMBI, HaA3bIBACTCA HpORCHMaJ]b]—[Oﬁ.

B 03HIC HAXOAUTCS HECKOJIBPKO MIJUTHOHOB map ocHoBaHmii Monekyisl JJHK. TTapsr
OCHOBAHHUH — 3TO XUMHYECKHE COCMHEHNS, KOTOPbIe HAIOMUHAIOT CTYIICHBKH B
ctpykrype IHK, moxoxeii Ha BUHTOBYIO JIECTHUILY. B kKax 0l XxpoMocome coaepkarcs
MIUIHOHBI TTap OCHOBaHUH. C IOMOIIbI0 MAaTPUYHOM CPaBHUTENFHON T€HOMHON
rubpuamzamnuu (array CGH) MoxHO onpeienuTs HeOCTAIONIHE apbl OCHOBAHUHN U
TEHBI.

Bpau-reneTnk MoxeT OoJiee moIpoOHO paccka3aTh BaM O TOM, KaKOH TeHETHUSCKUI
MaTepual ObLT ITOTEePSH MPH JeNeIHH. Pe3yabTaThl TEHETHYSCKOTO 00CIIeTOBAHHS
coJiepKat MHPOPMAITHIO O TIOBPEKACHHBIX YIaCTKaX XPOMOCOMBI.

Henernms 14q11.2 MoxxeT HaXOAUTHCS KaK B Ipeaenax 05Haa 11.2, Tak u 3aTparuBaTh
coceHre O2H/IBI.

M CTOYHHUKH U CCHLIIKH

Yacts nH()OPMAIMK B 3TOM OPOIIIOPE B3sITa M3 MEIUIIMHCKUX UCCIIeI0BaHUN. B
OpolIope AalTCs CCUIKHU € YKa3aHHeM (paMHIiy aBTopa U JaTou MyOIHKaIiH, YTOObI
IIPY JKEJIAHUHW BBl MOTJIM HAWTH CTaThU WU X aHHOTAIMK Ha caiite PubMed
(www.ncbi.nlm.nih.gov/pubmed). YriomuHarommecs uccienoanus: Bisgaard 2006;
Zahir 2007; Papa 2008; Mencarelli 2009; Cooper 2011; Torqyekes 2011; Allou 2012;
Ellaway 2012; O’Roak 2012; Santen 2012; Perche 2013; Bernier, 2014; Prontera 2014;
Terrone 2014; Drabova 2015. Kpome TOT0, BbI MOKETE 03HAKOMHUTHCSI C aHHOTAIMSIMHA U
KJIFOYEBBIMH CTaThsiMU Ha caiite Unique. /[aHHas OpoIIropa TakyKe BKIIFOYAET CBEICHHUS
n3 Hamux 0a3 gaHubix. B 2016 roy, Korjaa Mbl OOHOBIISUTH HH(OOPMAIIMIO B JAHHOW
opomurope, B ponae Unique 66110 3apeructpupoBano 179 venosek ¢ nenenueit 14q.
Cpenu Hux y 12 6puta genemwms 14ql1.2.


http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg38&position=chr14:21209135-21269478&dgv=pack&knownGene=pack&omimGene=pack
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg38&position=chr14:21351471-21384638&dgv=pack&knownGene=pack&omimGene=pack
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg38&position=chr14:21385193-21437297&dgv=pack&knownGene=pack&omimGene=pack
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg38&position=chr14:22564906-22589236&dgv=pack&knownGene=pack&omimGene=pack
http://genome.ucsc.edu/cgi-bin/hgTracks?db=hg38&position=chr14:22836532-22847599&dgv=pack&knownGene=pack&omimGene=pack

Pe3yabTarsl TECTA
Ckopee BCero, pe3yibTaThl TEHETHISCKOTO 00CIIeTOBaHMs Balllero pebeHka OyayT
3aIIMCAHBI CIIEAYIOIUM 00pa3oM:

del 14q11.2

DTOT pe3ynbTar II0Ka3bIBaeT, YTO yTpadeHHbIH (del = nenernust) MaTepua HaxXoauiICs B
0oHz1e 11.2 anuHHOTO (q) TUIeYa XpoMocoMbl 14 (cM. puc. Ha cTp. 2).

46,XY.ish del(14)(q11.2q13)de novo

JlaHHBI pe3ynbTaT MOKa3bIBAET, YTO y 0OCIIEAYEeMOTO HOPMAaIBHOE KOJIUIECTBO
xpomocoM (46). Cpenrt HEX €CTh ITOJIOBBIE XPOMOCOMEI X U Y, a 3HAYHT, 3TO MAIBYHK
i MyxdanHa. ObcnenoBanre MpoBoAmwIock ¢ momoinkio FISH-ananu3a (.ish). B
pe3ynbTarte ucclieoBaHus Oblta 0OHapykeHa noteps yuactka renu JJTHK u3
xpomocomer 14 (del(14)). Ha xpomocome 14 npou3soinen pa3psiB B AByX MecTax: B 11.2
u q13, noreps ITHK mpousomnuia Mmexxay HUMU.

TepmuH de novo o3Ha4yaeT, 4To NpU 00CIIEIOBAHIH POJUTEIBECKUX XPOMOCOM HE OBLIO
BEISBIICHO KaKAX-TTHOO CTPYKTYPHBIX H3MEHEHUH, CIIeJOBATEIIFHO, IEJICINs BOSHUKIIA
HE3aBUCHIMO, TO €CTh He OBbIIa YHACJIEeIOBaHA HA OT OJHOTO U3 poxuteiei. Horma de
NOVo CoKpamaroT 10 dn.

arr[hg18] 14q11.2(19229020-19462732)x1 pat

Arr Amnanu3 6bUT IPOBEICH METOJJOM MaTPUUYHOH (arr) CpaBHUTEIBHOMN
TeHOMHOI rubpuan3anuu (cgh)
[hg18] 18-ast coopka renoma 4enoBeka. COOpka reHoMa — 3TO

nocienoBarenbHOCTh pedepencHoi JJHK, B koTopoii yka3bIiBaroTCs
HOMepa nap ocHoBaHui. I1o Mepe u3ydeHusi reHoMa 4elloBeKa
CO3/1al0TCS HOBBIE BEPCUH COOPKH T€HOMA, TIPH TOM HyMepaIus
map OCHOBAaHUH MOXKET MEHAThC. Camasi mocieaHsis coopka
TeHOMa Ha CeTOIHAIIHHUN 1eHb — hg38

14q11.2 Henenus nponsonuia B xpomocome 14, B 69u1e q11.2

(19229020-19462732)[Tapst ocHoBauuii oT 19229020 1o 19462732 otcytcTBYI0T. ECnu
BBIUECTh U3 BTOPOTO YHCIIA IiepBoe, moxyautcs 233712 (0.234M6
i 234K0uT). 3T0O 1 €CTh YHCI0 OTCYTCTBYIOIIHX ITap OCHOBAHHM.

X1 03HAYaeT, YTO MPUCYTCTBYET TOJIBKO OJIHA KOTIMS 3THX Map
OCHOBaHMH, HE JBE — 10 OTHOW Ha KaXkao# 14-0if xpoMocome, Kak
9TO OXKHJIAETCSA B HOpMeE

Pat 03HaYaeT, uTo JeNelys Oblila yHaclie0BaHa OT OTla, mat — oT
MaTepu

CpaBHEHHE pe3yIbTaTOB ITEHETHIECKOTO 00CTIeI0BaHMS BaIIero peOeHKa ¢
pe3ynbTaTaMu JAPYTruX JeTeH, KOTOphle MOXHO HANTH KaK B MEAUIIMHCKOH JINTEpaType,
Tak u B 6a3ax maHHbIX Unique, moMoraet B 00IuX 4epTax MOHATh, Kak peOeHOK OyaeT
pa3BuBaThcs B JajibHeieM. TeM He MeHee, HECMOTPS Ha CXOXKUH XapakTep JeJeluH,
JIETH MOT'YT Pa3BUBAThHCSl COBEPLIEHHO MO-pa3HoMYy. IMEHHO IO3TOMY OYEHb BaXKHO
MMOHUMATh, YTO Balll peOCHOK YHUKAJICH, M HE IOJIATaThCS Ha TIOX0KHUE Pe3yJIbTaThl
TECTOB JIPYruX JeTeil. B KoHIle KOHIIOB, KaX /bl U3 HAC YHUKAJIEH [10-CBOEMY.

ITouemy 310 NpousoNLIO?
AHanu3 KpoBU 000HMX poanTeNel TO3BOISIET BEISIBUTH MPUIMHBI esermn 14q11.2.

Ecnu ananus TOKaXXET, YTO B POAUTCIBCKUX XPOMOCOMAX HET CTPYKTYPHBIX H3M€HCHHﬁ,
3HA4YMT, ACJICLMA NPOU30LLIa BICPBLIC U HE ABJIACTCA yHaCJ’[CI[OBaHHOﬁ. B reneruke sto
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YeThIpEXJICTHEH TEBOYKHM C MOBTOPSIONIMMUCS IBIKCHUSAMH H dXO0JNanneil (OBTOpEHMe
pedn), KoTopas npouuta oociegoBanue no mkage ADOS 1 Moy, a 3aTeM 1o ImKajie
CARS. HIkaner ADOS u CARS ucnonb3yrTcs A1 OIICHKH HABBIKOB OOIICHUS U
B3aumoieiicteus. O0a oOce0BaHus MOATBEPIUIN HAJIMYKE Y IEBOYKH PACCTPOICTB
ayTHCTUYECKOTO CIeKTpa. B nanbHeiimeM auarHo3 ObLT MOATBEPIKACH B X0/1€
KOHTPOJIBHOI'O HcceoBaHus B Bo3pacte 8 seT (Prontera 2014). V HeckonmbKux moeil,
B TOM HYHCIIE M Y IEBYIIKH B Bo3pacte 21 rona, ¢ pa3iIMyHBIME [0 pa3Mepy AeICHHIMU
14q11.2 B xome obcnenoBanmst ooHapy)xumchk npusHaku PAC (Zahir 2007; Terrone
2014).

