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I/IHBepTI/Ip()BaHHaH AYNJIMKAIUA U 1eJIelIUsl KOPOTKOI'0 1mJjievda

XpoMocoMBbI 8

WHBepTupoBaHHast AyIUIMKALS U JIENIENs] KOPOTKOTo TuIeda XpOMOCOMEI §, TakkKe
n3BectHas Kak inv dup del 8p, sBnsiercst penxoii reneTndeckoi naroioruei. I1o
CTaTHUCTHKE, OHA BCTpeuaeTcs y omHoro pedenka u3 10 000 — 30 000. Y mroxeit ¢
JTAaHHOM MaTOJIOTHEl HAOJI0IaeTCsl HE TOJBKO HAaJIMYHE JIOMOTHUTEIbHON KOTMU
(ynIMKaIyM) OJJHOTO y4acTKa XPOMOCOMBI 8, HO M OTCYTCTBHE KOITUH (JIeNerns)
JIPYTOro y4acTKa XpOMOCOMBI §.

Kak u mpyrast XpOMOCOMHasI TATOJOTHsI, H30BITOK M HEJOCTATOK XPOMOCOMHOI'O
MaTepHaa MOTyT ObITh IPUYUHON BPOKIAEHHBIX TTOPOKOB Pa3BUTHS, HAPYIIIEHHUSI
Pa3BUTHUS U CHUKEHUS MHTEJUIEKTa y pebeHKa, a TakKe MPUBOIUTH K PAAY APYrUX
WHIUBHIYAIbHBIX OCOOEHHOCTEH, BEIPAKEHHBIX B pa3HOM cTeneHu. B GOMbIIHHCTBE
ciydaeB inv dup del 8p He mpuBoMIA K KAKAM-THOO MATOJIOTHUSAM, YTPOKAFOIUM
*u3HH pedenka (Garcia-Santiago 2015; Akkurt 2017).

Yro Takoe XpoMOCOMBI?

OpraHu3M 4YeloBeKa COCTOUT U3 MHJLTHAPIOB KieTok. [logaBmnsromniee OOIbITMHCTBO
3THX KJIETOK coaepxat okono 20 000 reHoB ¢ uHpopMalmei, coodiaromneit
OpraHu3My, KaK pa3BUBAThCS, PACTU U (DYHKIIMOHUPOBATH.

I'ensl, B cBOIO ouepenb, 00pa3yoT CTPYKTypbl —
XPOMOCOMBI, COCTOSILIUE U3 CIIOKHOIO \ 2 ')
xumuueckoro semectsa — JIHK. Xpomocomer F A >
(4, cenoBaTeNbHO, TeHbI) OOBIYHO HACIIEAYIOTCS
HapaMy — IO OJHON KOIMU OT KaxKJI0ro
pozures.

“ap
<

[ TR

HopmanbHast K1eTKa opraHu3Ma 4eoBeKa ; . 8
COIEPXKHT 46 xpomocoM. M3 oTux 46 XpomocoM, .. .. o .. .

JIBE SBJISIOTCS IOJIOBBIMH: Y JKEHILMH J[BE v - " - ; ’
xpomocomsl X (XX), y My)KUHH — OTHA ITapsl xpomocom 1-22

xpomocoma X u ogaa xpomocoma Y (XY). Xu'Y (mMyxckoit Habop)

OcTanbHble 44 XPOMOCOMBI 06pa3yioT 22 Tapsl 1 11apa Xpomocomsr 8 00BeeHa KpacHbIM
HyMepyroTcst oT 1 10 22, oT camoii 00obIIIo# 110

CcaMoOil MaJIOH, COOTBETCTBEHHO.

IMoapoOHee 0 xpomocome 8

XpoMOCOMBI HEBO3MOXKHO YBUIETH HEBOOPYKEHHBIM ri1a3oM. OHAKO, €CITH UX
OKpaCUTh CI€ENHUAJIBHBIM COCTAaBOM U PACCMOTPETH 110 MUKPOCKOIIOM, MOXXHO
3aME€TUTB, YTO KaXKAast COCTOUT U3 CBETJIBIX U TEMHBIX ITOIIEPEUHBIX ITOJIOC. Ha
PHUCYHKE HIDKE M300paskeHa IMOCIeI0BaTeIbHOCTE TI0JIOC XPOMOCOMEI 8.

KOpOTKOE (P) TIeHo ! JUTHHHOE () TIeY0

unreWdo(pHU MUHROLIY]

CoobmectBa B Facebook

Co000111eCTBO MOIEPKKH POIUTENEH IeTel ¢ aHOMaJIUIMHU KOPOTKOT'O TIIeda
XpoMocoMmbI 8 (644)

— https://www.facebook.com/groups/8ptherapy/

AHomanu XxpoMocoMbl 8 (402)

— https://www.facebook.com/groups/717458371707183/ref=br_rs

Cunnpowm aenernyn/aymukanun 8p23.1. Penkue xpomocomubie anomannu (473)
— https://www.facebook.com/groups/939907672688019/

HccnenoBarenbekasi rpyrma mno Jefenun/ayminkanun 8p (283) — coBMeCTHO ¢
UCCIIE0BaTENbCKIUM MPOEKTOM 110 8p

(B ckobkax ykazaHO KOJIMYECTBO YUaCTHHUKOB coobuiecTBa Ha aBryct 2019 rona)

Bupneo Ha YouTube

«AHoManuu 8-oif xpoMocomMbl — YUTO Takoe XpOMOCOMHBIE OTKIOHEHHUS 7%
https://www.youtube.com/watch?v=nWhxzaiNgjE&t=1s

«/HBepTHpOBaHHAA AETelNs U TyIUTUKAIUs 8p»

(B BHJICO, CHATOM HECKOJILKUMH CEMbsIMH KO JIHIO peakux Oolie3Hel, MoKa3aHo
HECKOJIbKO JIETel C TaKo# MaToJIoruel U IpeJcTaBieHa KpaTkas HHOpMaIys O
caMoii aToJIoruH )

https://www.youtube.com/watch?v=nzZEYlqYyAO

«Yto Takoe xpomMocomMHbIe anoManuu? [IpocToe pyKOBOACTBO TS CeMei»
https://www.youtube.com/watch?v=aeAnKkqcPIs&t=20s

Be0-caiiTh1/6,10TH

https://patient.info

— uHbopMaLys 0 3a00JIeBaHIAX U MEUIMHCKUX TePMHUHAX
https://www.nhs.uk/conditions/

— TPOCTO 0 3a00JIeBaHUAX M MEJUIIMHCKUX MPOLEAYpax
https://hannahmeandinvdupdel8p.com/

— Onor, KOTOpKIN BeleT OOIECTBEHHBIN JIEsITENb - MaTh PeOCHKA C aHOMAJIHEH
KOPOTKOTI'O IJIe4a XPOMOCOMEI 8

chromosome8.org

specialbaby.org

HexoMmmepueckasi opranu3zanusi

https://www.project8p.org/

— ¢onn Project 8p sBIseTCS HEKOMMEPUYECKOM OpraHU3aINeH, CO3JaHHON B
cootBercTBHH ¢ TTyHKTOM 501(C)(3) 00 0OCBOOOXKICHNH OT HAJIOTOB, U TPEeTHA3HAUYCH
JUTSL IOMOILH JIFO/IIM ¢ aHOMAJIMSIMH KOPOTKOTO IDIeYa XPOMOCOMBI 8 M BCEM, KTO
CBSI3aH C 3THM.

Knurn

«Chromosome Kids Like Me», aBTop Annette Fournier (merckast KHUra, HarMcaHHas
MaTepbio pederka ¢ Inv Dup Del);

«Redefine Special» aBTop Melanie Gomez (ayxoBHast KHUra, HallMCaHHAsI MAaTEPbIO
B3pocioro ¢ Inv Dup Del 8p);

«Playing in the Mud» aBTrop Annette Fournier (roMmoprcTHYecKie BOCHOMUHAHHS O
JKH3HU C OCOOCHHBIM peOeHKOM, HalMCcaHHbIe MaTepbio pederka ¢ Inv Dup Del 8p)
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HUKOT/J]a HE CMOXKET XO/NUTh U TOBOPHUTH M3-3a g)
reHeTHYEeCKUX OTKIOHEHHH, HO OHa Jloka3ana obpaTHoe! » E
“ Moit coBeT — NPHUCOEMHUTLCS K TPYIINaM MOIIEPKKH &
B Facebook, 4ToOBI 1ennTCsS CBOMMH JOCTHKEHUSIMH C a2
JFOJIBMH, KOTOpPBIE TIOHUMAIOT, KaK MHOT'O 3TH =
JIOCTHKEHHMS 3HAJar . =

“ Jletwt ¢ 5TUM IMATHO30M MOTYT Pa3BHBAThCS
COBEPLIEHHO I10-Pa3HOMY, OCOOEHHO €CJIU OTKJIOHEHHE
ObLI0 0OHapyXxeHO B paHHeM Bozpacre. He cymectByer
XPYCTaJIBHOIO 11apa, B KOTOPBIA MOKHO OBLIO ObI
MIOCMOTPETH M CKa3aTh, YTO Ball PEOCHOK CMOXET JIeNIaTh B Oy IyIlIeM, HEBa)KHO B
Ommkaiiniem win otaneHHoM. CiieayliTe TONBKO TeM COBETaM, KOTOpbIE BaM
HIO/IXO/ISIT, HAIIPUMeEP, BBl MOJKETE OTJaTh peOeHKa B JCTCKUI Cal, YTOOBI OH
Ppa3BUBAJICS, KOMUPYS CBEPCTHUKOB, @ MOXKETE MPOCTO ckazarh «Ham 310 He
HOJIXO/IUT», M ATO a0COIIOTHO HOPMaJIBLHO. J[J1sl HAC OYEeHb Ba)KHO UMETh
YBEPEHHOCTh, YTO MbI HE OFPAaHMYMBAEM HAILIErO ChIHA, JiyMasl O TeX Bellax,
KOTOpPBIE OH HE MOXKET MJIM HE CMOXKET JieNaTh. BMECTO 3TOro Mbl XOTHM JaTh EMY
JI00YI0 BO3MOYKHOCTh Pa3BUBATHCSI M TOTOBBI IIPUHSTH JIFOOYIO ITOMOIIIb, CBSI3aHHYIO

C 9THM. DTO CHJIBHO BbIMATBIBACT, TIOOTOMY OUCHb BAXKHO IMTPUHHUMATD ITOMOIIL OT

< 99
npoecCHOHATIOB M Pa3IMYHBIX OPTaHU3AINH .

 Kax MO’KHO 6OJIbIIE MIPUBJIEKANTE K MOMOILIU YJICHOB CEMbH:
B IICPBLIC I'OJIbI MbI CTAPAJIMCH CIIPABJIATHECA CaMH 1 MHOI' 1d
3TO IIPUBOJWIIO K CWIIBHOMY IIEPEHANPSIKEHUIO. S Takxke
COBETYIO MMOMPOOOBATh TEXHUKY OCO3HAHHOW MeauTanuu. S
copeTyto mnpunokenue «Ha 10% cuactnusee» ot J[oHa
XappucoHa, B KOTOPOM Pa3jIMUHbIE IEATENN, IPAKTUKYIOLNE
OCO3HAHHYIO MEIUTALIUIO, YK€ MHOT'O JIeT ENATCS COBETaMU U |
OTIBITOM. fl cTana )KUTh HACTOSIINM OOJBIIIE, 9YeM HPOILUIBIM U
Ooynymum. CoBceM Kak Hamra 1o4s! Ham oueHs mosesno, 9To y
HAC POJUIICS TaKoi peOeHOoK. S Bepro, YTO HUYEro
HEBO3MOXHOro Her! *

“ BpeMeHaMH CTAaHOBUTCS TO-HACTOATIEMY TSKEI0, HO HUKOT/IA He 3a0bIBaiiTe, uTo
BalllM JIETH MOTYT KUTb TOJTHON U CYACTIINBOMN JKU3HBIO, IPOCTO JUI HUX 3TO I10-
npyromy. IlepBeie Tofbl, TOKA BBI IIBITAETECh HAYIUTHCS UX TIOHUMATB, SBJISTIOTCS
CaMbIMH TPYIHBIMH, HO CO BDEMEHEM CTaHET JIeTue, U B BallleH KHU3HU OyaeT MHOTO
PalOCTHBIX MOMEHTOB. BBl BCTpeTHTE MOTPSICAIOIINX JIFOJIEH U y3HAeTe 0 cede OueHb
MHOT0 HOBOTO. BaM npuercs nepexuTb JeHCTBUTENBHO TPYIHBIE IEPUOABI U
MIPUHATH CIOKHBIE PEIICHUS]; MHOT/Ia BBI Oy/1€Te UyBCTBOBATH, YTO HAXOANTECH HA
TIpeziesie, HO BBl CIPaBUTECh, M OJIaroiaps 3TOMY Bbl HAYUHTECh PEOA0JICBATh
TPYIHOCTH. DTO JOITHH MyTh, HO BCE XOPOIINE COOBITHS OYAYT Ka3aThCs
TPaHIMO3HBIMH, M BaC k€T MHOKECTBO MOMEHTOB HCTHHHOW PaJ0CTH OT
JOCTIKEHHH Bamero peOeHka. Y cepaHo padoTaiiTe, HE peKkpalnaiite crapaTses,
MIPUCITYILIMBAUTECH K COBETAM M IPOIyCKalTe MUMO YIIEH HEKOTOPbIE U3 HUX. BbI
— caMoe TJIaBHOE, YTO €CTh JIPYT Yy JIpyTa, a BPeMs JIETUT Tak OBICTPO.
Hacnaxnaiirech BpeMeHeM, MPOBEACHHBIM ¢ HUIMH, TOTOMY YTO, HECMOTPSI Ha BCE

1L
CJIOXKHOCTH, KOrJaa Bbl JOMa BMECTEC, OHU — Ballll A€THU, U OHU MTPCKPACHBI .
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Kaxxmas xpomocoma nmeeT Kopotkoe (p) rredo (0T (hpaHIy3cKoro cioBa ‘petit’ —
«Manblit») 1 anuHHOE (q) Tieyo. VX ydacTKu IpOHYMepOBaHbI, HAYHHAS C TOTO
MecTa, TAe BCTPEYAIOTCs KOPOTKOE U JUTMHHOE TUIeUH (1IeHTpoMepa (OTMEYEHO
HKENTHIM). YYaCTKH C MEHBIIMM HOMEPOM, TaKie Kak pl2, HaxomsITest OmKe K
IIeHTpoMepe. YJacTKH, HaxOoJiIIuecs ONKe K EHTpoMepe, Ha3bIBaloT
IPOKCHMaJIbHBIMU. YUYacTKH, UMEIoNye Oonbinii Homep (Hanpumep, p23) u
HaXOJSIIMECS IANBIIE OT ICHTPOMEPBI, ONMKE K KOHILY XpPOMOCOMBI, OTHOCSTCS K
JICTAJILHOM YAaCTH XPOMOCOMBI. TepMHUH cen UCTIONB3YIOT AJsl 0003HAUCHHUS
MECTOTOJIOKEHHSI, OUYCHb OIIM3KOr0 K IEHTpOMepe, a TepMHUH ter (0T aHIJL
‘terminal ‘) o6o3HayaeT MecTononoxeHne, oonee OIN3KOe K KOHIY KOPOTKOTO MITH
JUIMHHOTO TIIeda.
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XpoMocOMHbBIE U3MEHEHMSI

Taxue U3MeHeHUsI B CTPYKTYpe XpoMocoM, kak inv dup del 8p, npoucxonsT yaie
BCETO BO BPEMSI KJICTOUHBIX JIC/ICHI I, KOTOPBIE MTPUBOJIAT K 00pa30BaHUIO
SIMIIEKIIETOK WK CIIEPMAaTO30U10B. Bo BpeMs 3Toro mporiecca Kax10e miedo
K01 13 46 XpOMOCOM CHavaJia pacileruisieTcs: MpoAoiIbHO Ha IBE TOHKUE HUTH,
KOTOpBIE yIIEP)KUBAIOTCSI BMECTE B IIEHTPOMEpE. 3aTeM XPOMOCOMBI PACIONararTcs
B BUze 23 map, MpuyeM XpPOMOCOMBI M3 OJHOM Maphl JIEKAT PSIOM IPYT C IPYroM, 3a
HCKJIOYEHHEM IIOJIOBBIX XpOMOCOM X U Y, KOTOPBIE PUKPEIUISIFOTCS IPYT K APYry
Ha OJTHOM KOHIIe. 3ateM npoucxoaut oomen ydactkamu JIHK B mporecce,
M3BECTHOM KaK KPOCCHHTOBeEp (pexoMOnHaIys), mpu 3TOM HUTH XPOMOCOM
yIepKHUBAIOTCSl BMECTE B TOUKaX IepeceycHus! (M3BECTHBIX KakK xuasmbl). ITapbl
XPOMOCOM «y3HAIOT» JIPYT JIpyra, IOCKOIbKY OHM cX0xH. OJHAaKO B TEX MecTax
XPOMOCOMBI, TZie ecTh MoBTOpbI yuactka JJHK Ha HeOobIIOM paccTosHUM, TaKoH
Y4aCTOK MOKET 00pa30BaTh NMapy ¢ MOBTOPAIONIMMCS yIaCTKOM Ha TOH e
XpOMOCOME, a HE C aHAJIOTUYHBIM YJacTKOM Ha BTOPOH XpomocoMe. B pesynprare
9TOr'0 MOT'YT BO3HHKATh «OLIMOKW», IPUBOAAIINE K ITOTEPE, YABOCHUIO W/HIH
NIEPECTPOMKE YACTEU XPOMOCOMBI.