Huxomy u3 nereit ¢ nemernueit 14q11.2, 3apeructpupoBanasix B Unique, He ObLT
oHUIHANTBEHO MTOCTABJICH AUATHO3 «ayTU3M», XOTSI TPH CEMBH COOOIIIIIH, YTO Y UX JeTeH
€CTh HEKOTOPBIEC XapaKTepHBIE OCOOCHHOCTH, TAKHE KaK TPYTHOCTH B OOIICHUH,
MOBTOPSIOLINECS PUTYANbl U CEHCOPHAs THIIEPUyBCTBUTEIIBHOCTb.

I'eust SUPT16H u CHDS, a ocobernno CHDS, pacnionoxennsie B 09H1¢ 14q11.2,
OTHOCSITCS K KJIacCy TeHOB, Biusitomux Ha nosisiaeHue PAC (cMm. Iensl, ctp.17 - 18).

I
MBpI 04YeHB paayeMCcsl ero MaJCHbKHM o0enam,
HECMOTPS Ha TO, YTO OHM JAIOTCS EMY OYEHb

’
HEIPOCTO. ~ [eneyusa 14q11.2, 5,5 nem

Con

B Unique cpeau gereii ¢ nenenneit 14ql1.2, Tonpko y IByX ecTh MpOOJIEMBI, CBSI3aHHBIE
co cHOM. PoxnTenu nepBoro pedeHka OOBSICHIIOT 3TO TE€M, YTO OH ITOCTOSTHHO
HCTIBITHIBACT YYBCTBO TPEBOTH. Y Jpyroro pedenka ¢ 6omnpmoii genernwmeit 14q11.2q21
Ipo0JIEMBI CO CHOM BBI3BAaHBI alTHO — KPATKOBPEMEHHBIMH OCTAHOBKAMH JIIXaHHS BO
CHE.

[11
HeBo3MOXHO onucaTth CI0BaMH, CKOJIb
MHOI'OMY Mbl Hay4UJIUCh Y Hee. buiaronapst el 51 ¢
KaKIIBIM JTHEM CTAHOBIIOCK JTydIle.

e Y Hero KpuBas, HO OYCHb MUJIasd
YIIBIOKA, OT KOTOPOH pacTaeT Jr0oe
cepane. OH JaeT HaM MOHSITh, YTO

37I0pOBBE JIOPOIKE JIEHET.
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HaszwiBaeTcs de novo. [enenus de novo JUIMHHOTO Iieya
XPOMOCOMBI 14 0OBIYHO CBSI3aHA C M3MEHEHHSIMH, KOTOPBIC
MPOUCXOIAT NP (HOPMUPOBAHHY SHIICKICTOK WA
CIICpPMATO30H/IOB POMTEIICH, HJIH BO BpEeMs 00pa30BaHuUs U
JICTICHUsI KIICTOK AIMOPHOHA.

IHonasnsromee 60nbpmUHCTBO Aeneruit 14q11.2 npoucxonsart
de novo. Pexxe BcTpewaroTcs cirydan, KOTJa MUKPOICTICIIUS
OblIa yHaclieoBaHa OT OTIa Mk Marepu. OObIYHO
MHKPOJIENICINS HUKaK HE MPOSBIIAETCS Y POJUTEIs, THO0
TIPOSIBIISIETCS] HE3HAYUTENBHO.

Kax npaBuiio, HUKaKue BHEIIHUE (HaKTOPbl, HUA O
OepeMEeHHOCTH, HU BO BpeMs OepeMEeHHOCTH, He BIHSIOT Ha
nosiBJieHUe penenuy. Ha camoM nienie cMeHa oOpasa )Ku3HH poauTeeit, Oyap To
OKpY>Karolas cpelia MIIM pEeKUM ITUTaHUs, HE MOXKET IIPEAOTBPATUTE IOSIBIICHUE
JeTeIHH.

Mo:xeT Jin 3TO NOBTOPUTHCA?
Yy pOI[HTeHeﬁ C HOpMAJIbHBIMU XpOMOCOMaMH, BEPOATHOCTb POKIACHUSA €1IC OJHOTO
pebenka c nenenueii 14q11.2 ta xe, Kak U y JpYTHX JIOIEH.

Ecnu xpoMocomsbl poauTteneil HopMallbHbIE, TO BEPOATHOCTh aHOMaJIbHOM
pEeKOMOMHALIMK T€HOB M pOXKAeHUs pedeHka ¢ aenenuen 14q12.2 mana.

Jaxke ecnu TeCT KpOBU POJUTENEH MOKa3all, 4YTO KX XPOMOCOMBI HOPMaJIbHBIE, €CTh
HeOOMbIIIast BEPOSITHOCTh, YTO B HEKOTOPBIX CIIEPMOTA30UIAX UIIH SUIIEKIIeTKaX OyayT
reHsl ¢ aenenuei 14q. [eHeTUKN Ha3bIBAIOT 3TO MO3aULIU3MOM KJIETOK 3apO/bIILIEBOM
JWHAU. DTO 3HAYUT, YTO Ja’Ke €CIIH PEe3yIbTaThl TeCTa KPOBH POIUTEICH B HOPME,
CIIEAYIOMIHI peOCHOK MOKET POIUTHCS C ITOH JeTeIHeH.

Ecnu y ogHoro u3 poauteneit BeisiBieHa Mukpoaeneuus 14ql1.2, To BeposiTHOCTh
pokaeHus pebeHKa Kak ¢ 3TOW MUKPOIEICIIUEH, TaK ¥ C HOPMAIbHOW XpoMocoMoi 14,
cocraniseT 50 MPOIeHTOB.

Bo3Mo)xHOCTE pouTesiel yxaknBaTh 3a peOeHKOM, CKOpee BCero, OyAeT cBsizaHa ¢ UX
cOOCTBEHHOM CITIOCOOHOCTHIO K O0YUYESHHIO.

Pomutenu nommkHBI 00paTUTHCS K Bpayy-T€HETHKY, YTOOBI OOCYTUTh BEPOSTHOCTh
nepefayn Jaeneruy pedeHKy o HaclaeICTBY M 0OroBOpUTh HEOOXOAUMBIE MIPOIIETYPHI
MpeHaTaJbHON U MPEeUMIUIAHTAllMOHHON TeHeTndeckoid auarnoctuxu (I11°]1). TIT T
TpeOyeT FKCTPAKOPIIOPATEHOTO OTLIOJOTBOPSHHS OMOTICHH SMOPHOHOB; TOJIBEKO
3I0pOBBIC SMOPHOHBI IEpEMEIAIOTCA B MaTKy. Eci ke poanuTeny BEIOHparoT
€CTECTBEHHOE 3a4aThe, TO BO3MOYKHA IIPeHaTalbHasl JUarHOCTHUKA, COCTOSALIAs U3
OHOTICHY XOPUOHA ¥ aMHHOIICHTE3a JIJIS IPOBEPKH XpOMOCOM pebeHka. [1og00HbIe BUIBI
JIMATHOCTHKHU BBICOKOTOYHBI, OJTHAKO, HEKOTOPHIE BUJIbI TUATHOCTHUKH MOTYT OBITh
JIOCTYTIHBI HE BO BCEX CTpaHax.

Mo:xHO0 Ji BbUIeYHTH Aejenuio? Kak jgyuine Bcero Jie4nTh
aeJgenuio?

K coskasieHur0, Ha TaHHBII MOMEHT HE CYIIECTBYET OMPEICIICHHOIO METO/1a JICUCHHS
WJTM BOCCTAHOBIIEHUs opranu3ma ¢ nenenueit 14q11.2. Tlpu yxone 3a peOGeHKOM C
nenenpeid 14q11.2 ocHOBHOE BHIMaHHE JOJDKHO OBITH COCPEIOTOYCHO Ha Pa3BUTHU
HABBIKOB peOeHka. Jyulie Bcero npuBiiedsb AETCKOro Je(eKTonora, pu3ndeckoro
TepareBTa U 3proreparnesra. BaXHYO poib UTpaeT COIMATbHO-TICHXOIOTHICCKAas
IIOMOIL[b CEMBSIM.



CymecTByeT Jid CHHAPOM Mukpoaesaenun 14q11.2?

CoriacHO HCCIIeIOBaHUSAM, CHHIPOM MuKkponenenun 14q11.2 Bctpedaercs Bce dare
(Zahir 2007; Prontera 2014; Terrone 2014; Drabova 2015). HekoTopsie IeTH O4CHb
CWJIBHO TTOXO0XH JPYT Ha JPYyTa, IPH 3TOM Y HHUX BBISBISIOTCS KaK 00IIHe 0COOCHHOCTH
Pa3BUTHSI, TAK U CXOKUE MEIUIIMHCKUE MoKka3aTenu. B obnactu 14q11.2 naxomures
KpuTHYecKast 30Ha, r1ie coaepskatcs rensl CHDS u SUPTI16H. Tlpu yTparte 3THX T€HOB
00BIYHO HaOFOaeTCs MposiBIIeHNE cuHApoMa Mukpoaenernn 14q11.2 (cm. Ienby, cTp.
17-18).