ITomoOHBIE XPOMOCOMHBIE NTEPECTPONKH OTHOCHTENFHO YaCTO BO3HUKAIOT B
KOPOTKOM IIJIEYe XpOMOCOMBI 8 M3-3a HAJMUHsI B 3TOM MECTE JIByX KJIACTEPOB I'€HOB
OOOHSATENBHBIX PEIENTOPOB (KOIMMH T€HOB, YIaCTBYIOIINX B BOCIPUSATHH 3aI1axa).
Bonpmas gacte JJHK xopoTkoro rieda XpoMOCOMBI 8 MIpeAcTaBiIeHa YHHKATBHON
TIOCIIEI0BATENIFHOCTBIO, HO BBIIIECYITOMSHYTHIE KJIACTEPBl T€HOB MPUBOIIT K
00pa30BaHMIO IBYX y9aCTKOB, rie nociaeaoBaTensHocTh JJHK moBTOpsiercs na
OIIM3KOM PacCTOSTHUU. DTH MOBTOPSIONINECS YJaCTKH HAXOIATCS B IIPOKCUMAIbHOM
yactu Jiokyca 8p23.1, HazpBaemoit REPP, i B 6onee mucTanpHOM 9acTH TOKyca
8p23.1, HazeBaemoit REPD (cM. muarpamMmy Ha cTp. 4). DTH y4aCTKH SBISIOTCS

HNcTouHuKH

JanHast Opolopa OCHOBaHa Ha HH(OPMAIIUH, OMyOIMKOBaHHOW B MEAUIIMHCKUX MCTOYHUKAX,
a Takoke Ha CBEJCHUSIX, TIOMYYCHHBIX OT WwieHoB Unique. VIMsi iepBOro aBTOpa U rara
MyOJIMKAIMY CTATEi B MEUIIMHCKON JINTEPaType YKa3aHbI )11 BOBMOYKHOCTH MOMCKA
AHHOTAINI WUITH OPUTUHAJTIBHBIX CTaTeH B TEKCTOBOH 0a3e JaHHBIX MEIUIIMHCKUAX K
ouonorunyeckux myonukaiuii PubMed (http://www.ncbi.nlm.nih.gov/pubmed). Bonbie
nH(pOpMaIy Bbl MOXKETE HAWTH Ha caiite Unique. B 2017-2018 rogax 6bU10 IPOBEACHO
HCCIIEIOBAHNE, B X0 KOTOPOro coOpaHsl moapobHbIe cBeaeHus 0 33 wnenax Unigue. Kpome
TOro, ObliIa KCIIOIB30BaHA BO3MOXKHASI HH(OPMAIIKS O IPYTHX y9aCTHUKAX 0a3bl JaHHBIX.
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JIOMKHUMH CaliTaMU XPOMOCOMBI, T.€. YIaCTKaMH, CKJIOHHBIMHU K 00pa30BaHUIO
paspbiBoB. [Ipn oOpazoBaHnM CrIEpMaTO30MI0B WK SIMIIEKJIETOK OIINOKa B
peIuIMKanyy ¢ OOIIbIIeH BEPOSITHOCTHIO MOXKET MMPOM30MTH NMMEHHO B 3THX JIOKYCax
REPP u REPD, uro mpuBefeT K TAKUM CI0KHBIM XPOMOCOMHBIM NEPECTPONKAM Kak
inv dup del 8p.

Jlromu ¢ inv dup del 8p UMEIOT OHY HOPMAJIBHYIO XPOMOCOMY 8 U OIHY XPOMOCOMY
8 co crmoxHOU nepectporikoit. [Ipu 3Toit epecTporike ucue3aeT HeOOIBIIOH
Y4acTOK Ha caMOM KOHIIE KOPOTKOTO TIeda XpPOMOCOMEI 8: 0OBIYHO OT JIOKYCa
REPD 10 x0oHIIa KOPOTKOr'O TUIe4a XpoMOCOMBI 8 (pter) (KpacHBIM yJacTOK Ha
JarpaMMe HIKe), a CpaBHUTENILHO 0OJIBIION yyacTok - oT okyca REPP no nmokyca
8pl1 mo HampaBeHHIO K IIEHTpOMepe (CHHHUI y4acTOK Ha Auarpamme) -
ynBauBaeTcs. Pazmep AymmuupyemMoro yqyactka MOKET BapbupoBaThest (CM. pasjien
«MoXeT JT1 BapbHpOBATHCSI pa3Mep AYIUIMIMPOBAHHOTO y4acTKa?»).

8p21.2

el
= e 8p23.1

t 8p21.2

=
™ 8p11.2

A B

OO0pa30oBaBIINICS TOMOTHUTEIBHBIA YJaCTOK PACHONATAETCs B HAIPABIICHNH,
MIPOTUBOIOIOKHOM BCEM OCTAIBHBIM YJacTKaM XpPOMOCOMBI, TIO3TOMY OH
Ha3bIBACTCS] MHBEPTUPOBAHHBIM (COKp. «invy», oT aHriI. ‘inverted‘). Ha m3o0paxennn
BUJIHO, YTO Ha XpoMocoMme, nuMeromer inv dup del[8], monock! BepxHeit 4acTu cuHen
CEKIIMU SBJIIFOTCS 36PKAJIBHBIM OTPa)KEHUEM TI0JI0C, PACTIONIOKEHHBIX HIDKE XKEITOH
CEeKIMH . Y IBOCHHBIE CETMEHTHI pa3/ieNieHbl ydacTkoM 8p23.1, KoTopsIil He
TIOAABEPTaeTCsl HUKAKMM M3MEHEHUSIM (OTMEUEH JKEJITHIM IIBETOM).

Mo:xeT 11 BapbHPOBATHCsl pa3Mep AYIUIMIMPOBAHHOIO yYyacTKa?

Ja, moxer. Pasmep qymimuupoBaHHOTO (OTMEYEHHOTO CHHUM) CETMEHTa He

OJMHAKOB y Bcex Jiozeit ¢ inv dup del 8p. B 3aBucumoctu ot Toro, rae paspeiBaercs
4
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OTJIMYHBI UCTOYHUK MHPOPMAIMU U TOAICPKKU. Tak y
Hac MOSBUIIOCH MHOTO 3aMeuaTeNbHbIX Apy3el. Tak uTo,
OIPEJICJIEHHO, CTOUT MPUCOEUHUTHCS K
OJIaroTBOPUTEIHHBIM OPTraHU3aIUsIM U BCTYIHTH B

MECTHBIC I'PYIIIIbI MOAACPIKKHN pOI[HTeHeﬁ ”.

“ He cyeturecs, He 3a0bIBaiiTe 0 camux cebe,
o0CcyKiaiTe ¢ PyruMU JEThbMH UX 4yBCTBA U
HaOmonenus. Oxunaite OONBIIEro OT AeTel C
XPOMOCOMHBIM OTKJIOHEHHEM, M BbI YIUBUTECH, HA YTO
OHH MOT'YT OBITH CITOCOOHBI. Upe3BhIYaliHO BaXKHO HAJIAIUTh CUCTEMY OOIIECHUSL.
JKusure Hacrosimum. OOmaiTech ¢ APYruME CEMbSIMH (HE0OS3aTENBHO C TEM Ke
JIMarHo30M). XOpolIne Bpauu TaK)Ke UrParoT BaKHYIO posib. Eciin BBl B 4eM-TO
COMHEBAeTeCh, y3HalTe elle OIHy TOUKY 3peHusi, a JIydile aBe. Bel He cMoxkeTe
clienaTh BCe, 4TO BaM coBeTyroT. Ho cTapaiitech JienaTh XOpoIIo TO, YTO MOYKETE.
[TpucoenuHUTECH K OHJIAWH-TPYIIIAM MOAJIEPKKU M 3a1aBaiite Bonpockl. V3yvaiite
pasznuuHble pecypesl. [lomiepikka OHIaiH MOXKET ObITh O4€Hb oJIe3Ha. Bbl HUKOrIa
He OyJeTe TaKUMH, KaK KTO-TO ellle, HO 3TO BOBCE He MI0XO0. 51 0010 HAllly CeMbIO
TaKoH, Kakas oHa ecTb. Hala 10ub U3MEHWIIa MEHS U MOET0 MY>Ka B JIULIYIO
cropoHy. OHa Hay4nia MeHs JII0OUTh. MBI CTalM JIydIle - 1 KaK JIIOAW, U KaKk
ponutenu. OHa aet To, 4Yero HU CMOTr'yT JiaTh Apyrue. [logymaiire, 4yto nopapui

LL]
BaIll PeOCHOK BaM = .

“ Pebenok HayduT Bac MHOroMy. IIycTb 1uarno3 u3meHur
YKiag BallleH CEMbH, OTH USMECHCHHUA MOT'YT 6BITB K JIy4dHaiemy.
CrapaiiTech He IITAaHUPOBATh HUYETO OOJIBINE, YeM Ha MOIroaa
BIIEpE/]l, 9TO MOXKET yrHETaTh Bac. Y Ballero peOeHKa MOXKET
OBITh IpeKpacHas XU3Hb JaX€ C OrpaHUYCHHBIMU (bI/I3I/I‘-IeCKI/IMI/I
cniocobuocTsiMu. [TocTapaiiTecs BOCOpUHIMATEH AUATHO3
CIIOKOIHO 1 He 3a0bIBaiiTe 0 BO3MOKHOCTH YIETIATH BpeMs
cebe 7.

[13 o
YV Hammx getei ecth cBoe pacnucanue. OHu OyayT aenath
BCE B COOTBETCTBUM ¢ HUM. He paHblie u He no3xe. Bam

”
OCTaeTCs TOJIBKO OBITh pAaOM

“ 51 6b1 MOCOBETOBANA APYTHM POIMTENAM MPHHATE, YTO BAIT PeOEHOK YHHKAJIEH, 1
HE CPaBHHUBATH €r0 CHOCOOHOCTH MM UX OTCYTCTBHE C BO3ZMOKHOCTSIMU JIPYTUX
nereii. Bamemy peGeHKy BasKHO, 9TOOBI BBl OBLTH CHIIBHBIMHU, HACKOJIBKO 3TO
BO3MOYKHO, HO HUKOT/Ia HE CTECHANTECh OOPATUTHCS 32 TOMOIIBIO .

“ ME1 cunTaeM Hamero chiHa 61aroCIIoBEHHEM, HO TIO MEpe TOT0, Kak OH B3POCTIEET,
HalIel ceMbe CTAHOBUTCS BCE TPYIAHEE CIPABIISATHCS C TEM, UTO
€ro BO3MOKHOCTH OrpaHUYeHbl. BpeMeHaMi BO3HUKAET YyBCTBO
OJIMHOYECTBA W U30JIMPOBAHHOCTH. [103TOMY OYeHBb Ba)XKHO
MOJTy4aTh TCUXOJIOTMIECKYTO MOAIEPXKKY 1 3a00THTCS O CBOEM
tene. [1o BO3MOXKHOCTH NpUBJIEKANWTE K MOMOIIN JPY3€ed U

~ ”
qJIeHOB ceMbH. 1 camoe TJIaBHOE, OTABIXAUTE CaMU .

% Ileru ¢ Inv Dup Del 8p quKTYIOT cBOM COOCTBEHHBIE TIPaBUIIA,
HarepeKop BCeMy, YTO 0 HUX ObUIO Koraa-nmndo Hanmcano. OHn
Jiep3Kue, yMHbIE, CMEIIHbIC X HEBEPOSTHO 04apOBATEIbHEIE.
Omnn Bcerga cTpeMsTest cTath Jydmie. Ham ckaszanu, 4To oHa
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B KOpOTKOM IiIede XpOMOCOMBI 8 pacroio)keHO MHOTO T€HOB, KOTOPBIE MOTYT
BJIMATH HAa BOSHUKHOBEHHUE OIPEICNICHHBIX MpU3HakoB npH inv dup del 8p.
Hekoropble 13 TaKHX T'€HOB-KaHANWAATOB MEPEUNCIICHBI HIKE. BhIsBICHIE reHOB,
OTBETCTBCHHBIX 3a ONpeIeicHHbIe pu3Haky pu inv dup del 8p, Ge3ycinoBHoO,
MPEICTaBIISET HHTEPEC U MOXKET TIOMOYb B MPOBEICHUH TaTbHEHIIHNX
uccnenoBaHuii. OIHAKO 3TO HE NOAPa3yMEBAET, YTO HOBBIE METO/IBI JICUEHHS OyIyT
n300peTeHbl B Omkaiiiee BpeMs. KpoMe Toro, mpu AyIUTHKAIMH WIH JACTSIUH
OITpEe/IETIEHHOT 0 TeHa TAJIEKO He BCET/Ia MPOSIBUTCS CBI3AHHBIM C HUM MPHU3HAK. JTO
3aBUCHUT TaKXKe OT JIPYTHX TCHETHYECKUX M BHEIIHECPEMOBBIX (haKTOPOB.

STMN4
Jynnukanus rena STMN4, pacrioloxeHHOro Ha ydactke 8p21.2, gaiie Bcero
obHapyxuBaetcs nipu inv dup del 8p u MoxxeT 00ycrnaBiIMBaTH HAPYIICHUE
MOBEJICHUS U PACCTPOICTBO ayTrcTHUeckoro crektpa (Ozgen 2009).

DPYSL2
Hymnmukanus resa DPYSL2, pacnionokeHHOro Ha ygactke 8p21.2 , yacto
BcTpevaercs npH inv dup del 8p u MoxxeT ObITh IPUUMHON ayToarpeccuu, Mogo0HO
TOMY KaK OIIPEIEICHHbIN T'€H Ha XpOMOCOME X TOXKE SIBJISAETCS IPUUUHON
ayroarpeccuu y aereit npu cuaapome Jlema — Huxana (Ozgen 2009).

NRGI1
W36bITouHas skcnipeccust rena NRG1 (8p12) MoxkeT SIBISTHCS BO3MOMXKHOU
MIPUYMHOM TSDKENIOW TUIIOTOHHH, KOTopast 4yacTo Habmoaaercs npu inv dup del 8p
(Garcia-Santiago 2015).

CewmeiicTBo renoB FGF
N36bITOuHas dKcpeccust TeHoB cemelictBa FGF, takux kak FGF17 (8p21.3),
FGF20 (8p22) u FGFRI (8p11), MOoXeT ABIATHCSA NPUIUHON BO3HUKHOBEHHS
MIOPOKOB Pa3BUTHsI KOHEUHOCTeH 1 in3mopduunbix 4ept nuna (Garcia-Santiago
2015).

CDMD1
I'en CDMD1 pacnionoxeH Ha ydactke 8p23.2, KOTOpbIi yrpaunBaercs npu inv dup
del 8p, 1 OTBeTCTBEHEH 3a pa3BUTHE IIEHTPATIbHOM HEPBHOI cucTeMbl (Garcia-
Santiago 2015).

CeMbHu paccka3bIBaloT ...