Korma nemernust mponcxonut u 3a npeaeinamu 63u1a 14q11.2, ee mocnencTus B

OONBIIMHCTBE CIy9YaeB BRIPAXKAIOTCS sipue U OKa3bIBaroTcs Oonee TsokensiMu (Prontera
2014; Terrone 2014; Drabova 2015).

Kpowme Toro, Unique omybimkoBana 6pomrtopy mo aeienun 14q12.

OcHoBHBIE YepThl MUKpoOAeaennu 14q11.2
3ajepkka B pa3BUTHH/TPYJHOCTH B 00y4CHUH
l'umotoHus (HU3KUH MBIIICYHBINA TOHYC)
Makponedanus (HeeCTECTBEHHO OO0JIbILIAst TOJIOBA)
PacctpoiicTBa ayTHueckoro crnekrpa

XapaxkTepHble YePThI JIUIA B COUETAHUH C TOPYALLMMHU yIIaMU, MaJeHbKON
HIDKHEH 4eltocThI0 (MUKPOTHATHS) U IIHMPOKO MOCAKEHHBIMU IJ1a3aMHU
(runepTenopusm)

(Zahir 2007; Prontera 2014; Terrone 2014; Drabova 2015; 6a3a nanasix Decipher;0a3a
nannbix ISCA; Unique)

bepemenHocTh

B MenuuuHCKOi# tuTepaType OnMcaHo MHOKECTBO Cliy4aeB OepEeMEHHOCTH, KOTOpast
mpoTekana 0e3 OCI0KHEHUH U B mpenenax cpoka (Zahir 2007; Prontera 2014; Terrone
2014; Drabova 2015). BonsInHCTBO NIeTei, 3aperucTpUpOBaHHBIX B Unique, poIHiIHCh
B cpok. PoauTenu Havanmu 3ameuarts poOJIeMsl yxe Tociie pogoB. TeM He MeHee,
M3BECTEH OJIMH CITy4yai, KorJa peOeHOK, Y KOTOPOTO MpH JeJenH ObUT yTpaueH
0O0JIBIION YYaCTOK XPOMOCOMBI BILIOTH 10 13 03H1a ATHHHOTO IieYa, POAWIcsS Ha 35
Hezesne. DTo MPOU30IIIIO U3-3a TOT0, YTO IUIAIEHTa OT/IENMIACh PAaHbIIE TIOJI0KEHHOTO
CpOKa, 4TO MPHUBEJIO K HEIOCTATKy aMHUOTHYECKOH XHUIKOCTH. B Meaniuue 310
Ha3bIBACTCS OJIUTOTMIPAMHUOHOM, WK MajiioBoaueM. Ele aBa Majbima poaminch Ha 37
HeJee.

HoBopo:xkaeHubie

Bec gereit, koTopbie pOAHINCH O€3 XPOMOCOMHBIX aHOMAJIHA, KoJeOIeTcs oT 2,5 Kr 10 5
kr. CpenHuii Bec peGeHKa, KOTOPBIA poIuiics 6€3 XpOMOCOMHBIX aHOMAIIUH, COCTABIISIET
3,4 xr. CpenHuil pazmep royoBbl y Malb4uKoB — oT 31,5 cm 10 39 cM, y neBouek — oT 32
cM 110 38 cMm.

IIpu poxaeHUN AeTH OTINYAIOTCS 110 BECY, POCTY U pa3Mepy T'OJOBBL, HO Y
OOJBIIMHCTBAa HOBOPOXKACHHBIX 3TH MapaMeTPhl HAXOIATCS B ITpeaesiax HOPMBEI.
CornacHO MEIUIIMHCKUM HCCIICIOBAHISIM, BEC eTeHl, Y KOTOPHIX OblIa 0OHapykeHa
mukpozaenenus 14ql1.2, xonebaercs ot 2,65 kr xo 4,95 kr. Poct npu poxxaernn
cocTtaBiAeT oT 48 cM 110 54 cM. OKpY>KHOCTB TOJIOBHI BappUpyeTcs OT 32 cM 110 38 cm
(Zahir 2007; Prontera 2014; Terrone 2014; Drabova 2015). ITo marasmM Unique, Bec
OOJIBIIMHCTBA AeTel ¢ HeOOoNbIION Nenenunei B npeaenax 6suaa 11.2 cocrasmuser 3,42
KT, YTO IPUMEPHO PAaBHO CPEJHEMY MTOKA3aTEII0 BECA Y BCEX HOBOPOXKIECHHBIX. Y JeTel

6

niu oTpaxxeHre. OH 9acTo 3a4aeT OJUH U TOT JKe
BOMIPOC, JTaXKe KOT/Ia eMy yKe OTBeTHin. MHorma oH
JlenaeT HEMOHATHBIE IBUKEHUS, HAIIpUMep,
HAYMHAETCS KyJa-TO TSIHYThCSI MJIM CTPAHHO
CKalllMBaeT rias3a. Takoe MoBeIeHUE BIIOJIHE
XapakTepHO IS JETeH ¢ XPOMOCOMHBIMU
anomanussMu. OH Bceria O9eHb BOJHYETCS, KOT/Ia
MBI HJIEM C HUM KyJa-HUOY b, HH 32 YTO HE JISDKET
Ha CIIMHY ¥ OTKa3bIBACTCSI MEHATH MOATY3HUK. OH
HE JIIOOUT HEeTPEICKa3yeMBbIX CUTYAIUH, U TI0OITOMY
TEpIeTh HE MOKET TPYOBIX WIN HEYKIIOKUX UTP U
GOUTCSI KAaTaThCsl HA KaYyeysix. Heneyusn 14q11.2, 5,5

Jlem

(17 o
S1 ObI cka3aiia, 4TO OHA HE JIFOOUT 3a cOOOM

yXa)kKUBaTh. Y Hee MOCTOSHHO IPSA3HOE JIUI0 UIN
MsiTas ofexaa. Ham Bce BpeMs NpUXOAUTCS e 0
yeM-HHOy1b HanloMuHaTh. OHa OOUTCS caMbIX
pasHbIx Beuleil. Hecmotps Ha T0, uTO el yxe 14 3 roga

JIET, Y HEee J0 CUX TI0p €CTh CEHCOPHBIE PACCTPOICTBA: OHA JIIOOWUT €p3aTh U KPYTHUTDH B
pykax 4yTo-HUOYb. Y Hee OTHOCUTEIHHO BBICOKHH 601eB0oi mopor. HegaBHO MBI
y3HaJIH, 9TO Y Hee Ha HOTre OBIJIO CUIIbHOE HAarHOCHHE M3-3a BPOCIIET0 HOT'TS, XOTS OHa
HU pa3y He MojkajaoBanack. BOIbIIMHCTBO AeTell He CMOITIN OBl TEpIETh TaKyto 00JIb,
U KOT/Ia 51 CIIPOCHIIA I0UYKY, TOYEMY OHA HAYETO He CKa3aja HaM, oHa oTBeTuia: «He
3Ha10. MHe He 0110 6016HOY». M 3TO yke He mepBbIii pa3. OHa HUKOTa HU Ha YTO HE

JKaryercs. ” Heneyus 14q11.2, 14 nem

“ Omna npocto uyno! OHa pajgyer Hac KaxIblif
JIeHb. Y Hee OYEHb CIIOKOMHBIN XapakTep, U OHA
BBITVIAUT cYacTInBOW. OHA OYeHb HEe3aBUCHMASI.
OHa MHOTO CMEETCSI U OYCHb JFOOUT MPOBOAUTH
BpPEMsI CO CBOEH CEMbEM, UIpasi B UIPhI U KaTasICh
Ha Benocuneae. OHa TakKe O4eHb BHUMATENIbHA

¥ JIFOOHT TTIOMOTaTh. * Heneyus 14q11.2, 14 nem

AyTH3M

VY GoxpmmHCTBA JeTelt ¢ aenenueit 14q1 1.2 HaOmonaeTcs MoBeieHNe, XapakTepHoe Ui
JOZeH ¢ paccTpoiicTBoM aytuctideckoro cnekrpa (PAC). Takoe moBeneHne MOXET
OBITH OCHOBHOH uepToi cuHapoMa Mukpoaenennu 14ql1.2. V mroneit ¢ PAC 3agactyio
OYeHb CJ1a00 Pa3BUTHI CONMANBHBIEC HABBIKHU, IO3TOMY OHH HCIBITHIBAIOT TPYIHOCTH B
OOIIEHNH 1 TIOCTOSHHO COBEPIIAIOT HABA3YMBHIE M TOBTOPSIONINECS ACHCTBHS
(obceccuBHO-KOMITYJILCHBHOE paccTpoiicTBo, i OKP). B menummacknx
HCCIIEIOBAaHMSX ONMCAH ciIydail MabunKa ¢ aenenueit 14ql1.2, koTopslil ObUT OUYeHb
CTECHHUTENILHBIM, H30erall 3pUTeIbHOT0 KOHTAKTa ¢ HE3HAKOMBIMH JIFOJIbMH 1
HCTIBITHIBAJI OCTPYIO HEOOXOIMMOCTh COBEPILATH OCOObIE MOBCETHEBHBIC PUTYAJIbI
(OKP) (Drabova 2015). Kpome Toro, B HCCIeIOBaHUAX TPHUBOIUTCS CITydait
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JIpyrUe CPe/ICTBa OOIICHHUS, HAPUMED, BOKAJIbHBIC 3BYKH, JKECThI  BCIIOMOTaTeIbHbIC
cpencTBa OOIICHMS.

“ YMepeHHbIe 3aIepKKH B OOIICHUH. ” Heneyus 14q11.2, 14 nem

“B 2,5 rona on naxe He Hayan 6OPMOTATH M MPOM3HOCKI TOJTHKO HECKONBKO 3BYKOB.
Co BpeMeHEM OH CTaJl JIydllle [IOHUMATh, YTO eMy roBopsT. OH nmoHnMai 0oJblIe, YeM
MOT TI0Ka3aTh, U MOT CJI€JJOBATh HHCTPYKIHAM, CBSI3aHHBIM C €70 PaCIIOPSIKOM JHS.
Kornma emy 65110 2,5 TO/1a, OH HA4aJI HOBTOPATH HEKOTOPBIE XKECTHI N3 TPOrPaMMBI
MaxkaToH 1 Hay4HJICs [T0JaBaTh 3HAKH PyKaMH, KOTJa X04eT 4TO-TO CIIPOCHTb.

B 3,5 roza oH Hayan mOBTOPATH 32 BCEMU. Y HEro BCE HUKAK HE NOJy4Yaloch
MPOU3HECTH HEKOTOPBIE 3BYKH, M OH HauMHAaJI OOJIBIIMHCTBO CJIOB CO 3BYKOB g MJIM N.
Emy oco0eHHO TsbKelno 1aBalluch NepeHes3bIaHbie coraachble. Ho ceifuac oH yxe
MO’KET IIPOU3HECTH UMEHA BCEX YICHOB CEMbU.

K 5,5 ronam cuTyalys 3HaUMTENBHO YIIydIInIack. JloMa ¢ HaMu OH MOXKET TOBOPUTh
MOJTHBIMY IpeUToKeHUAMH. C KaKIbIM JTHEM €r0 IPOU3HOILIEHHE yITy4IlIaeTcs, HO OH
BCE €llIe N3aeT MHOT'O 3aIHES3bIUHBIX 3BYKOB. TeM He MeHee, JaKe B IPUBBIYHOM
JOManrHei 0OCTaHOBKE Ha CIIOXKHBIE BOIPOCH OH OTBEYACT «sI HE 3HaI0». B obmiecTse
WM C HE3HAKOMBIMHU JIIOJIbMHU OH ITPEANIOYNTAET MoTdath. M3-3a ero ciaabopazButoit

MHMMHUKH HaM MHOI' A TPYIHO MOHSATH, YETO OH XOYET. ? deneyus 14q11.2, 5,5 nem

“ K 3 ronam o Hauan 06BETMHATE CIIOBA B CI0OBOcodeTanus. Ceitdac oH MOCTEEHHO
HaYMHACT TOBOPUTH KOPOTKUMH TIPEUIOKCHUSAMHA WK (hpazaMu. Y HErO O9eHb TUXUH
TOJIOC, ¥ OH HE JIIOOUT CMOTPETH B IJ1a3a. ['0BOpUT OH yXKe JIydlle, HO BCE elIle,
Ka)keTcs, 00NTCsS TOBOPUTH CO B3POCIBIMHU B mIKoJIe. LIIKOIBHBIN jToT0MNe T cKas3ai, 4To
Y MOETO ChIHA HaOMI0Jat0TCs YepPThl CEJIEKTUBHOTO MyTU3Ma. EMy mo-npexkHeMmy
TPYJIHO BBITIOJIHSTD TIOIIArOBbIE 33/1aHKs, a Ha 00/lyMbIBaHHE BOIIPOCOB U IPOCHO eMy

TpebyeTcs 6oIbIIe BPEMEHH, YeM OCTANBHBIM.  Jeneyus 14q11.2, 5 iem

T3 ”
OH MoYTH He U3J]aeT HUKAKUX 3BYKOB, TOJBKO TUIAYET U CMeeTCs. — Jeneyus
14q11.2921, 4 200a

IToBeneHne U CEHCOPHBIE PACCTPOIICTBA

Kax npasuno, getu ¢ aenenueit 14ql1.2 tocratouHo Becesnble U KU3HEPAJOCTHBIE.
Hexotopsie ckpurrsat 3ybamu (Zahir 2007; Allou 2012). YV HeckombKuX AeTeit ObLTH
BBISBIICHBI TIPH3HAKN ayTH3Ma — OHM IIOCTOSIHHO 3aJIaMBIBAIOT PYKH M MOTYT YacaMu
CTOSITh Y IBEPHU, TO OTKPBIBAsI, TO 3aKpbIBas ee. Y OJJHOr0 pedeHKa, HECMOTPS Ha JIETKYIO
CTEeTIeHb 33/IEPXKKH B Pa3BUTHH, Cl1a00 Pa3BUThl KOMMYHHKaTHBHbIC HaBbIkH (Prontera
2014). OnHa neBouka Oblila OYEHb 3aMKHYTOH JI0 T0J1a, HO OJIMXKE K IIKOJIBHOMY
BO3pacTy OHa HayaJsa OOLIAThCS C JIFOJIBMH U JIa)Ke HAYUNIIaCh UTPATh B POJIEBBIE UTPbI
(Zahir 2007; Fonseca 2012) (cM. Aytusm, c.15).

YV HEKOTOPHIX JleTel ObliIa 3aMedeHa CeHCOpHas TurepyyBcTBUTENbHOCTE (Unique).

6 Emy ObiBaeT 04YCHBb TPYIHO OOMIATHCS ¢ APYTUMHE JTFOAbMU. OH OYCHb CTECHUTCIBHBIH
u npsiaercs. EMy Hy)KHO MHOTO BPEMEHH, YTOOBI OCBOUTHCS. EMy TpyIHO 00ImaThes 1
Urpath ¢ Ipyrumu J1etbMu. OH OU€Hb HEYBEPEHHBIN U HepeluTelIbHbIH. EMy Tsxkeno
UTPaTh C UTPYIIKAMU, IOTOMY YTO OH HE JIFOOUT MPUKACATHCS K Pa3HBIM MPEIMETaM.
XoTs HaM Bce eIle eCTh HaJl YeM IMopadboTaTh, ¢ HUM YK€ HAMHOTO JIerde, 4eM
paHbLIE: OH CTAJI CMEJIEE U MHOTJA CaM MPEJIaraeT CBEpCTHUKAM IIOUTPATh BMECTE. »
Meneyus 14q11.2, 5 nem

% Omn cam 110 ceGe 0YeHb CIIOKOMHBIN U OUeHb JIIOUT 00WATHCS ¢ goMarnauMu. Ol
HUKOT'Ia HC KaHpI/ISHI/IqaeT M1 HC IIJIQ4YCT. HO OH HO-HpC)KHeMy OYCHb BOHHyeTCH, Korga
ImommagacT B HOBy}O 06CTaHOBKy WA Korga qTO-HI/I6yIH) yCHBIU_H/IT nin yBI/U:[HT TCHbB
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¢ 6onpmeit neneruert 14q11.2 cpeaauii Bec pH pOXKACHUN OB BBITIIE — 3,7 KT.

Y HEKOTOPBIX HOBOPOXKIIEHHBIX He ObLITIO MpobieM co 370poBbeM. OuH peOeHOK
POAMIICS C ABIXAaTEIBHON HENOCTATOYHOCTBIO M ABYMS CTPYKTYPHBIMU 3a00JICBaHUAMHU
ceplua, KOTOpble TpeOOBaIN XHPYPrudeckoro BMenaTenbeTBa. pyroit pebeHoK Toxe
HE MOT HOPMAJIBHO JABIIIATH, U €r0 HY>KHO OBLIIO KOPMHTB Yepe3 CIEHHUANBHYIO TPYOOUKy
(Zahir 2007). Y TpeTpero Majbliia CIIy4aJlich CyIOpOTH M3-3a HU3KOTO YPOBHS caxapa B
kpoBu. (Drabova 2015).

Unique u3BeCTHBI pa3HbIe Cly4daun: y OOJBLUIMHCTBA JIeTel He ObLIo mpobiieM co
3I0pPOBBEM, M OHU Ka3aJIUCh COBEPILIEHHO 3I0POBBIMH, OJJHOMY MaJbIIy MPUIIIOCH
3aIyCcKaTh JbIXaHue, y APYroro ObUIH TPYJHOCTH C KOPMIICHUEM, a TPETUIl HaXOujIcs B
TSDKEJIOM COCTOSIHMH M3-3a TOTO, YTO y MaTepu PaHO OTOILUIN BOABI, ¥ IPHUILIOCH
MIPEXXJEBPEMEHHO BBI3BATH POJIBI.

BexkapmuinBanue

MHoOTHE CeMBH CTATKUBAIOTCS ¢ TPYAHOCTSIMA
IIpY BcKapMiMBaHUK. HekoTopsle 1eT He
TOJBKO HE MOTYT B3STh IPY/b, HO U C TPYAOM
yrpaBisttores ¢ OyTeiioukoi. Omeir Unique
MOKa3bIBAET, YTO JIUIIb OYCHb HEMHOTUM
CEMBSIM YJIaeTCsl CIPABHUTHCS C IPOOIEeMaMu
IIpU TPYTHOM BCKapMIIMBaHUH HA PAaHHUX
stanax. C BO3pacToM 3TU TPYJHOCTH MOTYT
HCUYE3HYTh, HO CEMbBSM IO-TIPEKHEMY
HeoOXoAnMa MOJIEPXKKa, IIOTOMY YTO HHOTJa
POOIIEMBI ¢ KOPMIICHHEM OCTAIOTCS. Y HEKOTOPBIX MAIBIIICH HaOIOAaeTCs HU3KHMA
TOHYC MBIIIII JINIA, YTO IPUBOIUT K IIPOOJIEeMaM ¢ COCaHHEM, a TI03XKe K Ipodiemam
nepe)keBbIBaHMA IHIH. [IporaaTeiBaHNe ebl TOXKE MOYKET 0Ka3aThCsl HEMPOCTOH
3agaqeil. [To gannbiv Unique, neteit ¢ 6onpiuumu aenerusamu 14q11.2, kotopsie
3arparuBaroT 14q13 nnn 14g21, kakoe-To BpeMs MPUXOIUTCS KOPMUTH Yepe3 HOC C
TIOMOIIBIO CIIEIHATBHON TPYOOUKH WIIM HANPSAMYIO Yepe3 KUBOT (TacTpOCTOMHUS).