“ Tlonauany 6b110 TPY/IHO MPUBBIKHYTH K HOBOMY 06pasy sku3Hi. Ho co BpemeHem
OH CTaJl ECTECTBEHHBIM Ut Hac. [loMuMo ouepn y Hac emie Tpoe netei. bpates n
cECTpBI 00OXKAIOT €€: BCceraa MPUCMAaTPUBAIOT, 00EpEraroT U UTParoT ¢ Hel. S, kak
MaTbh, HACTOJIBKO BJIOXHOBHJIACH PAOOTOM C JOUEPHIO, UTO PEIIria CTaTh
sprorepaneBToM! Y Hac OUeHb APYKHAst CeMbsl. MBI PEryJIsIpHO BCE BMECTE
TIOCEIIAEM Pa3HbIE MEPOIPUSTHS M 3aHUMAEMCs TIOBCETHEBHBIMHU JIETTaMH, KaK U
npyrue cembr. KoHEUHO, NHOT]a BO3HUKAIOT MTPOOJIEMBI, HO MBI HAXOMM PEIICHNS,
1 J109b Y4acTBYET B 3TOM. Takxke y Hee eCTb JIMYHBIN moMonTHUK. OH MO3BOJISIET el
OT/IOXHYTb OT HAaC, a MbI MOXKEM IIPOBECTH BPEMS C €€ CTAPIIUMHU OpaThsIMH U
cectpamu. Ham xakeTcst, IJIsl HUX 3TO OY€Hb BaXXHO. Eif cTaHOBHTCS BCe CIIOKHEE
TIepeIBUraThCsl, MOITOMY MBI CTaJIM NCTIOIB30BaTh MOABEMHUKH. Ham ¢ ee oTiom
MIPUXOUTCS YaCTO BCTABATh PAM HEE 110 HOYaM, HO MBI CTapaeMcsl Yepe/ioBaThes,
4T0OBI XOTS OB OZIMH M3 HAC MOT OTAOXHYTh. OOIIEHNE ¢ APYTUMH CEMbSIMH — 3TO
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XpOMOCOMa, 3TOT Y4aCTOK MOXKET OBITh JJTMHHBIM WJIH, HA000POT, KOPOTKUM.
Juarpamma A (BBIIIE) HIUTIOCTpUpPYET OoJlee YacThlii BApHAHT OOJBIION
JYIUIMKALUU ¢ TOYKOM pas3pbiBa B ydacTke 8pl1.2. OqHaKko y HEKOTOPBIX Jroei
TOYKA pa3pbIBa HAXOIUTCS OJIMKE K LICHTpOMEpe, HalpuMep, B Jokyce 8pl1.21, us-
3a 4ero MosBisIeTcs OoJiee KpyImHas AyruinKanys. Todka pa3pbiBa TaKkKe MOXKET
OBITH pacroyoXeHa, HarpuMep, B J1okyce pl2 wm p21 (nmarpamma B), u
JIyIuKanus OyJeT, COOTBETCTBEHHO, MEHBIIE (Ha STOH AuarpaMMe TOUKa pa3phiBa
HaxoAUTCA B JIoKyce 8p21.2).

[pumedaHue: B TEKCTE JaHHOTO PYKOBOJCTBA TOYKA Pa3pbiBa OyIeT yIOMSHYTa B
ckoOkax, Hanpumep, «inv dup del 8p (p11)» o3HaYaeT AYIUIMKAIHMIO C TOUKOM
pa3psiBa B 8pll.

BUTeWdO(HU EEXOORHIOHD |

Y HekoropbIx mozeH ¢ inv dup del 8p 3aperncTpupoBaHO TOIBKO HAIUYNE
JOYIUTAKAIIAK TPH OTCYTCTBHU MaJICHBKOH Jiesielni. BeposaTHO, MM ObLT MOCTaBIICH
HETOYHBII JUATHO3 TONBKO C UCMONB30BaHHEM METO/Ia KAPHOTHITHPOBAHUS, TIPH
KOTOPOM XPOMOCOMBI HCCIIEAYIOTCS TI0JT MUKPOCKOIOM. JIyTUTHKAIHS TOCTATOIHO
OoJbIrasi, U ee Jerko OOHAPYKUTh 3THM METOIOM, YEr0 HENb3s CKa3aTh O
KpOXOTHOH nerernu. [1oaToMy cunTaeTcs, 4To MOaBIstoIee OOMBIIMHCTBO JFOICH
C MHBEPTHPOBAHHOW JYILTHKAIIIEH XPOMOCOMBI 8p TaKKe UMEIOT HEOOBIIYIO
nenenuto (Guo 1995). B uccnenoBanne Unique 2017/18 BOULIHA TOIBKO JIOJH C
MOATBEPKAEHHBIM Auarno3oM inv dup del 8p.

B 2018 rony cpenu wienoB Unique ¢ noaTBepkAeHHBIM uarao3om inv dup del 8p y
58 uenoBek Touka pa3pbia Obiia B 8pl1, y 10 uenosek - B 8p12, y 12 yenosek - B
8p21, y omHOrO UenoBeka - B 8p22.

[pu neneuwnn, oObuHO HabMOAaeMoi ipu inv dup del 8p, Oonbias yacTh JOKyca
8p23 Bce ke MPUCYTCTBYET B OMHON KOMUHU, COSTUHSIONIEH TyIITHIIMPOBAHHEIE
y4acTkH. COOTBETCTBEHHO, M KPUTHYECKUE T'€HBI ATOI'0 PETHOHA PUCYTCTBYIOT B
HOPMAaJIbHOM KOJIMYECTBE.

NmeroT 11 3HAYEeHUE pa3Mep U MeCTO AYIJIMKAUM ?

Y 1BOSHHE XPOMOCOMHOT'0 MaTepHalla UMEET Pa3IMYHbIe IO BBIPaKEHHOCTH
3((eKTHI, ¥ 3TO 3aBUCHT OT psAfa PaKTOpOB, KOTOPHIE MBI TOJIBKO HAYMHAEM
noHumath. K atuM akropam oTHOCATCS pasMep AYIUTHKALMH, KOTHIECTBO T€HOB,
BOBJICUCHHBIX B NYIUIMKALNIO, U QYHKIUH 3THX T€HOB. DTOT NPHHLUII IPUMEHHM H
K JICTeLHSM.

[IposiBieHnst MOTYT OBITH OOYCIIOBIIEHBI HE TONBKO (DYHKIIHEH TEHOB,
PacToNOXEHHBIX B JOTIOJIHUTEIEHOM HJIM OTCYTCTBYIOIIEM CETrMEHTaX XpOMOCOMBI,
HO M B3aMMOJICHCTBHEM 3THX I€HOB C JPYTMMH F'eHaMH, HAXOJSIIIMHUCS B 3TOH Ke
WU B IPYruX XpoMocomax. Hampumep, Tak Ha3pIBa€MBbIE «T€HBI-MOIU(DUKATOPBIY,
PacroNOXeHHBIE B PAa3HBIX y9aCTKaX F€HOMa, BIHIOT Ha SKCIPECCHIO IPYTHX
TEHOB, B PE3YJIBTATE YETO MPOSBIIAIOTCS ONPEACICHHbIE MPU3HAKK. Takxe uMeeT
3HaYeHHe cyMMapHbIi 3¢ ekt Bapuanuii nocnenoarensHocT JJHK mo Bcemy
TeHOMY U Bo3zeiicTBHE (HaKTOpPOB cpenpl (KaKk BHELTHEH, TaK M BHYTPEHHEN).

HMeHHO moaToMy faxe y JItofiel ¢ OAMHAKOBBIMHU MIIH TIOXOKUMH AYTUTHKALMAME 1

JeTIenusiIMH, B YacTHOCTH ¢ inv dup del 8p, BHEIIHWE MPOSIBIEHNS MOTYT

BapbUPOBATHCA 10 UX COUYETAHUIO M CTETIEHH BBIPAKEHHOCTH. J{yrmukanmu n

JIeTIeInH, KOTOPbIC IPUBOIAT K YBEJIMUCHUIO WJIM yTpaTe TPYIIbl COCEAHNX T'€HOB,
5
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MOT'YT OBITh IPUYMHON MHOTOYHCIIEHHBIX HE CBSI3aHHBIX MEXILy COOO0M
0COOEHHOCTEH, COCTaBJISIFOLINX IIMPOKHUH CIIEKTP HMPOSBIECHUN OJHOTO M TOTO XK€
PEIKOr0 XpOMOCOMHOI'O HAPYIIEHUS.

B 1o xe BpEMs1 OIPEACIICHHBIC J_'[CJ'ICIII/II/I/ AYIUIMKAIIMU MOT'YT TaK HapylIaThb pa60Ty
OJTHOI'O MJIKM HECKOJIBKUX I'CHOB, KaK HC 6y}IyT Hapymartb ApYTrue, Jaxxe O4CHb
IIOXO0XHEC z[eneunn/;[yrmnkaunn, MPUBOAA K ITOABJICHHUIO cneun(bnqecxnx IIPU3HAKOB.

ITo pe3yabpTaTaM HEKOTOPBIX UCCIIEAOBAHUM CIIEKTP U CTEMEHb TSHKECTH
KJIMHUYECKHX MPOSIBIICHUH Yy jmojiei ¢ inv dup del 8p umeeT mpsiMyro 3aBUCHUMOCTh
OT pa3Mepa IYIUTHIMPOBAHHOIO y4acTKa XpOMOCOMBI. OIHAKO aHAHN3 JaHHBIX
yiieHoB Unique yKa3bpIBaeT Ha BapUaOeIbHOCTh KIMHUYECKUX TPOSBICHUI
He3aBUCHMO OT pa3Mepa aymiukarmu (Hand 2010; Garcia-Santiago 2015; Unique).

Mo3zauuuszm

Y HEKOTOPBIX JIFO/ICH B OpraHU3Me OJTHOBPEMEHHO MPUCYTCTBYIOT KaK KJIETKHU C inv
dup del 8p, Tak U KJIETKU ¢ HOPMAJILHBIM YUCIIOM U CTPOSHHEM XPOMOCOM, JTHOO
KJIETKH C IPYTMM BapHaHTOM CTPOEHHS XPOMOCOMBI §, HallpUMep, C TEPMUHATIHHOM
Jienenuen KOpoTKOro mieda XpoMocoMbl 8. Takoe siBIeHue Ha3bIBAETCS
MO3auIM3MOM, U OHO OOBIYHO BO3HHMKAET BCKOPE MOC/IEe OIIon0TBOpeHus. B 2018
rony k Unique IpUCOSMHUIICS OIUH YEJIOBEK C MOJATBEPIKACHHBIM MO3aUIM3MOM 110
inv dup del 8p.

Mo3auim3M ciydaercst peAko, HO B 4aCTH CITy4acB, OMMCAHHBIX B MEIHUIIMHCKOM
JUTEpaType, ero KITMHNYSCKHUE NPOSIBICHUSI ObLITH MEHEe BbIpaKeHHBIMH. J{o1s
kierok ¢ inv dup del 8p B pa3HbIX TKaHIX OpraHM3Ma 4eI0BeKa MOXKET OTINYAThCS,
4TO 00YCIIaBIMBACT Pa3INYHbIC KIMHUYECKUE POosBieHUs. OIPEaeanTh CTECHb
MO3aMIU3Ma HEelPOCTO, TAK KAK TKAHU, KOTOPBIE UIPAIOT OCOOCHHO Ba)KHYIO POJIb
UL Pa3BUTHS OPraHU3Ma, HApUMeEp, FOJIOBHOI MO3T, HCCIEA0BATh OYCHb TPYIHO, B
OTJIMYHE OT KJIETOK KPOBH HITH CIIFOHBI, KOTOPBIE 0OBIYHO HCIIOIB3YIOT IS
reHeTHueckoro ananusa (Vermeesch 2003; Hand 2010).

IMouemy 310 mpoun3onwio? MoxkeT Ji ITO NOBTOPUTHCA?

YroOBI OTBETHUTH Ha ITOT BOIIPOC, HEOOXOAUMO IIPOBECTH AHAINU3 XPOMOCOM Y
pebeHka u ero poautereil. OqHAKO TOYHO U3BECTHO, YTO HUKAKUE JACHCTBUSI MaTepU
WM OTLIA HE MOTJIM CTaTh NPHUYMHON BO3HMKHOBeHUs inv dup del 8p, tarke kak u
HE MOTLJIU 3TO MPEAOTBPaTUTh. PEOEHOK ¢ XpPOMOCOMHOU IEPEeCTPORKON MOXKET
POAUTHCS B JIFOOOM YroJIKe MUPa U B a0COJIOTHO JIF000# ceMbe. XPOMOCOMHast
[EpECTPONKA TAKKE MOXKET IPOU30MTH U B KIIETKAX PACTEHUM U KUBOTHBIX. B 3TOM
HHUKTO HE BUHOBAT.

Peb6enok ¢ inv dup del 8p moxxeT pomutbes y poauTeneii, He MMEFOIIIX
XPOMOCOMHBIX aHOMAaJIHI. [ €HeTHKH Ha3BIBAIOT TAKOE SBICHUE TEPMHHOM «de
novoy (dn), 0O3HaYarOIINM, YTO TYIUTHKALHUS U JEelHs BOSHUKIIU BIIEPBHIC Y
pebenxka. [Ipuanaa Bo3aukHOBeHH inv dup del 8p HemsBecTHa, BeposiTHEE BCETO, 3TO
NPOCTO CIY4aHOCTb, IIPOU3OLICAIIAs HA CTaIHH (POPMUPOBAHUS SHLEKICTKH HUITH
crepMaTo3onza. B aToMm ciydae pucK poxXaeHHUs elle 0JHOTr0 pedeHKa C TAKHM K€
OTKJIOHEHHEM He OoJIbIle, 9eM y JIFo00ro Apyroro genoseka B nomyssinnu (Ergun
2010; Unique).

Cuwnraercst, 4o Hanm4re nopropsromuxcs 10KkycoB REPP n REPD B kopoTkom
IUIEYE XPOMOCOMBI 8 SIBJISETCS MPEAIIOI0KHUTENFHOM TPUYNHON BOSHUKHOBEHHS HE
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Y 0fHOTO 13 B3POCIIBIX YYACTHUKOB, BO3MOXKHO, HAOIOIaIKCh OTCIbHbIE TPH3HAKA
npexaeBpemenHoro craperus (Guo 1995; Unique).

 Jloub sxuBeT BMecTe ¢ Hamu. OHA TOJIBKO uTo 3aBepuimia nporpammy EHC (ruian
WHMBHAYAJIBHOTO 00y9YEHUsI, MEITUIMHCKON U COIMAILHOM MTOMOIIHN), U TETeph ee
MIepeBENN B CUCTEMY OOCITY)KMBaHHUS B3pOCIIOro HaceneHus. Eif Hy)kHO, 4TOObI ¢ Hel
00paIammch Kak co B3pocioi. JIMYHBIH OIOKET MO3BOJISICT €H ITOUYBCTBOBATH ITO.
Tarxoke MbI IOHSJTH, YTO 3HAKOMCTBO C OOJIBIIMM KOJIMYECTBOM JIIO/ICH N3 HAIIEro
OKpYKeHUsI o0ecrieunBaeT e 0oibinyto OezonacHocTh. Ee noBenenue BrioiHe
HOPMAJIBHO, €CITH OHA HE MCIyraHa Win ee He 0ecriokouT 6056, OHa OYeHB JIIOOUT
TIETh, UTPATh Ha CIIEHE, [UIaBaTh U TOTOBUTL exy * , —inv dup del 8p (p11), 22 rona

“ Harueit nouepu 20 JeT, 1 OHA KUBET BMECTE ¢ HaMU. Bl HpaBUTCS IPOBOIUTE
BpeMsl KaK Cpeli CeMbH, TaK U B OKPYXEHUU APYrux ntojeid. OHa oueHb
oOuTeNnpHast, MUIasl, KOHTaKTHas U Becesas. OHa JIIOOUT KaTaThCs Ha JIbDKaX,
XOJIUTh 110 Mara3uHaMm U B TIOX0/bl. Eif HpaBuTCs 00enath B Kade 1 HaOIH0AaTh 3a
mopMu. Ee criocoOHOCTH OrpaHHYeHbl, I09TOMY OHa HE MOXET paboTaTh WU
POXOAUTh TipodeccnoHanbHoe o0ydeHue. Y Hee HaOI0AaloTCs PU3HAKN
NPEXICBPEMEHHOT 0 CTApEHUs: TIepBasi CerHa MOSIBIIIUCH €1lie B § JIeT, a ceifyac y
Hee Bce BOJIOCHI cerible. Ee koka ToHKas 1 cyxasi, ee (Pu3nueckre criocOOHOCTH SIBHO
yxynmuianck. Ho ona He ynbeiBaer. Jlaxe korja eii OonbHO, oHa He ciaercs. OHa
MHOro cruT: 110 12 vacos! JKusnp naercs eii wenpocro ” , — inv dup del 8p (p12),
20 ner

“B 16 et 0Ha MOHSAJA, YTO BBIPOCA M XOUET CTATh «HE3aBUCUMOM KEHIIUHON». OHa
0CO3HAET, UTO €€ BO3MOYKHOCTH OTPAHMYCHBI U 33 HEW yXa)KUBAIOT ONeKyHbl. OHa
BOCIIPMHUMAET 3TO CIIOKOMHO. Eil OueHb HpaBUTCsI €€ MOJIOLOM OIIEKYH, KOTOPbII
TIOKa3bIBACT € Pa3HbIC MOJPOCTKOBBIC IITYYKH, Bpoje Tene(oHa 1 MOOMIbHBIX
MPWIOKEHUH. Y Hee ecTh KOCMETOJIOT, K KOTOPOMY OHa OY€Hb JIFOOUT XOJUTh Ha
MaKHsDK U MAHUKIOP. Y Hee THIIMYHBIE JJIS I€BOYEK MHTEPECHI: MAaCCak, COIIPHI,
MozHas ozekaa. OHa XOpOIIo IJIaBaeT, yMEeT e3/IUTh Ha Benocunene. Kpyrurs
NeNany y He€ He MONIy4aeTcs, IOATOMY OHA KaTaeTCsl Ha CIIEHUAIEHOM BEJIOCUIIENIE.

Omna He X04eT OBITh MMOXOXKEH Ha APYTUX MOAPOCTKOB. OHA MPEAImoYnTaeT
3aHUMAThCS CBOMMU «JIEBYAYBUMI» A€NaMH B OMHOUKY. OHA HHTEpecyeTcst
MaJbUUKaMH U CMOTPHT BuAeo Ha YouTube ¢ ygacTreM MOJIOIBIX JIFOeH (KOHETHO,
O] IPHCMOTPOM). | opMOHBI, HIYero He moaenaenrs. OHa BO MHOTOM BeJIET ce0s Kak
HOPMAaJIbHBII MTOAPOCTOK, U MBI €€ B 3TOM mootpsieM. OHa 00T KaTaThes Ha
BeJsiocuriezie ¥ aBath. OHA XOANUT ¢ HAMU 110 MarasuHaMm, HO €if HHTEPECHO TOIBKO
KOTIa MBI TTOKyTaeM 4To-To i He€. OHa o0oxkaer Bc€ mpumepsaTh. B mpuMepodHoit
C Hei ObIBaET TSIKENO0, MO3TOMY MBI 30BEM OINEKYHOB, KOT'/Ia XOTHM HMPUKYIHUTh YTO-TO
13 MOIHON omexapl » , — inv dup del 8p (p21), 16 mer

“ Haruemy cbiHy 25 1I€T, 1 MBI HAUMHAEM [PUYYATH €0 K D0JIee CaMOCTOATENbHON
JKM3HH: cefiuac OH )KUBET ¢ TpeMsl JPYTUMHU MallbuiKaMu. He Mory ckas3ath, 4To
rOTOBa OTITYCTUTB €0, HO KaX/IbIi U3 HAC JIOJDKEH KUTh CBOCH KH3HBIO. B NeHb,
Korja eMy ucnonsmwics 21 roa, Mbl nogapuin emy iPad, v 3o ObLT JTydInii 171t Hero
nonapok. OH OBICTPO HAYYHIICS UM TIOJIb30BAThCS, U TEIeph MOXKET HAUTHU B
UHTEpHeTe BcE, uTo 3axo4uer. OH Mo-MpeKHEMY He TOBOPHT, HE YMEET OJIeBaThCs U
pa3neBaThCsl, HO MOXKET €CTh CaMOCTOsITeNbHO. OH MaJio CITUT, PaHO BCTAET U OYCHb
TpeboBatelneH k cebe. OOBIYHO OH OYeHB BECEJIblii, HO HHOT/IA BeleT ce0sl OYCHb
BoIzbiBaronie. Ho Mbl pojoinkaem yibidarses >, — inv dup del 8p (p21), 25 ner
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IToJsioBOE co3peBanme

[TonmoBoe co3peBaHUe — HEMPOCTOMH MEPUOJT IS JTFO00H CeMbH. Y HAC Majio
nHpopmanmu 06 0COOEHHOCTSIX MOIOBOTO co3peBanus pu inv dup del 8p, HO
W3BECTHO, YTO Y IAITH 4ieHoB Unique (1 MAJIBYMKOB, M IEBOYEK) TIOJIOBOE
co3peBaHNe HaYaJoCh BOBPEMS, Y IBYX JIEBOUEK OTMEYaIach 3a/iep)KKa MOJI0BOTO
pas3BUTHSL, 2 Y OMHOM NEBOYKN — IPEXKIEBPEMEHHOE TT0JIOBOE co3peBanue. Takxe u
B MEIUIMHCKOH JINTEpaType OMUCaH OAUH CIIydail MpekeBPEMEHHOTO TI0JIOBOT'O
CO3peBaHMs y AEBOUYKH. BOJBIIMHCTBO ceMel CUMTAET, YTO MPOLIECC ITOJIOBOI0
CO3pEBaHMs NPOXOANT HOPMAJIHHO U HE BBI3BIBAET CEPhE3HBIX MPUYMH IS
0EeCIIOKONCTB, XOTS Y MHOTHX JIETel oTMeuaroTcs nepenaasl Hactpoenus (Guo 1995;
Unique).

ouHegadeoo 904dOoIo] |

(13 9y

Celiyac MbI HaxoAuMCsA Ha TPOMEKYTOYHOM ITAIIC IMMOJIOBOTO CO3PEBAHM.
B03MO)KHO, HCKOTOPLIC IMOBEACHUYCCKUEC l'lp06J'leMbl CBsA3aHbI C TOPMOHAJIBHBIMUA
N3MCHCHUAMU, HO Mbl HE YBEPCHBI B 5TOM. IToka 4To monoBOE CO3pCBAaHUC HE

BBI3BIBAET Y HAC OOJIBIINX TPYAHOCTEW, HO BPEMSI TIOKAIKET 7o
inv dup del 8p (p12), 13 ner

“ K cuacTblo, MOJIOBOE CO3PEBAHME UTHTCS JOJITO 1
NPOSIBIIICTCS [TO-PA3HOMY, TIO3TOMY Y HaC €CTh MHOT'O
BPEMEHH, YTOObI HAOPATHCS OMbITA. B I1IKOIE ¥ J0Ma MbI
pabotaem Haz 3TuM. Kakayro HEe0 OHa MocenacT
CICHHAIbHBIC 3aHATHS JJIs1 ACBYIICK, HA KOTOPBIX
OOBSICHSIIOT, KaK MEHSIETCSI €€ OpraHu3M. Y HAcC 3aBE/ICHBI
OITpEe/IC/ICHHBIC [TPABHJIA, HAIIPUMED, BO BPEMs
MEHCTPYaIlMK OHA HOCHT C COOOM CICIHAIbHYIO
KocMeTHuKy. KocMeTnuka CiykKUT CBOEro pona
«HATIOMMHAHUEM), €CITH MbI HEIIPABUIILHO TIOUMEM JPYT
apyra. OHa HEIUIOXO CIPABIISIETCS, HO BCE )K€ MEHCTPYyalus
MIPOXOUT TSDKENO U OOJIE3HEHHO, TOATOMY B MEPBBIE THU
LIMKJIa OHa 3apaHee MPUHUMAET JekapcTBa. OHa
JICUCTBUTEIBHO XOPOIIIO CIIPABJISIETCS M B AMOIIMOHAILHOM,

¥ B husmdeckoM miane’, — inv dup del 8p (p21), 16 ser.

B3pociblii Bo3pacT U caMOCTOATEIbHOCTD

Ilo aTomy Bonpocy nannble Unique 1 MEULIMHCKON JIUTEPATYPbl OTPAHUYEHBI, HO
BCE OHHU YKa3bIBAIOT HA TO, YTO MOJABIISIONIEMY OONBIIMHCTBY Jrofei ¢ Inv Dup Del
8p Oymer HeoOXxomuMa CyIECTBeHHAS MOIIep KKa Ha MPOTSHKCHUH BCel )KU3HU.
Bo3MoxHa TONBKO HEOOJbIIAs CTETIEHb CAMOCTOATENBHOCTH. CIIocOOHOCTD
KOHTPOJIMPOBATH (DYHKIIMM MOYEBOTO ITy3bIPS U KHIIETHUKA SBISIETCS CKOpEE
HCKITIOUYEHHEM, YeM npaBuiioM. 1 B crapiieM 1eTCKOM BO3pacTe MPUXOIUTCS
CJIENTD 32 IUTaHneM pebeHKa. [laxke caMbIM B3POCIBIM JIFOSIM 13 HAIIETO
coobmecTBa TpedyeTcs IMOCTOSHHAS OAECPKKA B TIOBCETHEBHOM XKHU3HH, a TAKXKE
(hHAHCOBASI TOMOIITH.

TpOC B3POCJIBIX YJICHOB Unlque KAJIA C POAUTEIAMU, XOTA OAUH U3 HUX TOTOBUJICA K
OTACIBHOMY IIPOKUBAHUIO, HO C HOMCPX(KOﬁ pOlIHTCJ'ICﬁ. V4yacTHUKY 3aHUIMAaJINCh
Ppa3IMYHbIMA BUAAMU AEATCIBHOCTU: OHU TIC€JIH, XOAWUIH 110 Mara3uHaMm Hu
3aHUMAJIUCH CIIOPTOM. OHHM HE MOIIH pa60TaTB " NIPpOXOAUTH HpO(i)CCCI/IOHaJ'IBHOC
O6y‘IeHI/IC, HO OJJMH M3 HHUX ITOCECHIaTI COIII/IaJ'IBHHﬁ LCHTP.
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TONBKO penkoi inv dup del 8p, HO M Upe3BBIYANHO pacHpPOCTPaHEHHOH B 00IIEeH
MIOIYJISALUM UHBEPCUU KOPOTKOTO IUI€Ya XPOMOCOMBI 8. JTa HHBEPCHUS BCTpEUaeTcs
y 39% mpencraButeneil AnoHcKol Hauy U 26% eBpoIeiieB; OHa 3aTparuBaeT TOT
e cerMeHT 8p23.1, KOTOpbIi HU y/IBauBaeTCs, HU yTpaduBaeTcs y JitozeH ¢ inv dup
del 8p. HocutenbcTBO MHBEPCHH KOPOTKOTO TIJIEYa XPOMOCOMBI 8 HUKaK He
OTpakaeTcs Ha 3J0pOBbE U PAa3BUTUH YEJIOBEKA, U 10 POXKIECHUS peOeHKa ¢
XPOMOCOMHO¥ NMaTOJIOTMH OOBIYHO HE BO3HUKAET ITOBOJIOB C/IEIATh XPOMOCOMHBIH
aHaJIN3 U y3HaTh 00 9TOM HOCHTEIbCTBE.

B xo71€ TeHeTHYECKOro 00CIenoBaHus HHBEpCHs 8p Oblia OOHApYKEeHa Y
OonpIIMHCTBA MaTepel, ubK AeT uMenu inv dup del 8p, BKiIo4as HECKOJIBKUX
unenoB Unique (Giglio 2001; Garcia-Santiago 2015; Unique; Dr Fe Garcia Santiago,
naudHOe obmeHue). Hannuue 3Toit pacnpocTpaHeHHONH HHBEPCHH MOXET ObITh
0OHApYXEHO ¢ MOMOIIIBI0 XPOMOCOMHBIX aHAH30B, MPOBEACHHBIX Y POAUTEINEH.
HocuTenscTBO MHBEpCHU 03HAYAECT, YTO, €CITU Y Bac ecTh pedeHok ¢ inv dup del 8p,
TO TEOPETUYECKU Y BAC €CTh PUCK POXKICHHUS CIIle OJJHOTO peOCHKA C TaKOM e
naTosiorueil. OHaKO BEPOSATHOCTh MOBTOPEHUS IOCIICIOBATEIIBHOCTH COOBITHI,
TPUBOJSIIMX K BOSHUKHOBECHHIO TIEPECTPOUKH, BCE-TAKH OCTAETCS OYCHb HH3KOIA,
JIaXKe TIPH HOCHTEITbCTBE YaCTON WHBEPCHU KOPOTKOTO Iieya XpoMocoMbl 8. JIist
00CY>KIeHHsI BCEX BOIPOCOB BaM HEOOXOIUMO 0OPATUTHCSI Ha KOHCYIIBTAIIUIO K
Bpayy-reHeTHKY. BakHO OMHUTB, 4TO HU (haKTOPBI OKPY)KAIOIIEH Cpeibl, HHA
NHIIEBbHIC IPUBBIYKU, HU 00pa3 XKHU3HU HE MOT'YT BBI3BaTh 3TH XPOMOCOMHbIE
MEePECTPONKHU M YTO HU OJJMH M3 POAUTEJIeH peOeHKa He HeCeT 3a HUX
orBerctBeHHOCTh. (Floridia 1996; Giglio 2001; Kostiner 2002; Shimokawa 2004;
Garcia-Santiago 2015).

BUTeWdO(HU EEXOORHIOHD |

Jluaruos

B nekotopsix ciyuasxinv dup del 8p nquarnoctupoBan eiie 10 poxaeHus peOeHKa
T0 MPU3HAKAM, BBISIBJICHHBIM ¢ moMolipio Y3U: upe3mepHoe KOTHYECTBO
AMHHUOTHYECKOH KUAKOCTH (MHOTOBOJIME), MEUVICHHOE HJIH aHOMAaJIbHOE pPa3BUTHE
cepJla, aHOMalK B Pa3BUTHU TOJIOBHOTO Mo3ra u gedopmarius cror. OJHaKo
OOIBIIMHCTBY JIETel TUAarHO3 TIOCTABIIIM TOJIBKO ITOCIE POXK/ICHUS HJIH B IETCTBE,
KaK MPaBUIIO0, U3-32 «IUCMOPGUUHBIX» (HEOOBIYHBIX) BHEIIHUX TPH3HAKOB MIIN
3anepkku B pa3Butun (de Die-Smulders 1995; Macmillin 2000; Soler 2003,
Pramparo 2004; Hand 2010; Sireteanu 2013; Chen 2016; Akkurt 2017; Unique).

“ Haeit JI0YepH OBLIO OKOJIO TOJa, KOTJa IOTYJIHIIN Pe3yAbTaThl aHAIN30B. Ham
HE MpeuIaraiy MpoXOoANTh FeHETHUECKOe TECTHPOBAHUE, HO TAaK KaK Y HaC €CTh
cTapmmii peOeHOK, HaM OBUIO SICHO, YTO OHA PACTET HE Kak Apyrue aetu. Hampumep,
OHa He NprodpeTasa BOBpeMs NOJIOKEHHbIe HaBbIKK. Korza eit Obuto 9 Mecsiues, n
el IPOBOIMITH OTIEPALHIO MO YCTPAHEHHIO PACIIEINHBI He0a, BpauH COTIACHINCH

C/IenaTh aHAIIN3 KPOBU ¥ inv dup del 8p (pl1)

“ M1 pemmumn npoiiTi 06GCIe0BaH e, KOT/IA HAIIIEH J04epH ObIIO YeTHIPE TOA -
Yyepe3 HECKOJIbKO MECAIIEB MT0CIIe Havyalla CyI0pOXKHBIX MPHUNAAKOB. MbI Obln
YBEPEHBI, UTO CYJJOPO’KHBIN CHHIPOM CBSI3aH C KAKUM-TO CIICIH()UIECKIM
3abosieBaHneM. MBI He yMaiy O TeHETHYECKOM 00CIIeIOBAHUH JI0 3TOTO, HO MBI
yKe BUJIENH, YTO y Hallel 109epy cepbe3Has 3a/iepKKa B (PU3NIECKOM H

YMCTBEHHOM Pa3BUTHH ¥ inv dup del 8p (p12)
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BUTeWdO(HU EEXOORHIOHD |

(11 o
Korpa eii 656110 MONTOpa roja, OHa Mpolia FTeHeTHIECKoe 00CIeI0BaHne n3-32a
o L :
BBIPa)KEHHOH 3a/Iep KKK B pasButuu , — inv dup del 8p (p21)

Pe3yabTaTsl 00c/ieioBaHus

B 3aBUCUMOCTHU OT TOro, Kak JaBHO BameMy pe6eHKy INOCTaBUJIN AWArHoO3,
pe3yJ'H)TaTBI TCHECTHUYCCKOI'O 06CJ'I€I[OBaHI/ISI MOl"yT 6I)ITI) Hpe}ICTaBHeHLI OJHUM U3
CJIeIyIOIINX BapUAHTOB:

46,XY.ish del(8)(p23.1p23.3) inv dup(8)(p12p23)dn DtoT pe3ynbTaT NOKa3bIBaLT,
YTO OBUTO OOHAPYKEHO HOPMAJILHOE YUCIIO XpOMOcoM [46], B TOM uucie oaHa
xpomocoma X u oiHa XpoMocoma Y , TO €CTh 3TO MAITbUHK WK MyxuuHa. [Ipu
MIPOBEACHUH aHaJM3a ObLT HCIIOIB30BaH METO/ (MITYOpECIIEHTHON rHOpHAN3aIiH in
situ FISH (.ish). B pe3ynbsTare ananu3a BeisBwin orcytcTBre cermenta JITHK B
xpomocome 8§ (del(8)) mexmy mokycamu p23.1 u p.23.3, B KOHIIE KOPOTKOTO Iuieya
xpomocombl. dup(8) o3Hayaer nymiaHkanuio B xpomocome 8. (p12p23) ykasbiBaeT Ha
T€ JIOKYCBI, KOTOpPBIE€ YIBOWJIKNCH; B JAHHOM Cllydae OT JoKyca pl2 mo nokyca p23.
(inv) o3Hayaer, 4YTo AYIUIMKAIUsI MHBEPTUPOBaHHas. dn 03Ha4aeT, YTO XPOMOCOMHBIN
aHaJIu3 pomneneﬁ HE BBISIBUI Y HUX OTKHOHCHHﬁ, TO €CThb JaHHasA XpOMOCOMHas
niepecTpoiika — BIIEpBbIe BO3HHKIIEE H3MEHEHUe (de novo) 1 He Obliia yHaceJoBaHa
HU OT OTL@a, HU OT MAaTCpu.