Xopouiast HOBOCTb 3aKJIFOYAETCsl B TOM, YTO TPYIHOCTH IIPU KOPMIIEHUH HOCSAT
BPEMEHHBIN XapakTep. birke k MKOIbHOMY BO3PACTy U HHOTJA JaKe paHbIIE IETH
TIePEXO/IST Ha OOBIYHYIO e1y.

VY nmereii ¢ menenuei 9acto BcTpedaeTcs ractpodzodareansHblil peduroke (I'IP), mpu
KOTOPOM COZIEPKMMOE JKelly/iKa 3a0pachkiBaeTcs B nuineBo. I'OP MoxxeT coxpaHATbes
Ha MIPOTSHKEHUH AETCKOTO BO3PACTa M TI0 MEpEe B3POCIICHUS peOCHKA MOJKET IPUINHSTH
Heyno0cTBa. Pedmioke BeTpedaercs y mo6oro pebeHka ¢ aenenuei, BHe 3aBUCUMOCTH
OT ee MOJIOKEeHN U pa3Mmepa. Pedirokc moBsIIaeT puck monaiaHus AN B
JBIXaTeNbHBIE IIyTH, YTO MOXKET MIPUBECTH K TAaKO JIerouHoN HH(EKINH, KaKk
aCTIIMPaNOHHAS ITHEBMOHHUSA. PeIiokc MOXHO MPe10OTBPATHTh HECKOIBKUMHU
CIIoco0aMM: aKKypaTHO pacIiojioXXUTh peOeHKa B MOTYBEPTHKAIBHOM ITOJIOKEHUH BO
BpeMsI M TI0CJie KOPMIICHHS, YKJIQIbIBaTh peOCHKa CIIaTh B CIIEIMAIBEHOE KPECIo JUIs CHa,
a He B KPOBaTh, MOJJHUMATh TOJIOBKY JIETCKOTO CITAJILHOTO MECTa, U IPpHU HE0OXOIMMOCTH
MIPUHUMATh Ha3HAUEHHBIE JIEKApCTBA, IOMOTAIOIINE JKEIYAKY YASPKHUBATh COAECPIKUMOE.
Ecmm 370 He mOMoraeT, MOXKHO cAeaTh GyHIOIUIMKALNIO — XUPYPTUIECKYIO ONEPAIHIO
10 UCTIPABJICHUIO PaOOTHI KITaraHa MEX Ty KETyJKOM U MHIICBOAOM.

 Korma oH TOIbKO
poIuIcs, OH He Opall Tpyab
H3-3a HU3KOI'O MBIIIEYHOTO
TOHyca U c1abocTu.
ITosTOoMy 51 HE Moria

KOPMHTb €TI0 TPY/BIO.

3anop sABIseTCS XapaKTepHbIM sIBIIeHUEeM s neierun 14q12, mosToMy OH 4acTo
BCTpedaeTcs y aereit ¢ 6ompimoit nenernmet 14q11.2. bompmmHCTBY neTeit HE0OX0IUMO
©KETHEBHO MPUHAMATD CITa0UTEIBHOE.



“ Cna6sle cocatenbhble pedekchl. BckapMIMBaHHE ¢ HOMOIIBIO FACTPOCTOMHYECKO#
TpyOKH. ” Heneyusn 14q11.2q21, 13 mecsyes

“ Co BckapmBanueM 66110 GombIIE Beero TpyaHocTel. Koraa MoeMy chiny 6b110
NPUMEPHO TOJI ¥ JIBa MecsIa, OH CTall XyXe €CTh, & [IOTOM M BOBCE MPEKPATUII €CTh
00b1unyI0 exy. CrrycTsi BpeMsi OH IepecTa ecTh OOJIBIIMHCTBO MTPOIYKTOB U TEIEPh
MOYTH HUKOTJIa He poOyeT HoBble. OH He ecT (PPYKTHI, OBOIIM U OesKOBYIO ruiny. OH
MOXET €CTh TOJIBKO MATKYIO MJIN XPYCTSIIYIO MUY, KOTOPYIO JIETKO MEPEKEBBIBAT.
Hagepnoe, 3T0 HOTOMY, 9TO y HETO HU3KHI TOHYC MBIIII] JTULA X €My TPYIHO
OTKYCBHIBATh U IEPEKEBLIBATD IHUIILY. ” Heneyus 14q11.2, 5 nem

[11
V moero pe6eHKa Ha4vaJIuChb HpO6HCMLI C KOPMJICHHUEM C CaMOr'o pOXIACHUA, IOTOMY

YTO OH BCer/ia OblJI OYEHb COHHBIN U y HETO MOJUIUTEMUS (MOBBIIIEHHOE KOJTUYECTBO
KpACHBIX KPOBSIHBIX Tenelr). OH He MOHUMaJ, KaK HaJlo €CTh, U y HEro He OBbLT Pa3BUT
cocatenbHbIi pedaekc. Mbl IPOAOIIKIIN KOPMUTH TPYABIO, M XOTS 3TO BCET/IA
JIaBajoCh C TPyIoM, 3a 10 MecsLeB Mbl cripaBuiIMCch. B 2,5 roga oH npekpacHo e u He
UCIIBITBIBAJI TIPOOJIEM C IporyiaThiBaHueM Iuiy. B 3,5 roga oH e o4eHs Xopo1no,
YMeEJI MOJIb30BAThCS BUIIKOH U JIOKKOH, a Tak)Ke MUTAJICS pa3sHOOOpa3HOM €10, HO
MOCTOSIHHO HaOuBas cebde pot. Temeps MoeMy ChIHY 5,5 JICT, U Y HEro BCE CIiIe
XOPOIINH aNMeTHT, XOTA €My 0 CHUX MOp HY)KHO Hape3aTh eIy MEJIKUMHU KyCOUKaMH.

» Meneyusn 14q11.2, 5,5 nem

I'mnoronus

Upe3BbIuailHO HU3KHM MBIIIEYHBIH TOHYC, H3-32 KOTOPOTO JETSM CJIOKHO JBUTaThCs —
9TO pacHpOCTpaHEHHOE SIBJIICHHUE MIPU Aenennu 14q, B TOM 4Kcie U IpHU JeNeun
14q11.2. 'unotoHus XapakTepHa U I APYTUX XPOMOCOMHBIX OTKJIOHEHUH. Jlerkas
CTETIeHb THIIOTOHUH MOXKET IIPOWUTH Yepe3 HEKOTOPOEe BPeMs, OJHAKO BCTPEUAIOTCS U
TSDKEJbIE CiTydan. MabIy ¢ TUIIOTOHHEH JIeXaT TaK, YTO UX PYKH U HOTH Pa30THYTHI B
KOJICHSX U JIOKTSIX, a HE COTHYTHIL. JIeTH ¢ THIIOTOHHEH MOTYT C JIETKOCTBIO
BBICKOJIb3HYTh U3 PYK, KOTJla UX Aepkar. OmnucaH cirydai, Kkorna peOeHOK ¢ THIIOTOHHEH
HaYYMIICS Iep KaTh TOJIOBY TOJIBKO K 6 Mecsinam (Zahir 2007; Terrone 2014). Bee cembn
Unique, y KOTOPBIX pOAMIUCH A€TH ¢ aejienueii 14q11.2, roBopsT 0 TOM, YTO Y HX JCTCH
Ha0JI01aeTCsl HU3KUH MBIIIEYHBIN TOHYC, M UM €IlIe TIPH POKACHUH OBLI ITOCTaBJICH
JIUarHO3 «TUIOTOHHUSY.

HoBOpOXIIEHHBIM M ICTSIM TIOCTApIIE MOXKET IOMOYb PaHHSs (HU3HUYECKas TepaIHs.

“ Korza oH 6bI1 MaJICHBKHM, €My CJIOKHO OBIJIO JIEpIKaTh TOJIOBY, U TIEPBbBIE IECTh
MECSIIIEB y HETO OB HU3KHMI TOHYC MBIIII TyJloBHUINA. B 3,5 rona y Hero Bce ere ObL1
HU3KWH MBIIIEYHBIA TOHYC, HO OH OYEeHb CTAPAJICS M JOCTATOYHO YBEPEHHO X0
JIoMa M WHOT/Ia MbITalicst moberars. Celiyac MoeMy ChIHY 5,5 JIET, B 'y HETO JI0 CUX 0P
HU3KUH MBIIICYHBIA TOHYC. Y HEr0 04eHb THOKHE JIOJBDKKH, TIO3TOMY MY
MPUXOANUTCS HOCUTh OpTonenuieckue 0otuHkM Piedro co crempkamu, 4To0ObI
3a(hUKCUPOBATH JOABDKKH U IPEIOTBPATHTH KOCOJIATIOCTh. HelaBHO OH HayJHIICS

IIPBIraTh. » Meneyus 14q11.2, 5,5 nem

I'onosa

V nereii ¢ nenenueit 14q11.2 BcTpeyaroTcs aHOMaJIUU FOJIOBHI M TOJIOBHOTO MO3Ta, IpU
9TOM Cily4an ObIBAIOT COBEPLICHHO pa3HbIMHU. TOJIBKO JIETCKUI HEBPOJIOT MIIH MEUATP
MOMO>KET MOHSTh NPUYHUHY UX BOZHUKHOBEHHUSL.