46,XX,del(8)(p23.1p23.2) inv dup(8)(p21.3p23.1) DTOT pe3ynbTaT MOKa3bIBAET, YTO
ObLI0 OOHAPYKEHO HOPMAJILHOE YUCIIO XpOMOCcOoM (46), B TOM YHCIIE ABE XPOMOCOMBI
X, 4TO 03HAYaeT, 4TO ITO AeBoYKa WiH xxeHumHa. Inv dup(8)(p21.3p23.1) ozHauaer
HaJIW4YHe UHBEPTUPOBAHHON AYIUITMKAIIMH B XpoMocoMme 8p B ydactke ot p21.3 o
p23.1. Taxxe ooHapyxeno orcyrcreue JIHK B yuactke ot 8p23.1 no p23.2 (del(8)
(p-23.1p23.2)).

arr[GRCh37] 8p23.1p11.22(12580132 39258953)x3, 8p23.3p23.1(190822 6735381)
x1 DTOT pe3ynbTaT MoKa3bIBaeT, YTO 0OCIEIOBAHIE IPOXOIHIO C HCTIONb30BaHHEM
merona JJHK-mukpounnos (arr). GRCh3703Hauaer cOOpKy reHOMa 4enoBeka,
KOTOpasl UCTIONb30Baach Jyisi cpaBHeHus (cM. COopka reHoma (cuHee mone). B
pe3ynbTare aHanu3a Obun oOHapykeHs! aBe anomanuu JJHK. Onna u3 Hux
3arparuBaetr yyactok oT 8p23.1 mo p11.22. Arnomanus JHK naenTudumupyercs mo
HOMEpaM Iap OCHOBaHUH (TOYKaM, e BO3HUKIIO HapyIIeHne B XxpoMocome). B
nmaHHOM ciydae, anomanus JJHK nponsonnra Mexny mapamu ocHoBaumi 12580132 u
39258953 (mpu BRIYUTAHUH MIEPBOTO YHCIA U3 BTOPOrO MBI MIOJIy4aeM KOIHIECTBO
mmap OCHOBaHUH ¢ aHoMauel — 26 678 821 wim 26,7 M6). DT0 HOMOTHUTETHHAS
Komus (X3; HOpMaTbHOE YHCIIO KOMHUi — 2 ), TO eCTh, AYIUIUKAIL. Bropas anoManus
3arparuBaetr yyactok oT 8p23.3 mo p23.1, u coorBercTBeHHo, JJHK, nexantyro
Mexny nmapamu ocHoBauuiA 190822 m 6735381 (6 544 559 map ocHoBaHMi uiu 6,5
MO). (x1) yka3bIBaeT Ha TO, UTO HE XBAaTA€T OAHON KOIIMH T€HETHYECKOT0 MaTeprala
(B HOpME X JOJKHO OBITH JIB€), 3HAYHT, IIPOU3OIILIA JETICHST XPOMOCOMBI.

46,XX,del(8)(p23. Ipter)dup(8)(p23p21.1)[8]/46,XX[12] DTO mpumep MoO3anI3Ma,
TO €CTh, KJIETKU 3TOT'0 YeJIOBEKa Pa3IndaloTcsl 10 YHCITY WIIM CTPOSHHIO XPOMOCOM.
Oto neBouka wim xeHmuHa (XX). beuto uccnenoBano ABaauaTh KiIeTok. B BockMu
([8]) xieTkax ompeeneHo OTCYTCTBUE TeHeTHIeckoro Matepuana (del) xpomocomsr 8
(8) Ha ygactke ot p23.1 10 camMoro KoHIa KOPOTKOTO Iuieda (pter), a TakxKe HaJT4Ire
nymmukanyu (dup) matepuana xpomocoMsl 8 ((8)) Ha ygactke ot p23 mo p21.1. B
neenaauaty ([ 12]) xierkax ObUT BBISBIICH HOPMANBHBIHN XKeHCKHH KaproTul (46,XX).
8

EUITeNdO(HU BeXOHUITUTIIA

II0Ka3aJ10, 4TO KOJIMYECTBO 303I/IHO(1)I/IJ'IOB M BOCHAJICHHE CIIM3UCTOM MUIICBoOaAa
YMCHBbIIACTCA. OH, HaKOHCII, Ha4YaJI Ha6I/IpaTI) BEC U BLIIVIAAUT TCIICPb HAMHOI'O
Jryqmie. 3a 310 BpEMA MMPUOCTAHOBWIOCH €T0 PA3BUTUC, U XOTCJIOChH OBI 3HAaTh, €CTh

11 371ech B3auMOCB3b? , — inv dup del 8p (p11), 11 mer

3yob1
[IpoGiemsl ¢ 3ydaMu yacTo HaOIIOAAIOTCS Y A€Tel C XPOMOCOMHBIMH
OTKJIOHEHHSIMH, B TOM 4YHcie U y wieHoB rpynmsl Unique ¢ Inv Dup Del 8p (y 28 u3
28 yenoBeK 110 pe3ynbTaTaM UCCIeJOBAHU).

[TpumepHO BE TpeTH AeTeil UMEIOT CaMyl0 PacIPOCTPaHEHHYIO IpodieMy —
CKpexeT 3ydamu (OpyKcH3M), UTO 4acTO MPUBOJMT K MPEXKIEBPEMEHHOMY CTUPAHUIO
3yOHoO# 3Mmanu. J[Ba rccienoBatens oTMeTIH, 4To y Aeteid ¢ Inv Dup Del 8p
HEKOTOpbIE 3yObl HAa BEpXHEW YeNIIOCTH UMEIOT MaJIeHbKUI pa3Mep WU jKe
oTcyTcTBYIOT. OnbIT Unique oKa3bIBaeT, 4YTO IPUMEPHO y OJIHOW YETBEPTH JieTei
OBLTH HEECTECTBEHHO MaJIeHbKUE 3YObl. Y IPUMEPHO TAaKOMH K€ YacT JieTel
Ha0mroanack 3aJepaKa Ipope3bIBaHIs MOJIOYHBIX 3yOOB M IO3/IHs CMEHa 3y00B.
WNHorna BcTpedanachk O4€Hb TOHKAs U ciabast 3yOHas SManb (TUIOMIa3us SMan).
Yactp aeteit ObUIH TIOABEPKEHBI Kapuecy. B OTenbHBIX cydasx poanuTenu
COO0IIATN O CPOCIIMXCS, JIUIITHUX WITK JKE CIUIIKOM KPYIHBIX 3y0ax y UX JeTei.
Taxoxe nHOrAA HAOIIOJATIOCH paHHEE IIPOPE3bIBaHNE 3YOOB, CBEPXUHCIICHHBIE
KOPEHHbIE 3yObl U YTOIIIIEHHBIC JICCHBI.

YT100BI CHM3HUTH PUCK BOSHUKHOBEHUS OCIOXKHEHMI U3-3a Kapreca ¥ 9PO3UH dMAalIH
HEO0OXOANMO BBICOKOE Ka4eCTBO OKa3aHUs BrIcOkokauecTBeHHas
CTOMATOJIOTMYeCcKasi IOMOLb IO3BOJISET YMEHBLINTD PUCK OCIOXKHEHUI Kapueca U
paspymenus sMany. CToMaTonornyeckas HOMOLIb IETSAM U B3POCIIBIM MOXKET OBITh
Oonee 3 PeKTUBHOIA B yCIOBUAX cTaloHapa. IMeHHO oTpeOHOCTh B

CTOMATOJIOTHYECKOM JICUSHHH OBUTO HaUOOIIee YacTO! MPUINHON TOCTIUTATN3AIIIH.
(Gorinati 1991; Mitchell 1994; Garcia-Santiago 2015; Unique).

[13

YV Hee O0IbIIOe pacCTOSIHUE MEXKIY 3y0aMu, a elle oHa
CHJIBHO CKPEeXeIleT 3y0aMu, 0COOCHHO Koraa e 6ompHO. B
20 et y Hee Bce elle ecTh TPU MOJIOYHBIX 3y0a, HO Kapueca

HUKOI/IA He ObLI0 *, — inv dup del 8p (p12), 20 nmet

% V13-3a ipuema sekapcTB ee 3yObl OKpAIIHBAIOTCS,
MO3TOMY HY)KHO PETyIISPHO JIeTaTh PO ecCHOHAIBHYIO
YUCTKY Y dup del 8p (p21), 8 mer

Jpyrue npod;emMsl co 310poBbeM (wieHbl Unique)
I'mnornukemus (HU3KWI ypoOBEHb TIIIOKO3BI B KPOBH): 1BA 14 net
cirydas (B OHOM CITydae B COUYETAHHH C CYAOPOKHBIM CHHAPOMOM)

Creno3 (HapymeHne MpoXoMMOCTH) CIIE3HOTO KaHalla: YeThIpe Cirydast
Tpaxeomasys 1/Win JTapUHTOMAJISINS: ABA CITydast

Jedumut nMMyHOTITOOYTHHA A B KPOBH: OMH CITyJal

SI3BEHHBIN KOJIUT: OJUH clydyal

Ok3ema: 4eThlpe ciaydas

[ToBbIIIIEHHAST TYBCTBUTEILHOCTE KOXKH: TPH CIIydast

Hapymenns kpoBooOpatieHus: Tpu cirydas (B TOM 4HCIIe, OIWH CIydail CHHIpoMa
Peiino)
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CBSI3aHO HE C M30BITOYHBIM BBIJICIICHUEM CITIOHBL, & C TPYAHOCTBIO YICPKHBATh POT
3aKPBITHIM WITH C HAPYIICHHEM TJIOTAHHS, YTO B CBOIO OUEPElb MOXKET SIBIISITHCS
CIIeICTBUEM HEBPOJIOTMYECKHUX HAPYIICHHH, TAKMX KaK LepeOpaibHBIN Mapaany Win
YMCTBEHHAsI OTCTaoCTh. CYLIECTBYIOT Pa3IMYHbIC CIIOCOOBI JICYESHUS TAHHOTO
cocrosiHus. [Ipu HEOOXOMMOCTH MOT'YT OBITh HA3HAYCHBI JICKAPCTBEHHBIC CPE/ICTBA,
HaNpUMep, IJIACTBIPH, COMEPIKaIie THOCIHH, HO HEOOXOMMO YUHTHIBATh PUCK
no6o4HbIX 3 hekToB. HekoTophle poauTeni OTMETHIIHN, YTO CO BpEeMEHEM
CIIIOHOTEeYeHuE Yy ux aerei ymensimiiock (Unique).

(11
V Hee 0bUI0 OOMIIBHOE CIIOHOTEUEHHE IPUMEPHO 10 10 j1er, HO OHO MOCTENIEHHO
yMeHbIanaock. CIIOHM MHOT/AA MOSBIISAIOTCS B YIOJKaxX pTa, HO UX YK€ He Tak

MHOT0, KaK paHblIIe ¥ v dup del 8p (p21), 16 ner

I'pbrxn
Y HEKOTOPBIX JieTel ObUIH BBISBICHBI TAXOBBIC W/WIIK MyMOYHbIe TphkH. 00 3TOM
€CTh YIIOMHHAHUE B MEIUIIUHCKOH JuTepaTtype. [Ipr HeoOOX0AUMOCTH, TPHIKHA MOT'YT
OBITH YCTpaHEHBI ¢ TIOMOIIbI0 XHUpyprudeckoro BMemarenscrBa (Kleczkowska 1987,
Goa 1995; Unique).

J03uHOPUIBLHBII 330(arut
[TpumepHo monoBuHa poauteneit Unique (13 3 29 o AaHHBIM UCCIIETOBAHUS)
COO0OIIHIIA, YTO UX JCTSAM OBbUI MIOCTABJICH AUATHO3 303UHOMUIIBHBIHN 330(aruT (33),
XOTS B MEJULMHCKOM JInTepaType HeT YIIOMHHAHUS O CBS3M JaHHOTO AWArHo3a ¢ inv
dup del 8p. I1umieBos coenHsIET POTOBYIO MOJOCTH C XKeITyIKoM. Bocrasienue
MUIIEBO/IA Ha3bIBAIOT 330(parutoM. Ero nHoraa BeI3bIBatOT 303UMHOGHIBI (0COOBIH
THI OEJIBIX KPOBSHBIX KJIETOK), B OOJBIIOM KOJIMYECTBE HAKAIUIMBAIOIINECS B
CIM3HUCTON 00010uKe muieBoaa. CUMITOMBI 330(aruTa BapbupyloTcs B
3aBUCUMOCTH OT BO3PACTa, OHU TaKXKEe MOTYT HAIIOMHHATH CHMIITOMBI
racTpoaszogaraibHoro peurokca. JleTu Moryr oTka3pIBaThCs OT pHeMa ITHIIH,
YyBCTBOBATH TOLIHOTY, CTpalaTh PBOTOH M He Habupath Bec. [lonpocTku MoryT
’KaJOBaThCs Ha OOJIb B )KUBOTE HMIIU TPYIHU, COMPOBOXKAAEMYIO PBOTOH. B3pocibim
JFOISIM TPYIHO IJIOTATh MUY, & TAKXKE Y HUX MOXET BOSHUKHYTH OLIyILIEHHE,
OyaTo OHa 3acTpsiia B IHIIEBOAe. Jluera n jedyeHne CTepOUIHBIMUA TOPMOHAMH
MIO3BOJISIIOT KOHTPOJIMPOBATh CUMIITOMBI, 3a4acTylo TpeOyeTcs [UINTENbHOE JICUeHHEe
IUTS TPO(UIIAKTUKY pennauBa. [loapocTkaM 1 B3pOCIBIM JIFOASIM MOXET OBITh
TIOKa3aHO OIePATHBHOE BMEIIATEIBCTBO, HAIIPABJICHHOE HA pacTsHKEHHE MUIIEBOA
(Furuta 2015; Unique).

(13

Hamemy cbiHy nmoctaBuin auarsos 99, koraa emy 0bu1o 9 net. [IpumepHo 3a 1Ba
WIN TPH TOJIa 10 TIOCTAHOBKH 3TOT0 AMArHO3a y HEro Havyajaach pBOTA MO HOYAM pa3
B JIBE Hezenn. Hamr nemaTp cumralt, 9To 3TO HE CIMIIKOM 4YacTo, U BPS JH
SIBIISIETCST CEPhE3HOM MpoOeMoil. OTHAKO MOCTETIEHHO PBOTA CTajla MOBTOPSTHCS
Bce yame. Ham perymsipHO NpHXO0JUI0Ch TOCTIMTATU3UPOBATH €0 B OT/IE/ICHNE
HEOTJIOKHOW TIOMOIIN B CBS3M C HEYKPOTUMOM PBOTOMH, KOTOPYIO yIaBajioch
OCTAHOBUTH TOJIBKO MPUEMOM OHIAHCETPOHA (YTO ITOMOTaJio HE BCEr/a), JI0o
BHYTPUBEHHBIMHU HH)Y3usiMu. EMy moctaBuim auarnos 99 mocie
9HJIOCKOITMYECKOro 00CIeI0BaHust 1 OMOTICHH. 3aTeM Bpad BBIITHCAIT JJAHCOTIPA30JT
(ucnionp3yrouuiics npu sedernu [ OPB), HO B UTOre MPUCTYIIBI PBOTHI
MIPOJOJDKHMIINCH, M HAIIETO ChIHA FOCTIMTATM3UpOoBaN Ha 5 tHel. C Toro MoMeHTa OH
COOJIIO/IaeT IMeTy M He YHOTpeOIIsIeT MPOIYKTHI, CO/IEp KAIIHE TIIEHHITY, MOJIOKO,
coro u stina. [Ipucrymnos pBoTs! Oonblne He Ob1T0. [Tocennee obcnenoBanne
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CoOopka renoma

B 2003 roxmy 06110 00BSBIEHO O 3aBEPIICHUN MEXIYHapOIHOro rpoekra «I'eHom
YEeJIOBEKay, IIABHOW LETbI0 KOTOPOro OBLIO CO3TaHNE TIOTHON MOCIEA0BATEIBHOCTH
YEJIOBEYECKOr0 TEHOMA U KapThl TCHOB.

OJHaKo IOCIeA0BaTENbHOCTh MHOTHX YYacTKOB ObLIa YCTAHOBIJIEHA HE IIOITHOCTBIO,
U y4eHbIe IPOAOIDKAIOT MCCIEJOBAHNUS, BOCIIONHIA IIPOOEIIbl Ha KapTe FEHOB.
Kaxplii pa3, korja nosBiseTcst HoBas HHpopManus 0 TeHOMHOM
MOCIIeJ0BATENIbHOCTH, HyMEpallKs IIap OCHOBaHUI XpOMOCOM HEMHOI'O MEHSETCS, H,
CIIeJOBATENbHO, MOXKET CABUTAThCS HyMepalusl OTAEIbHBIX T€HOB U NYIIIUKALUH.

OMHOIOFOII B QULHIER J

Kaxyro HOBYIO BEpCHIO TeHOMa 00BIYHO Ha3bIBAIOT «cOOpKoi». HoBbIe cOOpKH
reHoMa IyOIMKYIOTCS KaXkable HeCKOMbKo JieT. [IpenocraBisemas reHeTHIecKas
nH(OpMAaIKsI OCHOBaHA Ha CaMOM MOCIIeHEH Ha MOMEHT IPOBEAEHUS UCCIIE0BAHUS
coopke renoma uenoseka (Genome Reference Consortium (GRC) human (h)).
Taxum o6pa3zom, nocinenosatenabHocTh JIHK MoxkeT ObITh 0003HaueHa kak hgl9 -
TeHOM 4enoBeKa 19 (B reHeTHYEeCKOM 3aKII0YEHUH OHA TaKoKe MOXKET OBITh Ha3BaHA
GRCh37), koropslii 0611 oryonrkoBas B 2009 roay, nium hg 18, koTopslii ObLI
omyonukoBaH B 2006 roxy. Uem meHbie Homep hg, Tem paHbliie Oblia BhIMyIIEHA
cOopka. Hogelinrasi Ha JaHHBII MOMEHT cOopka Oblia omyonukoBana B 2014 rony u
nonyuunna HazBaHrne GRCh38/hg38.

OcHOBHBIE IPOSIBJICHUA

Kaxnplit yenosek ¢ inv dup del 8p yHHKaleH U CTaJIKUBAETCs ¢ Pa3IMIHbIMU
npobieMaMi MEIUIMHCKOrO XapakTepa U TPYAHOCTAMU B pa3Butun. Hike
HPEACTABIICHBI TE MPOSBICHHSI, KOTOPHIC BCTPEUAIOTCSI HANOOJIEE YaCTO W/HIIH MOT'YT
CepBE3HO MOBIHATH Ha 3I0POBbE WITH PA3BUTHE peOCHKA!

OmnpejeneHHast CTENeHb 3aJIepP)KKU B Pa3BUTHU

OmnpeneneHHble TPYIHOCTH B 00yUeHHH

3ajiepiKka peueBoro pa3BUTHUsI WM OTCYTCTBUE PEUH

Huskuit MBIIeYHbIH TOHYC (THIIOTOHUS )

AHOMaNMK CTPOCHUSI TOJIOBHOTO MO3Ta

IaTonmoruu cep/iia, KOTOpbie 00BIYHO TPOXOIAT ECTECTBEHHBIM 00pa3oM
TpyAHOCTH MPU KOPMIICHUH

XapakTepHble BHEIIIHUE YePETHO-ITUIIEBbIE OCOOEHHOCTH

Hapymmenust, koTopble 00BIYHO HE MPOSBIIAIOTCS MIPU POXKICHUH, HO MOTYT
Pa3BUTHCS B IETCKOM BO3pacTe:

HckpuBiieHne MO3BOHOYHUKA
KonTpakTypa cycTaBOB, OrpaHHUMBAONIAS ABUTATEIBHYIO CIOCOOHOCTD

JIpyrue nposiBjieHust

MHokecTBO Apyrux HpO?[BHeHI/Iﬁ OBLIO OIMHMCAHO B MGZ[I/IL[I/IHCK()ﬁ JINTCPpATYpC U y
YJICHOB Umque HeKOTOpLIe 13 HUX B IICJIOM YallC BCTPECHAIOTCA Y ,Z[eTeﬁ C
XPOMOCOMHBIMH OTKIIOHCHUAMU, APYTUAC XKE MOT'YT OBITH HE CBSA3aHBI C

9



OHMHOIOFOII B QULHIER J

XpOMOCOMHO# matoyorueii. Tem He MeHee, YUUThIBast TOT (haKT, YTO OHH OMUCAHBI Y
npyrux Jrojaeil ¢ inv dup del 8p, Bpad Bamiero pedeHka MOKET OOpaTHTh Ha HUX
ocoboe BHuManue. K HUM OoTHOCATCS:

Beicokoe / rornaeckoe HEOO

AHOMAaITUH pa3BUTHS 3y0OOB

AHOMAITUH pa3BUTHS I1a3

AHOManuu pykK, HOT, KUCTEH MJIM CTOI, BKIIOYasi KOCONANoCTh
[NaxoBast WK MynoYHast TpbhKa

HenpaBuiibHOe MOMOKEHHE KUAIICUHUKA

AHOMAITUHA MOYEBBIJICTUTENHHON CHCTEMBI

Bpox/IeHHbIH BBIBUX WK HECTAOMILHOCTh Ta300€JPEHHOr0 CycTaBa
[pexxneBpeMeHHOE CpallleHre KOCTel yepena
[pexneBpeMeHHOE (paHHEE) MOJIOBOE CO3PEBAHUE
D03uHOGUIBHBIH 330(haruT

[urepakTHBHOCTD U AyTHCTHYECKOE MTOBEICHNE

Upe3MepHOE CITIOHOTEUEHHE
(Feldman 1993; de Die-Smulders 1995; Guo 1995; Tonk 2001; Fisch 2011; Garcia-
Santiago 2015; Akkurt 2017; Unique)

BepemeHHOCTH M poabI

XoTs1 y MHOTHX OEpeMEeHHOCTb MpoTeKalia 0e3 OCI0KHEHHH, OKOJIO ITOJIOBUHBI
OIpolIeHHBIX rpynnbl Unigue cooliimm o mpobiaeMax B T€UEHHE 3TOro rnepuoja (B
ToMm ymcie, 16 u3 30 yuactaun uccnenoanus 2017-2018 1.).

Yaime Bcero coo0mIaaock 00 OTKIOHEHHSX, BBLBISIEMBIX IPH YIbTPAa3ByKOBOM
HCCIIeIOBAaHNH TUIOAA, U 3a7epKKe BHYTPHYTPOOHOIO pa3BUTHS IUI0Aa (CHHAPOM
3anepxku pocta mioga (C3PII)). YV Heckonpkux MaTepei HabI0AaIICh
KPOBOTEUEHUS BO BpeMs OEpeMEHHOCTH, APYTHe paccKas3ajd, YTo peOeHOK Majlo
IIEBETIJICS B YTpoOe (CHIDKEHHAS ABUTaTeIbHAsS aKTUBHOCTD IUIOZAA). Y HEKOTOPBIX
OepeMeHHBIX OTMEYANIOCh YBEIMIECHHOE (MHOTOBOINE) MIIM YMEHBIIIEHHOE
(ManoBoAME) KONMMYECTBO OKOJOILIOAHBIX BOA. B HEKOTOPBIX CIydasx B COCTaB
ITyIIOBUHBI BXOMIIO TOJIBKO /IBA COCY/Ia BMECTO MONIOKEHHBIX TpeX. B HeMHOrmx
CITydasx HaOJII0JaI0Ch MOBBILIEHHOE apTEPUAbHOE NABJICHHIE HIIN MPEIKIaMIICHSL.
VY onHoit u3 onpomenHbix Unique Obuia 3aduKkcHpoBaHa 4aCTUUHAS OTCIONHKA
IUTAIIEHTHI (OT/AENEHHE TUTAIEHTHl OT CTEHKH MaTKH).

“ ABCOMIOTHO HOpPMaTbHAS | 310pOBasi GEPEMEHHOCTh. Y MeHs GbIIO TA30BOE
npeiexanue 10 38 Henean. Mbl JyMaid, 9TO M3-3a2 3TOTO MOT'YT BO3HUKHYTh
TPYAHOCTH, HO, B KOHIIE KOHIIOB, OHA MIEPEBEPHYIIACH " dup del 8p (p11)
€ [CormacuHo manueiM Y3U B TeueHHEe OEpEMEHHOCTH | HAKOTUICHHE KITKOCTH B
TOJOBHOM Mo3re, cuaapom J»umu-Yokepa (CAY), oTCyTCTBHE MO30IHCTOrO TENa,
YBEIMYCHHOE CEp/IIe U BOJSTHKA TuI0/a. bhiIo Takoe omynienue, Oyaro oHn Ha
kaxaoM Y3U o0Hapy)KHUBAIOT YTO-TO HOBOE. MBI OBLITH TOTOBEI K TOMY, YTO HAIeH
Jlouepr Hy>KHO OyJeT IMPOBOAUTH IIYHTHPOBAHNE CPa3y MOCIIE POXKICHHS, HO B
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[11

O,HI/IH TJj1a3 Ij10Xo BUAUT, JIETKOC KOCOIIa3ue U MHUOIIKS IIPaBoro rjiasa,
acTUrMaTHU3M JieBoro riraza. Hocut ouku. Ha MPOTSAKCHUM ITOYUTH UCTBIPEX JICT
JIEBBIH TJ1a3 3aKpbIBAJIM OKKJIFOACPOM Ha OJJUH 4YaC B ACHb. C 1t 1eT OKKJIIoACp

yiKe He HCIIonb30BaH *, — inv dup del 8p (p21)

Hedo
V¥ nereii ¢ inv dup del 8p BbIcOKOE /TOTHYECKOE HEOO BCTPEUAIOCh OYCHB YacTo, a
paciienyHa ryosl U Heba — KpaiiHe peiko. AHOMAJINHU Pa3BUTHS HeOa, B 4aCTHOCTH
pacIeNrHbl, MOTYT BBI3BIBATH MPOOJIEMBI C KOPMIIEHUEM, CIIyXOM, POCTOM 3yOOB U
peubio. XUpypruueckoe BMENIaTeIbCTBO IOMOTaeT He TONBKO YIYUIIUTh BHEIITHHUH
BHUJI, HO U OOJIETYUTh WM JaXKe MOJHOCTIO YCTPAHUTH MMO00HBIE TPOOIEMBI
(Garcia-Santiago 2015; Unique).

[13 o o
V Hee Ppa3aABOCHHBIN He6Hbll/l A3BIYOK, UTO MOXKET CBUJACTCILCTBOBATH O HAJIUMYUU
CKPBITOW paciieinHbl HeOa. Y Hee NOCTOSIHHBIE MPOOJIEMBI C €101, OHa He

pasroBapuBaet. Oneparun He Gblto *, — inv dup del 8p (pl1), 5 mer

[13
VY Hero o4eHs BBICOKOE HE0O0, KOTOPOE MeIaeT MPUHUMATh MuIy. OpTOJOHT
PacCUUTHIBAET CKOPPEKTUPOBATH HEOO C TOMOIBIO CIIELUATBEHOTO

OPTOLOHTHYECKOro ycTpoiictsa , — inv dup del 8p (p12), 13 ner

“V Hee oueHp BBICOKOE HEGO, M OHA HE MOXKET JKEBATh nuiry. OHa He XKyeT, a
IPOCTO MPOTIAaThIBACT MUY [ETUKOM. Y Heé ObIJI0O MHOTO MPUCTYIIOB YAYIIbS,
MPEXIE YeM MBI TIOJTHOCTHIO OCO3HANM TpobaemMy. Mbl Hauau AaBaTh el Oosee
MATKYIO IMUITY U MEJIKO HAapE€3aTh €€. MBI YUCTUM SIOJIIOKH U rpymu, u3amMejib4das ux,

TaK KaKk OHa He JIIOOUT KycaTh U MOXKET MPOCTO NMPEKPATUTh €CTh ? v dup del
8p (p21), 13 mer

He3nauurtenbHble AaHOMAJINHU PA3BUTHSI OJIOBBIX OPTaHOB
HesHauutenbHbIe aHOMAIUK PAa3BUTHS HOJIOBBIX OPIaHOB MHOT/IA HAOMIOAAIOT y
Masb4rKoB ¢ inv dup del 8p, emre pexe - y geBouek. OnbiT Unigue NOKa3bIBaeT, 4To
y BOCBMH MQJIbYUKOB IIPH POXKACHUH SIMYKH HE OBUTH OITYIIEHBI B MOLIOHKY
(xpunTopXu3M). SIMUKU HAYMHAIOT OITYCKAThCS M3 OPIOLIHOM MOJIOCTH B MOLIOHKY
BHYTPUYTPOOHO, K MOMEHTY POXKJICHHUS OOBIYHO OKa3bIBAIOTCS B MOLIOHKE. Y
MHOTHX MaJIbYUKOB, JaKe 0€3 XPOMOCOMHBIX OTKIOHEHHH, SINYKH OITYCKAIOTCS B
MOIIIOHKY HE K MOMEHTY POJKACHHS, a B TEUEHHE HECKOJIBKUX MECAIIEB MOCIIE
poxaenus. Ecim 3TOro He MpoH30MLI0, TO IMYKHA MOTYT OBITh OITYILCHBI H
TIPUKPEIUICHBI K MOIIOHKE XUPYPTUUECKUM ITyTeM (OpXHUAONEKCHs). Y IBYX
MaJIbYMKOB HAOIFOIAK THApOoIese (CKOILUICHUE HKUKOCTH B 000JI0UKAX SIMYCK),
KOTOpPOE MOJKET OBITh YCTPaHEHO C TIOMOIIBIO IPEHUPOBAHMA. Y OJHOT'O MaJIbuHKa
Unique ObUT BBISBIICH MaJICHEKHHN TIOIOBOY WJIEH. DTO TaK)Ke OITUCAHO B
MEAMIMHCKOM uTepaType. OnHa 1eBOYKa POAMIACH C ABYMS MaTKaMH U IBYMsI
BJarajgumaMy. MHOTHE U3 TAaKUX aHOMaJINH TaK)Ke MOTYT OBITh BBISIBIICHBI y JICTEH,
HE MEIOLIUX XPOMOCOMHBIX HapymeHni. OObIYHO OHM HE BBI3BIBAIOT CEPHE3HBIX
npobusiem (Kleczkowska 1987; Unique).

I'nnepcaauBauus U CJIIOHOTEYEHHE
3HaunTeNnbpHOE KonmudecTBo poauteneit Unique (13 n3 29) orMeTHio, 4To y nerei
HaOIr01aNI0Ch N30BITOYHOE BBIICNICHNE CITIOHBI (THITEpCaIMBAINS ) W/ HITH
CIIIOHOTEUeHue (cuasiopes) B OONbIIeH WM MEHbIIEH cTereHn. B oqHOM ciydae 3To
BO3HHUKAJIO TIepe]T SMUICNTHYECKUM NpHcTynoM. CIITOHOTEYEeHHE MOXKET ObITh
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Yarme Bcero y aereit 6puta 0nmzopykocts (Muonust) (7 u3 29 ciaydaeB 1o JaHHBIM
HCCIIEIOBAHMS; TIATh CIydaeB B 0aze JaHHBIX). Jpyrue uMenu 1ansHO30pKOCTb
(rumepmerponwst) (2 u3 29 cirydaeB 1Mo JaHHBIM HCCIEIOBAHMS; OJHMH CIIydail B Oaze
JTAaHHBIX). Y YeThIpex JeTeil ObUIo EeHTpaIbHOE HAapyIIeHUE 3peHus], KOTOpoe
BO3HUKJIO U3-3a NIPOOJIEMBI C TOJIOBHBIM MO3IOM, a He ¢ I1azaMu. OHoMy peGeHKy
OBLJI IOCTAaBJIEH JUATHO3 «clenoTay. OHAKO ee POAUTENN CUUTANIHU, YTO OHA MONM@
BU/IETH, HO HE MOKET IOJIb30BATHCSI CBOUM 3pEHUEM. Y HEKOTOPBIX JETeH ObLI
acTUrMaTu3M. Mx rmasHoe s10J10k0 HAIIOMHHAJIO 10 (hopMe cKopee M4 I perou,
4yeM (yTOONBHBIN MsT4, TOATOMY UX 3peHHE ObIIIO pa3MBITHIM. OYKH TIOMOTAIOT
JIETSIM BHIETh HOpMaibHO. OJTHAKO HEKOTOPbIE POIUTENN COOOIIAIH, YTO HX
peOeHOK Bce BpeMsl XOUET MX CHSTb.