B MeauImuHCKUX HCCAEI0BAHUAX YIIOMUHAETCS, YTO Ul MUKpoaenennu 14ql1.2
XapakTepHa Makpouedaius (HeeCTeCTBEHHO OOJIbIIas rojioBa). Y HEKOTOPBIX AeTel

Mausuuk ¢ geneuneit 14q11.2,
KOTOpOMY OBLIO § JIeT, moceman
00111e00pa30BaTeNbHYIO MIKOTY, HO
CILyCTSI TOJ] €r0 IIEPEBEIH B
crenuaibHyo mKkoiy. Korna emy
UCIIOTHUIIOCH 14 51eT, y Hero Obutn
HeOOoJIbIIIHEe TPYIHOCTH B 00yUEHIH, TIPH
9TOM €ro noka3sareins [Q oneHuBaercs B
50-55 6amnos (Drabova 2015). ¥
IeBymKy B Bo3pacte 21 rox 1Q
cocraBun 45 6ayioB (Terrone 2014), a 'y
OJTHOM 1eBOYKH B 8 jieT — 76 OanioB
(Prontera 2014).

Cpenu neteit Unique HEKOTOPBIM JIHOO
YK€ OKa3bIBaJIaCh MMOMOIIb B 00YUYCHHUH,
00 UM HYXHO OBLIIO IOMOYE. [leTtn
rocentany Jubo o0reodpa3oBaTebHBIE
IIKOJIBI, B KOTOPBIX OKa3bIBajach
JOTIOTHUTEIbHAS TIOMOIIh, WITH
CICIHUATBHBIC IIKOJIBI, TI¢ 0O0JIbIINe
YUHTHIBAIKCH UX TOTPESOHOCTH.

“ Ham cbii 10cTHT GONBIINX YCIIEXOB.
OH 3HaeT okono 15 OykB u ymeer

cuntath o1 0 10 9. Jeneyus 14q11.2,
5,5 nem

5 ner

[11 v
V nameit JAOYKH IIPOCTO (I)GHOMGHaHBHaH IaMsATh Ha JaThbl, MECTA U coObITus. OHa

. ’
JFOOHT XOMUTH B MIKOTY. Ef XOpoIo qaercs MaTeMaTHKa H €CTECTBCHHBIC HAYKH.
Heneyusn 14q11.2, 14 nem

Peun u o0menue

Kaxk npaBuiio, pa3BuTHE peun M SA3bIKA OTPa’KaeT YPOBEHb CIIOCOOHOCTH K 00YUIEHHIO.
Ckopee Bcero, y fereil ¢ 00IbIIMMH TPYIHOCTSAMH B 00Y4EHHH, €CTh €IlIE U 3a/IePKKH
peueBOro pa3BUTHs. Y POBEHb PEUEBOI0 PA3BUTHS MOXKET BJIUSTH Ha CIIOCOOHOCTD K
MTOHNMAaHHIO, HO OOBIYHO JIeTH MOHUMAIOT OOJIBIIE, YeM OHHM MOTYT BBIPa3UTh. MHOTHE
Jetd ¢ HeboubIoi aenenue 14q11.2 co BpeMeHeM HaYMHAIOT TOBOPUTH JIyUllle, HO
WHOT/Ia OHA OBIBAECT HEBHATHOW MIIM 3aMe JICHHOM.

Onun pebenok ¢ mukpoaenenueii 14q11.2 xopomio pazroBapusai B 4 rosa, a Ipyrou
pebeHoK, KOTOpOMYy OBLTO TOYTH 5 JIET, MOT TPOM3HECTH JIUIIb HECKOIBKO OTACTHHBIX
cioB. Ente oauH peGeHOK OCBOMII OTpaHHMYEHHBIH HA0OP JKECTOB U3 KECTOBOTO SI3bIKA,
KOTOpBIN oMoraet eMy odmarscs. [logpocTok B Bo3pacte 14 et ¢ HeOonbIon
MHKPOJIeNIEINeH yMeJ TOBOPUTh, HO €ro ObuTo TpyIHO nmoHsATh. B Unique y Tpex nerei,
KOTOpBIE MOTYT FOBOPHTH, ObLIa OOHapy>KeHa MaleHbKas aejenus B 6sune 14q11.2.
OHU HavaM WICHOPAa3AeIbHO TOBOPUTH B BO3pacTe MpUMEpHO ¢ 1,5 u 10 3 Jer.
HexoTopsble, 4ToObI UM NpoIIe ObUIO OOBACHATHCS, BHIYYHIIH )KECTOBbII s13bIK (Zahir
2007; Prontera 2014; Drabova 2015; Unique).

Y 0IHO IEBOYKH B CBSI3U C 9XOJaIHeH OB TMarHOCTUPOBAH ayTU3M (CM. AyTHU3M, CTp.
15): ona moBTOpsIa (hpaskl U CI0BaA, He MOHUMas ux 3HaueHus (Prontera 2014).

VY nereii ¢ kpynHbIME nenermaMu 14q11.2, KoTopele 3aTparuBaroT Apyrue 03HAbI, eCTh
BBICOKasl BEPOSTHOCTB TOT'O, YTO OHHM HE HaydaTcsi TOBOPUTH U OYAYT MCIIOIb30BaTh
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Pa3Burtue

YMeHue cueTh, IBUTaThCS - KPYINHasi MOTOPUKA

Hetu ¢ nenerueii 14q11.2 nHOT/Ia MOTYT HA4aTh XOIUTH, IBUTAaThCA U CHICTH HEMHOTO
MO3Ke, YeM UX CBEPCTHUKHU

VY OonmpIIMHCTBA AeTel BCTpedaeTcss HU3KUI MBIIICYHBIA TOHYC, M3-3a Yer0 UM CIIOJKHEe
JlaeTcst KOHTPOJIb HaJl CBOMM TeJIoM. bbIT onmcaH ciydail, Koraa y OJHOTo MajbyiKa B
Bo3pacte 6 MecsueB OblIa 3a/1ep)KKa Pa3BUTHSL KPYITHOW MOTOPHUKH, HO IIPH CIIEIYIOIEM
o0cIeI0BaHIK 3TO HE TIOATBEPMIOC.

BonbIIMHCTBO AeTell HaYamu XOJUTh IPUMEPHO B 2 roaa. CoriacHO HalTUM
HaOJIIOICHUSM, JIBOE IeTeH HAyUIIINCh CHACTH B Bo3pacTe 6 U 9 MecsAIeB, U Tpoe Hadain
XOJIUTh PUMEPHO B Bo3pacte 1,5 roxa.

Eme nBoe nereit (2 u 4 rona), oaWH U3 HAX ¢ KpynHO# menermeit 14q11.2g21, Bce eme
HE MOTJIM CHAETh 0€3 TOCTOPOHHEH MOMOIIY WIIH XOAWTh. MI3BecTeH ciydail JeBOUKH, y
KOTOpPO# B Bo3pacte 4,5 roa KpyIHas MOTOpPHKa ObLila pa3BUTa Ha YpPOBHE peOcHKa 2-3
ner. OfHa IeBYIIKa MOXKET XOAUTh TOJIBKO C IUPOKO PacCTaBICHHBIMH HOTaMH, 4acTO
croThIKaeTcst 1 MoxeT ynacth (Zahir 2007; Prontera 2014; Terrone 2014; Drabova
2015).

“ Emy TsKeno aepKaTh paBHOBECHE, Y HETO TIIOXO Pa3BUTa KPYIHAS M MeJIKas
MOTOpHKA, a TAK)Ke€ MOTOpHOE IIaHupoBaHue. [locneanue 3 rofa oH X0IMI Ha
(u3ngeckyro peaduiIMTaIHIo, TNIaBaHUe, aKpOOATHKY U HOTy, U CUTyallusi HECKOJIBKO
YIIy4IIMach, HO Yy HETO MO-MIPEKHEMY HE TaKas yCTOWYHUBas MOXOJKA, KaK Y €ro
CBEpPCTHHUKOB. Tenepb oH OeraeT HEMHOTO JIydIle B ObICTpee, HO BCE €IIe KaK-TO
CTpaHHO, HE TAK, KaK BCE. » Heneyus 14q11.2, 5 nem

B mo6om cityuae, panHss pusndeckas Tepanus BayKHA I Pa3BUTHA peOeHKa,
MIOCKOJIbKY TTO3BOJISIET POAMUTEISIM HOHSTh, KAKHE YIPasKHEHUs TOMOTal0T peOCHKY
pa3BHBaTh MOTOPHBIE HABBIKH.

PaboTa pyk: Meskasi MOTOPHMKA M HABBIKH KOOPIANHAIIUU

VY nereit ¢ nenenyeit ObIBalOT MPOOIEMBI HE TOJIBKO C KPYITHOW MOTOPUKOM, HO H €
pa3sBUTHEM KOOPAMHALIUK PYK H TJ1a3, HAIPUMEp, P JepKaHUU OyTHIIIOUKU HIIH UTPE C
MaJICHBKUMH UTPYIIKaMH. PeOeHOK, KOTOPBII MO3JHO HAy4IHJICs IepXKAaTh FOJIOBY,
MOXET BCE ellle TIHYTHCS 3a UrpymKaMu. Y peOeHka B 4,5 roja Oblta yMepeHHas
3a[IepKKa MEITKOW MOTOPHKH, Ha Bo3pacT 3-4 roga (Zahir 2007). letsM ¢ 3agepKKaMu
MEJIKOW MOTOPHKH XKH3HEHHO HEOOXOAMMO C PaHHEro BO3pacTa IPOUTH Kypc
9ProTepany Il CTUMYIUPOBAHUSA PaObOTHI PYK.

“ Toka 4T0 OH He yMeeT UrpaTh CaMOCTOATENHHO, U MY TIOCTOSHHO TPeOyIoTCs
MOJJIEp>KKa ¥ TIOMOIIIb, KOTJJa OH HAYWHAET UrpaTh B KaKyI0-HUOY/1b HOBYIO HTpy. OH
HE MOXKET CaMOCTOSTEIbHO YXa)KUBATh 3a COOO0M, HAIPHMEp, YMBIBATHCSA U O€BATHCS
OH Bce enie HOCUT NOATY3HUKH U HE BCET/1a MOXKET CKa3aTh, 9TO MOATY3HUK HAJ0
3amMeHuTh. OH 710 CHX TOp HE YMEET PUCOBATH KapaHAAIIOM, H €My HaJ0 OYe€Hb MHOTO
B 3TOM 1oMorats. OOBIYHO OH pHCYeT JIN00 TUHUH, MO0 Kpyru. OH HE MOKET JTaKe
nepeprcoBath apyrue Gurypsl. [loka 4To oH He onpeaennics, Kakoi pyKoi emy

TT00OHEN MOJIb30BaTHCS. » eneyusi 14q11.2, 5,5 nem
Y. q

Oo0yuyenue

K HaMm mocrymnaer He Tak MHOTO WH(OpMAILIMK O TeX TPYAHOCTIX B O0Y4YEHHH, C
KOTOPBIMH CTAIKUBAIOTCS AeTH ¢ aenenueit 14ql 1.2, Ho ckopee Bcero UM Tpedyetcst
MOMOIIb TIpH 00y4eHuH. J{eTn HyKAal0Tcs B IIOMOIIH MO-Pa3HOMY, U JIaHHbIE
CBHIETEIBCTBYIOT O TOM, YTO YEM KpYIIHEe AeJenus, TeM 0oJiee Cepbe3HbIe TPYIHOCTH
MOTYT BO3HHKHYTh Yy peOeHKa npu o0yuenuu (Santen 2012).
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OKPY>KHOCTB TOJIOBBI TOCTUTAET 97 IEHTHIIEH HITH BEIIIE (3TO O3HAYAET, UTO TOJIOBA
pebenka b0 Takas ke 0 BeJIMIHHE, 00 6ombiie, 4eM y 97% HaceleHus) 1 C
BO3paCcTOM CTaHOBHTCA eile Oobie. OHAKO 3TO MPOUCXOIUT He Beeraa. OmucaH
ciiydai, KorjJia rojoBa HOBOPOXKICHHOIO ObLIa OTHOCHUTEIHHO MaJICHBKOH, Kak y 10%
HaceneHus (Zahir 2007; Prontera 2014; Terrone 2014; Drabova 2015).

Ha nauHBIil MOMEHT HEBO3MOKHO OOBSICHUTD, TOYEMY HEKOTOPBIC IETH POKIAFOTCS C
00ubII0# rosoBoii. CpeHuil pa3Mep TOJIOBBI Y MAJIbUUKOB HAXOUTCS B MPEIEIax OT
31,5 eM 10 39 cm, a y neBouek Bapbupyetcs oT 32 cM 10 38 cM.

Y 0IHOTO POJMBLIErOCs MaJIbIIIa OKPY>KHOCTb TOJIOBBI OKa3aJach Ha MPeAeIbHON
rpaHuLe HOPMBI, HO K 14 roziaM rojioBa yMEHbLIMIACE 10 HOPMAIBEHOTO pasmepa. Y
JPYTUX MaJIBIIEH T0JI0Ba MEHBIIE CPEIHUX PA3MEPOB, XOTS y OJJHO MAIbYHKa C OYCHb
6onpmoit nenenmeit 14q11.2q21 6pu1a Gonpimas ToI0Ba, HO MaCHBKUI MO3T. Y Ipyroro
MaJtbla ¢ faenernueii B mpenenax 63a1a 14q11.2 mpakTHyecKn OTCYTCTBOBAIIO
MO30JIUCTOE TEJIO — CIUIETEHUE HEPBHBIX BOJIOKOH, COSANHSIIONINX MIPAaBOE U JIEBOE
nonymapust (Cm. CynoposkHbiii cuaapom Ha ctp. 11) (Unique).

Buemnui Bujg

V nereii ¢ nenenueit 14ql1.2 XxpoMOCOMHO€E OTKIOHEHUE
BHEIITHE TIOYTH HUKAK HE MPOsBIIsieTcA. Bpaun Moryt
BEIBUTH T TUCMOp(HUIECcKHe YePTHI, KOTOPHIE POIUTEITH
He Bceraa 3amevaroT. Kaxplii peOeHOK yHUKaJIeH,
MMO3TOMY Y HEKOTOPBIX 3a4aCTYI0 HEJIb3sI BEISIBUTH KAKHX-
100 XapaKTepPHBIX YepT.

K xapakTepHBIM uepTam JIUIa OTHOCSTCS IIHUPOKO
MOCaXXCHHBIE TJ1a3a, BEICOKUE OpPOBHU IyToM, SMUKAHTYC,
WJIN «MOHT'OJIbCKAs CKJIAJIKa» — CKIJIA/IKa KOXKH BEPXHETO
BEKa Y BHyTPEHHET0 YToJIKa IJ1a3a — IIMPOKast IIOCKast
MIepeHOCHIIa, HEOOIIBIION HOC, INTMHHAS BIIAJIUHKA MEXITY
HOCOM H BepxHel Ty0oi, min «apka Kynunonay, u
MOJIHAs HIDKHAA ry0a. MHoraa y fereit BcTpeyaroTes
3a0CTPEHHBIE WIIM HU3KO MOCaXKEHHBIE Y. Y peOeHKa ¢
6onbmoit nenenueit 14q11.2 q21.1 6su10 IMII0
TpeyroyibHOH GopMbl U BbAaIOIIKICS 10100p01oK. CyNIECTBYIOT U IpyrHe 4epThl JIUIIA,
KOTOpBIE YIIOMHHAIOT ceMbl Unique, Harpumep, 60JIbIasi HYOKHSS 9eTI0CTh 1 HEMHOTO
LIMPOKOE JINIIO, Y3KUH pa3pes Ii1a3, MOYKH yIIeH HeoObIYHO (hOpPMBI, MaJIeHbKUH POT U
MaJieHbKasl HIKH:S genmocTh (Zahir 2007; Terrone 2014; Drabova 2015; Unique).

(1] L)
On BBITJIAAWUT COBEPUICHHO 3/I0POBLIM.

Cepaue

OnuH peGEHOK POTUIICS C OTBEPCTHEM MEXKAY BEpXHUMH KaMepaMH cepAna (J1ehexT
MEXXIPEICEPAHON IIEPErOpoIKH), KOTOPOE MO3XKE 3apocio 0e3 XUPYPruiecKoro
BMernarenscTsa (Prontera 2014), u emie 0THIM OTBEPCTHEM MEXy HIDKHUMH KaMepaMu
cepana (IeeKT MEeXOKEITYI09KOBOH IEPErOPOIKH), KOTOPOE TOXKE 3apOCIIo
CaMOCTOATENBHO. Y 3TOro pedeHka Tarke 0bu1 auarnoctupoBan OAIT (OTKpHITHIH
apTepUaNbHBIA IPOTOK), B CBSA3U C YeM MOTPEOOBATIOCH XUPYPIHIECKOE BMEIIATEIIHCTBO
(Zahir 2007).

Kucrn u cronbl
Y ﬂeTeﬁ C XpOMOCOMHLIMI/I OTKJIOHCHHUSIMHU OTHOCUTCJIBHO 4aCTO BCTpe‘IaIOTCSI
HC3HAYUTCJIbHBIC aHOMAJINU KHCTeﬁ M CTOII.



JI71st MHOTHX XpOMOCOMHBIX OTKJIOHEHHUH, B TOM ducie 1uist nenemnn 14q11.2,
XapaKTepHbI KOXKHAsI CHHIAKTIIINS (CPACTAIOIIAsCS KOKa Ha IBYX WIIM HECKOJIbKUX
MaJIBIAX PYK WX HOT, OOBIYHO HA BTOPOM H TPEThEM) M KIIMHOAAKTIHS (MCKPUBJICHUC
naybleB pyk u Hor) (Zahir 2007; Terrone 2014; Unique). DT aHOMAaTHH MOYTH HE
JTIOCTABJISIIOT HEYIAO0OCTB ¥ OOBIYHO HE TPEOYIOT BpaueOHOro BMeIaTenbcTBa. CunraeTes,
410 32 POPMUPOBAHKE KOXKHOW MEPETIOHKU MEKAY MajbllaMu oTBeuaeT reH DADI (cMm.
lenbr, cTp. 17-18) (Terrone 2014).

B MeanMIMHCKUX HCCIeAO0BAHUAX OBLIN ONMCAHBI IPYTUE BUIBI aHOMAIUH, KOTOpHIC
OBUTH OOHAPYIKEHBI JINIIH Y HECKOJIBKUX YEJIOBEK. Y OJHOTO MaJburKa OBUTH HEOOBITHO
0OJIBIINE KUCTU U CTOIIBL, Y IEBOYKH CHIBHO BBICTYIIAIN NMOAYIICYKH ITAJIbIEB (MArKas
TKaHb, HOKPHIBAIOIIAsl KOHYHMKH MAbLEB), U Y KEHIIHHBI ObUTH MaJCHbKHE KUCTH U
koHnueckue nanbusl (Prontera 2014; Terrone 2014; Drabova 2015).