OnHa TpeTh JeTell, y9acTBOBABINUX B UcCIe0BaHUK Unique, AIMEITH KOCOTIa3ue
(cTpabusM) — coOCTOsIHME, TIPU KOTOPOM OJJMH HJIH 00a Iila3a OTKIOHSIOTCS
KHAPYXKH, BHYTPb, HAPYXKY, BBepX WiH BHU3. Kocorinazue MoXeT ObITh MOCTOSHHBIM
WITH MOYKET BO3HHUKATh MIEPUOANYECKU, OCOOCHHO MPH YCTANOCTH. J[Js KOppeKIuu
KOCOTJIa3usl yuyacTHUKaM Unique XOpOIIo MOMOTaio PUMEHEHHE OKKITIOZIEpa,
BBITNTOJIHEHUE CIICIIHMAJIbHBIX yl'[pa)KHeHI/Iﬁ U HOLICHUE OYKOB. OllHaKO HEKOTOPKIC
Cly4au CTpabu3Ma yaaioch CKOPPEKTHPOBATh TONBKO XHPYPrHIECKHM MeToaoM. [1o
MeHbIIEH Mepe y OTHOTO peOeHKa pa3BHIaCh aMOIHONUs (<JICHUBBIH TJ1a3)), 4TO
MOKET OBITh CIIEICTBHEM MMOCTOSIHHOTO KOCOTJIA3HsI OJIHOTO IJIa3a.

Taxke B MEAULIMHCKOM JINTEpAType U cpeau nereil Unique ecmpeyanucy 1 qpyrue
po0IeMBI CO 3peHHEM, B TOM YHCIIE HUCTArM (HEKOHTPOJIMPYEMbIe BIKEHHS IJ1a3)
B LIECTH CIIydasix ¥ CUHApOM JlyditHa (HapyllieHHe T1a30/1BUTraTeIbHON (QYHKIIMN) B
IBYX CIy4dasx y AeTeil. beuin Taroke 3aperucTpupoBaHbl TaKue peaKue 3a00eBanmys,
Kak KooOboMa pay>KKi — MOPOK Pa3BUTHUs LIBETHOW YacTH IJ1a3a, IPH KOTOPOM
pagy’KKa BBITJIIOUT KaK 3aMOYHAs CKBaXKHMHA; MUKPO(DTAIBEMHUS (AHOMAJIBHO
MaJIeHbKHI pasMep IJ1a3a); HOBPEXICHHE 3pUTEIHHOIO HEPBA; AaHOMAJIUH Pa3BUTHS
CeTYaTKHU B 3aJHEH YaCTH IJTa3HOrO s0JI0KA; KaTapaKThl; ITO3 (OMYLICHHE BEPXHETO
BeKa, IPEILITCTBYIONIEE IIOJTHOMY OTKPBIBAHHUIO I71a3a); U JarohTaapM
(HEBO3MOXKHOCTB MOJTHOCTBIO COMKHYTB BekH) (Guo 1995; Garcia-Santiago 2015;
Unique).

suTeWdo(hHE BBXOHUIUITOIA

“V Hee KOpKOBOE HapylieHne 3peHns. Eif 6onbIe HpaBUTCSI CMOTPETh Ha JIHIIA,
4YeM Ha npeaMeTsl. Eif TpyIHO cIeuTh I1a3aMu 33 MPOUCXOSIINM, OHA UCIIONb3YeT
nepugepudeckoe 3peHue, ITo0sl HabII0AaTh 3a ABIKEeHUAMU. Jlydie Bcero ajs Hee
MYJIBTHCEHCOPHBIH 10X0/]. MBI HCIOIB30BAIN OKKIIIO/IEP B TEUCHUE HECKOIBKUX
JIET, YTO XOPOIIIO IOMOTIIO TIPH 3K30TPOIHH (Pa3sHOBUIHOCTH cTpabm3ma). Take B
BO3pacTe OHOTO r0/la OHA MEPEeHecIIa ONEePALNIo Ha ri1a3Hoi Mblmie. Ceifuac oHa
CMOTPHT 000MMHU TIIa3aMH OJHOBpeMEHHO. [0ka3aTenb OeHKH ee 3peHNs B

nocieHui pa3 cocraBmin 20/260 [mmoxoe 3peHue] ? —inv dup del 8p (pl1), 7 mer
“ On HOCHT TOHHPOBAHHbIE OUKH, UTO YIYUIIAET CEHCOpHOE BocmpusTie. Eime on

TIEpEeHEC OTEPAIHIO Ha ITPABOM TJ1a3y 10 TOBOAY aMOnuonuu u crpadusma. OH He
MOXET COBEpIIATH JIBHKEHNS TJIA3HBIMU sI0JIOKAMH KaK MO TOPU30HTANIN, TaK U TI0

BEPTUKAJIH B ITOTHOM 00BEMe ¥ —inv dup del 8p (p12), 13 ner
“ KopkoBoe Hapymrenne 3perus. Y Hee HET IpoGIeM ¢ IPOCTPAHCTBEHHBIM

3pCHUEM U OpHCHTaHHCﬁ B IPOCTPAHCTBC. V Hee cHIKeHa CKOPOCTb ABHUKCHUA
TJIa3HBIX $I6JIOK, 1 OHa NO0JIKHA MMOBOpavnBaTh rOJIOBY, 4TOOBI CJICIUTh 3a

npeameramu. Ona mioxo Bugut , — inv dup del 8p (p21), 16 ner
42

UTOTE, KOT/Ia OHA POJIMIIach, M30BITKA KUIKOCTH B MO3Te YK€ HE ObLIO, Kak U
curpoma Jlenau-Yokepa >, — inv dup del 8p (p11)

[11 v
CHmKeHHas JABHUIraTCibHas1 aKTUBHOCTH, MAaJIO€ KOJIMYCCTBO aMHUOTHYCCKON
KHJIKOCTH, 06paTHLII7I ﬂHaCTOHI/I‘{eCKI/Iﬁ KPOBOTOK B apTE€pUH ITYITOBHUHEI. 3az[ep>1<1<a

pocra ”, — inv dup del 8p (p21)

“ BepemenHoCTh npoTekaia 6e3 ocaoxHeHnii 0, — inv dup del 8p (p21)

CornacHo uccnenoBanusMm Unique, y 14 u3 44 martepeli, KOTOpble paccka3aid HaM O
TIPOJIOIDKUTENILHOCTH CBOEH OepeMEHHOCTH, ObUIN TIPEXIEBPEMEHHBIE POJIBI MEXKIY
32 u 36 Henensimu. HeckonbKO U3 HUX TaK jK€ COOOIIMITH, YTO POJIBI TPOLILIH
Yype3BbIYaiiHO ObICTpO. B MemuuuHcKoil nuteparype onucan noxoxuid cinyvaid (Chen
2016).

B Tpetu ciydaeB pojbl MPOU3OILIN ¢ TIOMOIIBIO KecapeBa ceueHus (UCCIeA0BaHue
2017-2018 r). OCHOBHBIMH TTOKa3aHUSIMH K ONIEPATUBHBIM poJaM ObLIN Ta30BOE
npeiexane IUIoAa JIM00 HaTMYKe KecapeBa CeUeHHUs y MaTepy B aHaAMHe3e.
WHorza onepanuio ienali B CBS3U C OCJIOKHEHUSAMHU OepeMEHHOCTH, TAKMMH KaK
MPEe3KIIaMIICHs I 3aJIepKKa poCcTa IIoJa.

Hogopo:xaenubie
Y GoJBIIMHCTBA MIIAJICHIIEB YIKE ITPU POXKICHUN HAOIIO/IAINCH OIpe/IeICHHbIE
npobnembl. Y 12 mnanenueB Unique ObLn HapyIICHUS JbIXaHHSI, MHOTHE
HYKJAQJINACh B HEOTJII0KHOW KPaTKOBPEMEHHOM BEHTWIISLIUU JIETKUX. Y YETBEPbIX
OTMEYAJIOCh aMHOd (AMU30AbI OCTAHOBKH ABIXAHHS, YaCTO BO BPEMs CHa).

Eie oot cyiecTBeHHO# npobiieMoil Oblia keTyxa, 3aperucTpupoBanHas y 14
MUTaJIeHIIeB. Y MHOTHX JIeTeil OHa ObLia TSDKENOH, U UM TpeboBaiachk (hoToTepanusl.
VY opHOro MajbpuMKa OTMEYasach 3aTsKHas KenTyxa 1o 4—6 mecsues (Santiago
2014; Unique).

12 ponuteneii rpymmsl Unique TOBOPIIIH, YTO HX
HOBOPOXKJEHHbIE «HEOOBIYHO MAJIOAKTHBHbIE U
CIIOKOWHBIE». JIJIs Bpauel 3TO TPEBOXKHBIM MPU3HAK, TaK KaK
OH MOJXKET OBbITh 00YCIIOBJIEH KAaKMM-JTHOO0 3a00IeBaHUEM.
TpynHOCTH BCKapMJIMBaHUS - €lle OJHA PACIPOCTPaHEHHAS
mpobaema (cM. pazaen Kopmienne).

[11

Kenryxa Obl1a yMEPEHHO BBIpaXKeHA. Y HETO OBICTPO Pa3BIIINCH MPOOIEMEI C
JBIXaHUEM, a [TOCIIe PHUCTYIIA allHO? Ha TPETUH AEHb )KU3HU €ro NepeBed Ha
HCKYCCTBEHHYIO BEHTHIIAINIO JIerkux ~, — inv dup del 8p (p11)

“ Jlerkas dhopma xentyxu. HecMOTpst Ha TO, 9TO OH MaJICHBKHUH % OH 3I0POBEIIL™,
— inv dup del 8p (p11)

'V Hero GblTa yMepeHHast KeNTyxa, KOTopas He TpeOoBayIa IedeH s, Y MeHs ObLIH
€CTECTBEHHBIC POJIBI, M OIIEHKA MO mKaine Anrapa O0bi1a 10 Ha niepBoi M IATOMH
MUHYTE KHU3HHU. Ero nonoxmnm B oTjereHre HHTEHCUBHON Teparuy I KOHTP OISt
3a €ro TeMIIepaTypoil Tena, ypoBHEM caxapa H ycBOeHHeM mumiy. OH Mmposexal B
OTJCNICHUH TIOYTH TPH JIHS, a 3aTeM ObLI BhITIHcaH moMoit~, — inv Dup Del 8p (p11)

T . »
OH OBUT HEAOCTATOYHO AKTHBHBIM U BBITJISICI CIIUIIKOM CIIOKOWHBIM ~, — inv
dup del 8p (pl1)
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(11

KOFZ[& OH POAWJICA, OH IJIaKaJl IOYTH 6633By‘1H0. Mama YKJIaabIBaJIa p€6€HKa B
KOJIBIOEIIb pAaOM CO cBoOCH KpOBAaThblO, 4yTOOKI CIIBIIATE €ro. OHa 4acTo ciIeauiaa 3a
€ro AbIXaHUEM U 3aMcvalla, KaK OH IepeCTaBajl AbIIATh, a 3aTCM KaAHO I'JI0TaJT

BO31yX *, — inv dup del 8p (p12)

o Kentyxa nporekana Tspkerno. [IpumepHo 2 Heslenu Mbl IOIb30BAIKCH alapaToM
LE] .
st pororepanuu noma , — inv dup del 8p (p21)

dusznueckoe pa3dBuUTHE
VY 00JBIIMHCTBA HOBOPOXKIEHHBIX BEC OBUT HOPMAJILHBIM MJIM HEMHOT'O HHXKE
HOPMBI.

Cpennuii Bec npu poxxacHuu y mutaneniies Unique ¢ inv dup del 8p cocrarsin 2,92
kr (ot 1,42 xr no 4,2 kr). Camblii ManeHbKHI BeC ObLT Y HEJIOHOIIEHHBIX JIETEH.

TpyaHOCTH IIPU KOPMJIEHUH B TIEPBBIE MECSIBI )KU3HH MOT'YT IPUBECTH K
3aMeIEHHOMY Ha0Opy Macchl Tella OTHOCUTENBHO pocta. [1o ciioBam poauTese,
MIPUMEPHO JIBE TpeTu mitajieHeB Unigue (cornacHo ucciieoBaHuio - 17 u3 29)
HMEJH 33JIEPKKY pOCTa, Mo OOJIbIIeH YacTH JIETKYIO WM YMEPEHHYI0. 3a4acTyio y
JleTel HeBBICOKUI POCT, a Bec HIKE HOPMBL. TONBKO y HEKOTOPHIX JETel pOoCT U BeC
orepexaer cpenHue nokasateinn aust ux Bo3pacra (Taylor 1977; Mitchell 1994; de
Die-Smulders 1995; Masuda 2002; Vermeesch 2003; Hand 2010; Unique).

Kopmiienue
TpyaHOCTH ITpU KOPMIIEHUH B PAHHEM BO3PACTE BO3HUKAJIM IMPAKTUYECKH Y BCEX
nereit Unique.

V G0JIBIIMHCTBA OHU OBUIH MIPEOJOTMMBIMU U KPATKOBPEMEHHBIMH, OIHAKO B
HEKOTOPBIX CIIydasix IPHOOpETatd XPOHHIECKUiT XapaKkTep, TpeOOBaIu JCUCHHS 1
NPHUBOAWIM K CEPbE3HBIM HapyIICHHsIM. [Ipo6aeMbl CO BCKapMITHBaHUEM
HEOOXOMMO pelaTh Kak MOXKHO paHbliie, 0OPATUBIIUCH K KBATU(QHUIIPOBAHHOMY
CIIELUATUCTY [0 BCKAPMIIUBAHUIO.

MHorue MaTepy IbITAIUCh KOPMHUTH IPYIbI0, HO B OOJNBIIMHCTBE CIy4aeB JIETH He
MOTJIM IPaBUJIBHO 3aXBATUTh IPY/b, OBUTH CIHIIKOM BSUIBIMHU, OBICTPO YTOMIISUINCE,
HE UMEJIH CocaTelIbHOro pedJiekca 1 ObUTH HECIOCOOHBI K OJJHOBPEMEHHOMY
COCaHHIO, TJIOTAHHIO U ABIXaHHI0. HEKOTOPBIM MaTepsiM ynaBajiock KOPMHTb
TPYIBIO, OMHAKO U B 9TUX CIy4asiX y NeTel HaOIroaanach
HeIocTaToYHas npubaBka Beca. [1o Menslieit mepe, 15
neTsiM U3 rpymmsl Unique PUXOIUIOCH 00eCIIeunBaTh
MUTaHue Yepe3 HazoracTpanbHelid 3001 (HI'3), koTopsiid
YCTaHaBIMBAJICS Yepe3 HOC B IKEITYHOK (B OIHOM U3
CITy4aeB — IOCIIE TOMBITKH KOPMIICHHUS ITPH ITOMOIIH
oporactpansHoro 30812 (OI'3), mpoxozsmiero yepe3 poT B
KENYIOK). B mrectu cirydasx nmuraHue BpeMEHHO &
OCYIIECTBIISUIOCH € UCTIONBb30BaHHEM I'aCTPOCTOMBI, Yepe3
KOTOPYIO THIIA MOTaj[ajla HapsMYo B xeTyaoK. KopMieHne oqHoro u3 aereit
OCYIIECTBIISUIOCH TIOCPEICTBOM TaCTPOCIOHOCTOMBI (KaK M OOBIYHASI TACTPOCTOMA,
TpyOKa ITOMeIIanach B MOIOCTh KeTyAKa, HO BBOAUMAs MHIIA, MUHYS KeTyIOK,
MOCTYTaJIa HETOCPEACTBEHHO B TOHKYIO KUIIIKY IT0 MAJICHBKOH TPyOOUKe).
HexoTopbiM AeTsiM 30HI0BOE MMTaHUE TpeOOoBaIOCh OoJee JITUTEINEHOE BPEMS.
BonbmmHCTBO MiTaIeHIIeB KOPMIITHCH Y€pPe3 COCKY, OJTHAKO JIETH C KOPOTKOH
Y31€UKOH s3bIKa (Korja S3bIK PUKCHUPYETCS CKIIaIKOH TKaHHU KO JTHY POTOBOH
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CITy4asix, YTOObI YCTPAHUTh CKOIUICHUE MOYH U MPEOTBPATUTh
MOBPEKICHNE MOYKH, TpeOyeTcst BBOJ KaTeTepa (10 TaHHBIM
Unique).

Cayx
XOTs TYroyXx0CTh HE ABIIACTCS XapAKTEPHBIM CUMIITOMOM inv
dup del 8p, HEKOTOpEIC ETH U MJIAJICHIIBI KIMEIOT BPEMEHHOE
CHIDKEHHE CITyXa, CBSI3aHHOE C 9KCCYAATHBHBIM CPEITHUM
otuTOoM. ['0pasio pexxe BCTpevaeTcsi OAHO- WITU JIBYCTOPOHHSIS
HEeWpOCEHCOpHAast TYTOyXOCTh CpEIHEH MM TSHKEJIOH CTENEeHH.
Y opHOM NeBOYKHM OblIa JBYCTOPOHHSSI KOHYKTHBHAS
Tyroyxocts. 1o cioBaM poauTeneil, HEKOTOpbIe AETH HE
OPOIIUTH ayAUOTOTHYECKUIA CKPHHHHT B TIEPHO.T
HOBOPOXKJEHHOCTH, HO K JIBYM C TIOJIOBUHOH I'O/IaM HX CIIyX
OBLT B TIOJTHOM TIOPSTIKE.