YV 6onpImMHCTBA ETeH C XpOMOCOMHBIMU OTKIIOHCHHSIMH, B TOM YHCIIE U C AeJenneit
14q11.2, gacto BcTpeuaetcs mwiockocronue (Zahir 2007; Drabova 2015; Unique).
[Tnockocromnue, KaKk MPaBUIIO, CBI3aHO C HU3KUM MBIIIEYHBIM TOHYCOM, HO JIsl TOTO,
4TOOBI YCTAaHOBUTH IIPUUUHY IUIOCKOCTOIINS, CIIEAYET MPOiTH obcienoBanue. [Ipu
HE0O0XOIMMOCTH PeOCHKY MOTYT Ha3HAYHTh OPTONCIMICCKHE CTEIBKU HITH
CHenHanbHyIo 00yBb. Y HeTeil Hepeako ObIBAIOT msaTouHble mmopsl (Zahir 2007;Unique)
i Bpocmue Horti Ha Horax (Unique).

Pocr u Bec

Bec, poct 1 pa3Mep TroJIoBbl Y HOBOPOXKIECHHBIX 00Jiee TT0ApOOHO OMUCaHbl Ha CTPaHHIIE
6-7 nanHOI OpouTtops! (cM. paznen HoBoposkaeHHble). B MeTUIIMHCKAX UCCIIETOBAaHHUAX
yKa3bIBaeTcs, 4To J1eTH ¢ aeneuneid 14ql1.2 poxxagaroTcst cpeaHero pocta Wil 4yTh
BBIIIIC.

Tem He MeHee, COTIIacHO HAIUM HaOJIOAESHUSIM, OJHH JIETH BBIPACTAIOT HIKE CBOMX
CBEPCTHHUKOB, B TO BpeMsI KaK y APYTUX AeTed HOpMaJbHBIN JJIsI NX BO3pacTa pocT.

B MenuumHCKHX HUCCIe0BaHMAX OMUCHIBAETCS CIydail IeBYIIKH, KoTopas B 21 rox
Becuna 107,5 kr, (To ecTh OoJIbIIIe, YeM
95% >xeHCKOT0 HAaCeJICHUS TUIAaHETHI),
MIPUTOM CYIIECTBOBAJIM ONACEHUSI, YTO B
JIANTbHEHIIIEM OHA MOJKET 3HAYUTEIbHO
npubaBuTh B Bece. Tem He MeHee,
ceenernst Unique, KOTOpBIE KacaroTcst
OKHPEHUS], HOCSIT BECbMa HEOJHO3HAYHBIN
xapakrep. Cm. I'enby, cTp. 17-18.
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Hecmotpst Ha TO, 4TO Ham
CBIH MaJIO €CT, OH y Hac
kpernsimr. OH KpyITHEee

CBOMX CBEPCTHUKOB. ”
Jeneyusn 14q11.2, 5 nem

CynoposkHbIii CHHAPOM

B MenuuuHCKO# nuTepaType NOYTH HE BCTPEUAETCS] YIIOMUHAHUN O CYAOPOKHOM
CHHPOME Yy HOBOPOXJICHHBIX, KOTOPBIA 00YCIIOBJICH HU3KUM YPOBHEM caxapa B KPOBH
(Drabova 2015). Tem He MeHee, 110 HAIIIMM HAOTIOICHUSIM, CYJOPOKHBIA CHHIPOM
BcTpeuaercs y S5 u3 11 gereii ¢ nenenueii 14q11.2, ocobeHHO y TeX AeTei, y KOTOPBIX
nenenus 3arparuBaet 14q13 wmm 14g21. CynopokHBIH CHHIPOM ObIBa€T JBYX THIIOB:
MaJTbIi SIIIENTHYECKUN TIPUTIaI0K U HHPAHTIIBHBIE CTIa3Mbl. VH(paHTWIBHBIE CLIa3MBI
MIPEICTABILIOT COOOM MENIKYIO APOXKb B 00IACTH IIeH, TYJIOBHUINA M HOT, KOTOpAasl [UTATCS
HECKOJIBKO CEeKYHJ. DTOT THII CITa3MOB OBIBACT y JIETEH B BO3pACTE A0 6 MECSIIEB.
CynoposxHBIe TIPUITAIKH MOKHO KOHTPOJIHPOBATH C IIOMOIIBIO TPOTHBOAHAICTITHIECKIX
MIpenaparos.

CyI0poXXHBII CHHIPOM OOBIYHO BCTpEYAETCs Y IeTeH C AeJIeUUsIMU, KOTOpbIE
3arparuBaroT 14q12 (Bisgaard 2006; Papa 2008; Mencarelli 2009; Torqyekes 2011;
Allou 2012; Ellaway 2012; Perche 2013), mosTomy y JeTeil ¢ KpyIHBIMH JEICHHIMU
14q11.2, Brmrouaronumu 0317 14q12, gaiie Bcero ObIBatOT CYAOPOKHBIC PUTIAIKH.
Kpome Toro, Cy0posKHbIe TPUMATKH TECHO CBSI3aHbI C TAKON aHOMAIHEH TOJI0BHOTO
MO3ra, KaKk OTCYTCTBHE MO30JIHCTOr0 Tella — IPYIIIbl HEPBHBIX BOJIOKOH, COCTHHSIOIINX
JIEBOE U MPABOE TIOyIIIAPHS MO3Ta.

3penue

VY nereit ¢ nenennmeit 14q11.2 BerpevaroTes pa3invHbIe POOJIEMBI CO 3pEHHEM,
OOJIBIIMHCTBO M3 KOTOPBIX MOXHO HCIIPABUTH C TOMOIIbIO 04KOB. Hanpumep, y ogHOTO
ManpunKa B 15,5 et Obla 1anbHO30pKOCTh 1 TIONTyOITyIeHHBIE BepxHHe BekH (Drabova
2015). Y mpyroro pebeHka B 2,5 rona Toxke OblIa O0OHapYKeHA TaTbHO30PKOCTh 1
cTpabusm, miHu Kocoriasue, (Zahir 2007). Cpean uneroB Unique y IByX aeTeii ¢
KkpymnHo# nenenueit 14q11.2q13 xocornasue. Y oHOTO U3 3TUX JeTel, KaK U y eIlie
onHoro pedenka c nenerueit 14q11.2q21, Obuta TMarHoCcTUpOBaHa 3aJIEpPIKKa B Pa3BUTHH
3penus. B manpHeiineM B Xxo/ie 00CIeI0BaHMS BBISICHUIIOCH, YTO Y OJTHOTO U3 JeTei (5
JieT) ObUIM CHIIBHO yBelnueHb! 3putenbHble HepBbl (Unique). Y aeBymiku (21 rox) auck
3pUTEIILHOTO HepBa OB OJI€/IeH ¥ HEJIOCTATOYHO Pa3BHT.

bnenHoCTh sIBNIsiETCS OHUM M3 IPU3HAKOB MOBPEXCHUS 3pUTEIFHOTO HEPBA, HECMOTPS
HA TO, YTO OH HOPMAJIBHO MIPOBOIMUII ek Tpuieckue curHaisl (Terrone 2014).

3yonI

[pumepno B 1,5 rona y manpuunka ¢ gemernuei 14q11.2 65010 yxe 17 3y6oB, uTo
CBHJIETEJILCTBOBAJIO 00 NX YCKOpeHHOM (hopmupoBannu. B 9 yieT npomiesn moBTOpHBIN
OCMOTp, B Pe3yJIbTaTe KOTOPOTO OKa3aJIOCh, YTO KOPEHHBIE 3yObl HE CMEHUITN
MOJIOYHBIE, ¥ MAJIbUHKY IMTOTPEOOBAIOCH yIaJIEHHE YacTH 3yOOB M3-3a X CKyYEHHOCTH.
VY necaTuneTHe JEBOYKH CO CXOKEH MUKpOJenenneil ObUTH HEOOBITHO OOIbIITNE
LIEHTPaJIbHBIE PE3IIBl, TO €CTh MepenHue 3yObl, U eif moTpedoBagach OPTOJOHTHYECKAS
cko0a (Prontera 2014; Drabova 2015).

Coruacno omnpocy Unique, npoBeZieHHOMY cpenu poauteneid B 2016 roay, 3 u3 4 cemeit
OTMETHIIU, YTO y UX JIeTeH eCTh AaHOMAaJINH, CBSI3aHHBIE C pa3BUTHEM 3y0oB. Cpenn
CaMBIX PacIpOCTPaHEHHBIX AaHOMaNNi OBUIM OTMEYEHbI CHIIbHAsI CKYYEeHHOCTh 3y0OB,
cirabast amaib (14 ner) 1 ManeHbKne, HO XOpoIlIo cOpMUpPOBaHHbIE 3yObI (4 rosa).

ITo3BOHOYHUK

VY neBouky B 13 51eT AMarHOCTHPOBAIM yMEPEHHOE MPOrpeccupyoliee HCKpUBIIEHUE
TTO3BOHOYHHKA (CKOJIM03) B CBSI3U C MBIIIEYHOH C1a00CThIO B Ta300€APEHHBIX CYCTaBax
1 HOrax. Y Hee ObUIM OueHb HeoObIYHbIE (ha3a onopsl U oxoka (Unique).
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