8 et

Jlns1 ycTpaHeHuss BpeMEHHOIO CHUKEHUS CIIyXa,
06yCHOBHCHHOFO 3KCCYZIaTI/IBHBIM CpCaAHUM OTHUTOM, yCTaHaBHI/IBaIOT I_HyHTI)I,
KOTOpBIE CHIKAIOT JaBJICHHE B cpeaHeM yxe. OHAKO TaKoe JCYCHUE MOMOraeT He
BCeraa. B PEAKUX CJ'Iy'-IaS[X, npu I[JTI/ITCJTBHoﬁ nmorepe cnyxa, MOFyT IIOMOYb
CITyXOBBIE aIlapaThl, KOTOPbIC MOTYT HA3HAYATH KaK Ha KOPOTKHM, TaK U Ha
MPOJOIDKUTENLHBIN poMekyToK BpeMenu (Guo 1995; Unique).

Hekortopbie eTH HMEIOT MPEAPACIONOKEHHOCTh K OTUTaM, KOTOPBIE MOT'YT
COTIPOBOXKIATHCS CHIIBHON GOJIBIO HAPYIIICHHEM CaMOYyYBCTBHSL. JIist medueHns
OTHTOB MOXET MOTPeOOBAThCSA MPUEM aHTHOMOTHUKOB MJIM YCTAHOBKA IIIYHTOB.
[ToCKOBKY JETH UMEIOT PUCK 3a/ICPIKKH PEUECBOTO PA3BUTHS, JTFOOBIC TTOI03PCHHSI
pomuTeneil Ha HapyIIeHHe CliyXa TPeOyIOT He3aMeUTUTEIBHOrO 00CIeI0BaAHKS 1
JIeUEHHSs], OPTAHM30BAHHOTO Ha JIOMY HMIIH B IIIKOJIE.

(1R
Eit Hano Ob1T0 yCTAHOBUTH ITYHTHI B 00a yXa, Tak KakK 70 TPeX JIeT y Hee ObLIH
NpoOIIEMBI CO CITYXOM M3-3a CKOIUIEHHS KHIKOCTH B ymmax. [locie nedenus ciryx

MIPUIIIET B HOPMY ¥ inv dup del 8p (pl1), 7 net

“Viz-3a XPOHMUYECKOIO OTUTA €11 YCTAHOBWJIM LYHTBI HA OJUH I'OJl. Y HEe JIerkas
TYroyXxocCTh CIIpaBa M yMEPEHHAs - CJIEBA, I0O3TOMY OHA HOCUT CIIyXOBOH ammapaT Ha
JIeBOM yxe. Bpaun ycTaHOBHIIH, UTO y HEE HEZOPA3BUTHE BOJIOCKOBBIX KIETOK B
yIuTKe yxa. Yepes3 HECKOIBbKO JIET e MOHaI00MTCsl KOPPEKILIUS CiIyXa C ABYX

CTOPOH ¥ —inv dup del 8p (pl1), 3 ronma

[11 o

B Bo3pacte 12-Ti MecsIeB OHA TIEPEHECIIa OCTPhIi OTUT. B uethipe roma oHa He
MPOIIIa ayAHNOIOTHIECKUH TECT B IIIKOJIE, TOITOMY €€ HAIPaBIIN K
OTOJIAPHHTOJIOTY JUTs obcnenoBanns. Celfvac eif maTh JET, ¥ OHA J0 CHX IT0p TIII0XO

CITBIIIUT, Ja’Ke C YCTAHOBJIEHHBIMU B yIIaX TPYOKaMH ? —inv dup del 8p (p21)

13
V Hero ecthb HpO6H€MBI CO CIIYXOM. HCKOTOpLIe N3 HUX MOT'yT OBIThH CBSI3aHBI C
OKCCYAAaTUBHBIM CPEAHUM OTHUTOM. JleBBIM YXOM OH H€ CJIBIIIWT. B ero paBoOM yxe

YCTaHOBJICH IIYHT, a Ha JICBOM yX€& OH HOCHT CITyXOBOH armapar ” —inv dup del 8p
(21

I'1aza u 3penue
IIpumepHo nonoBuHa cemert Unique coobmimia o mpodiemax co 3peHHeM U O

CTPYKTYPHBIX aHOMAJIUAX IJ1a3a. 4



miens). MHorma HaOuroanrch HCTOHYeHHE U pedpuctocth Hortel (Vermeesch 2003;
Garcia-Santiago 2015; Unique).

3a4acTyro 3TH aHOMAJIMU He TPUBOJAT K CEPhE3HBIM HAPYIIEHUSM Y JIeTeil U
TpeOyIoT neuyeHus. J[eTsiM ¢ MIIOCKOCTOIMHEM MOT'YT IPUHECTH TIOJIb3Y CTEIBKU JIIsI
KOPPEKIMHU TOIOKEHHUS CTOIBI. [IpH KOCOIAMOCTH MOXET OBITh MOJIE3eH MacCaK,
(u3rUecKas Tepanys U B HEKOTOPBIX CIIydastx - HaJOKEHUE IIHHBI JJISI KOPPEKIHH
(op™mel cTombl. Takoe jieueHre B psijie CAydacB MMO3BONISET U30EKATh
HEOOXOAUMOCTH XUPYPTUUECKON KOPPEKIIMH U TUIIcoBaHus. Jleuenue st pebEHKa
MoAOUpaeTCst UHAUBHIYATbHO, H B HEKOTOPBIX CIyYasX XUPYPrHYECKH METOJ
Oyner HanOoee 3PPEKTUBHBIM.

“V Heé oueHp MaTeHbKIE KICTH JUIS €8 BO3PACTA U OYEHb MANICHBKHIE y3KHE CTOIIEL,
KOTOpbIE MI0X0 pacTyT. OHa HOCUT OJIMH pa3Mep yxke yeTslpe rofa. Ee cTomsl
CJTUIIIKOM BBIBEPHYTHI BHYTpPb, ¥ OOJIBIIION TTajiel] MpaBoi HOTU TeNepb U30THYT
BIPaBO (JUIsl KOPPEKIIMK MBI UCTIONB3YyeM (hpuKcaTop Juis nanbia). Y He€ Obuia
aMHHOTHYECKasl IEpeTsKKa Ha JIEBOW HOre, U3-3a KOTOPOH y Hee HeJlopa3BHUTa YacThb
najibleB. B pesynbrate, Horreas ¢ananra OoiabLIOro nanbla AeopMHUpOBaHa, a
HOI'TH Ha CPEeHMX MajbIlaxX OTCYTCTBYIOT coBceM. Ellie y Hee mepenoHyarsie
MasTbIgs! (Bce, KpoMe GOMBIIOro Majibiia), KOa JOXOIUT 10 IEePBOro CycTaBa -, —
Inv Dup Del 8p (pl1), 7 ner

“ JlnmuHHAs HorTeBas ruiatuHa. [laibiibl OUeHb TOHKKME U JUIMHHBIC, KaK Y TTMaHUCTA.
JlajgoHb y3Kas1, paccTOSIHUE OT 3aIlsICThs 10 OCHOBAHUS MAJIBIIEB OYEHb KOPOTKOE, HO
MaTBIIBI TIPU OTOM JUIMHHBIE, TOITOMY JIAJIOHb BBITJISIUT HEMTPOIMOPIIMOHAIBHO.
OueHb TOJICTHIC JIOMKHE HOrTH. Ha oHOM cTomne ceiiuac moCcTOSHHBINA OTEK, Ha
00EHX CTONAX ALl CHIBHO CKPYUCHbI H3-3a KOHTPAKTYp -, — inv dup del 8p
(p12), 20 ner

(13 o
Ee pyku upe3BblUaiiHO MaJibl, ¥ BCE €Ille MOXO0KHU Ha MilajieHueckue. OHU pacTyT,
HO O4YeHb MeICHHO. B §8-neTHem Bo3pacte oHa HOCHT 25,5 pa3Mep JeTCKOM

oGysu ”’, — inv dup del 8p (p21), 8 ner

(13 o
VY Hee IeWCTBUTENILHO MaJICHbKHE KUCTU M CTOIIbI, HO HE HACTOJIBKO, YTOOBI OHA
WCTIBITHIBAIA KaKue-Tn00 TpyaHocT. OHa ObUTa B OONBHUIIE TONBKO OAWH Pas, U TO

Ha aMOyTaTOPHOM JICUCHUH, KOTJa € yAaIiIi JIUIITHIA OOBIION Tmajell T
dup del 8p (p21)

NHdexuumn noyexk 1 MOYEBbIBOASLIMX IyTel
VY nereii BcTpedyanch HeOONbIINE AaHOMAJIMHI PA3BUTHUS MIOYEK, B TOM YHCIIE -
YBENTMYECHUE ONHOW WM JABYX MOYEK (THAPOHE(PO3) N3-3a CKOIUICHHUS] MOYH BHYTPHU
MOYKH. B HEKOTOPBIX CITydasx MOYKH OBIIM MEHBIIE, YeM OOBIYHO, HIIH UMEIH
TOKOBOOOPa3HyI0 (hopMy (KOra HIKHHUE TIOITIOCH IBYX OTICTBHBIX MOYEK
coenuHsIOTCS, Ipruobperast U-o0pasHyro (M01K0BooOpa3Hyro) hopMy). AHOMAINN
MOYEBOTO ITY3BIPSI BCTPEUAUCH OYEHb PEIKO, B TOM YHCIIC H3MEHEHHE (POPMBI
MO4eBOro Mmy3sIps ( popma «elKkm»), yBeTHISHHE pa3Mepa MOUEBOTO Iy3bIpsI.
OOBIYHO ATH U3MEHECHHS OBUTH HE3HAYUTEIHHEI U TPEOOBAIH TOIHKO HAOFOICHIIS.
B neyennn HE0OXOUMOCTH HE OBLITO.
Y HEKOTOpPHIX MIIQICHIIEB U AETEeH HAOIIONAINCH PEUIUBHPYIOIE HHEKINH
MoueBbiBosiux myrert (MMBII), naxe ecnu Ha MPT He Ob110 0O0HapyXeHO
HUKakuX aHoMainid. Takue nH(EKIun 1edaT aHTHONOTHKAMH, HO, B 0CO00 PEIKUX
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IOJIOCTH), PACIIETMHON HEOA MITM TOTHIECKUM HEOOM HY)KIAJIHCh B CHENAIBHBIX
TIPUCTIOCOOIEHUSIX JUTS KOPMJICHUS (TaKUX Kak MOMJIBHUK XabepMaHa), H, 110
MEHBIIEH Mepe, B OTHOM U3 CITy4aeB IPEIIOYTHTEIHHBIM BapUaHTOM OKa3aIoch
rpyaHoe BckapmiiBanue. OHaKoO U3-3a TOTO, YTO MJIaJICHITBl YaCTO AAaBSATCS,
KalUIOT ¥ 3aXJ1e0BIBAIOTCS, J]a’ke BCKAPMIIMBAHUE YEPE3 COCKY MOXKET OKa3aThCs
3aTpyJHHUTEIHHBIM. B OONBIIMHCTBE CiTydaeB mepexo/l OT OYTHUIOYKH K MOMIIBHHUKY C
MSITKAM HOCHKOM HJIM KOPMJICHHIO TYCTBIMU CMECSMH TPH TIOMOIIH JIOKKH
MIPOUCXOIII C 3aJIEP>KKOM, MHOTHE JETH JOCTUTANIM 3TOTO ATarma TOJIbKO K 6-12
rojiam.

Y 3HaYUTENBHOTO YKCIa MIIaJICHIEB HaOmoaancs peduitokec, Mpyu KOTOPOM
MPOMCXOTII YaCThI 1 HEKOHTPOIUPYEMBI 00paTHBIH 3a0pOC COAEPKUMOTO H3
JKeNyJKa B TUIIEBO/. B OTAENBHBIX ciTydasx OH ObLT BHIPAXKSHHBIM U MPUBOAUI K
ractpoa3odareansHol pedirokcHoii 6one3nn (I'DPB). VY rpynHbix aereit
CYIIIECTBYET OMACHOCTD TTOMAIAHMUSI KUAKOCTH, TTUIIH U CITFOHBI B IbIXaTEIIbHbIC
MyTH WK NETKKe (acnupaiysi). Y HEKOTOPBIX AeTel pedirtokc OblI HACTONBKO
BBIPpA)XCHHBIM, YTO IIPUBOJANIT K lleq)I/IL[I/ITy BECa Ha MPOTAHKEHUU MHOI'UX MECSAIICB.
CyliecTByeT MHOXKECTBO MPOCTHIX CIIOCOO0B OOPHOBI C PEITIOKCOM, B TOM YHCIIEe
KOpMIIeHHE peOeHKa B TI03€ TOY/IekKAa U UCTIONB30BAHHE KPOBATH C MPHUITOHATHIM
u3ronoBbeM. Kpome Toro, jevaruii Bpad MOXKET MOPEKOMEH/I0BATh MPUMEHEHHE
MUIIEBBIX 3aryCTUTENEN 1 NPEenaparos, MPErsSTCTBYIOMIUX 3a0pOCY COINEPKHUMOT0
JKEeNTyIKa ¥ HeUTpaJIN3yIoIUX BO3ACUCTBIE KUCIOTHI Ha MUIeBo. B ciydasx, korna
HOO00HBIC MEPBI HEIOCTATOYHBI, CKOPPEKTUPOBATH pabOTy MHUIIEBOAHOIO
cuHKTEpa MOXKET OMepawus 1Moj| Ha3BaHHeM (PYHIOILTMKALIUS, KaK 3TO ObLIO
CHENAHO Y TpouX Aerel u3 rpynnsl Unique. JlanHas onepanus 3aKJII04aeTcs B
00epTHIBAaHMM KOHIIA MUIIEBOAA BEPXHEH YacThIO KelyaKa, KOTopast HOIILIMBACTCS K
nuieBony. OXHOBPEMEHHO C 3TUM CyXKaeTcsl MUIIEBOJHOE OTBEPCTHE AHadparMsbl.
Heckonbkum getsam u3 rpynnsl Unigue ObLT IOCTaBIICH AUArHO3 03UHO(UIBHBIN
930(arut, CUIMOTOMBI KOTOPOT'O CXOXKH € PEIIIOKCOM, OHAKO HE KYyIHPYIOTCS
aHTUPEe(IIOKCHBIMU TIpenapaTaMu (cy. paszen Do3uHOGUIbHBIN 330(aruT).

“ JKenmynouHblil 30H7 YCTAaHOBJIEH y HETO ¢ poxkaeHus. Kpome Toro, y Hero
quarnoctupoBanu ['OPB (ractposzodareanbayo peditokcHy0 00€3Hb),  OH JI0
CHX TIOp MIPUHUMAET IpernapaTsl B HeOOMbIIHX g03ax. O0cykaanach BO3MOKHOCTD
YCTaHOBKH I'aCTPOCTOMBI, HO BPAadH MOCYHUTAIIH, YTO MPU BCEX COMYTCTBYIOIINX
pobseMax co 37J0pOBbEM TaKasl Oreparys OyleT Al HErO CIMIIKOM

PUCKOBaHHOH ¥ inv dup del 8p (p11), 15 ner

“ EMy 6BLIO TPY/IHO 3aXBATHIBATH IPY/Ib IPH KOPMICHHH, HO TIOMOTJTH HACAIKH IS
cockoB. [lepBble yeThIpe JHS KM3HHU €ro KOPMHJIM Yepe3 Ha30racTpabHbIi 30H/,
YTOOBI OH HE TPATUJI CIMIIKOM MHOT'O HEPTHH TIPU COCAaHUH, HO KaK TOJIBKO OH
HAY4HJICS COCaTh IPyAb U OYTBIIOUKY, 30H] YIaIHiId. KopMUTE PUXOIMIOCH
4acTo, IOTOMY YTO BECHJI OH MaJlo M B TEYEHHUE MIEPBOro Tojia XXM3HH HaOUpall Maccy

Tela MEJUICHHO *, — inv dup del 8p (pl1), 2 ronma

“ C xopmieHHeM y Hee He GbIIO COBEPIIEHHO HUKAKHX IIPOOJIEM — MepBEIC
MONTO/Ia KOPMILUTH TOIBKO TPYIBI0 ” —inv dup del 8p (pl1), 3 rona

“ KopMuTB Ipy/IbI0 GBUIO IIPOIIE, YeM CMEChI0 13 OyThUTouKH. HeckompKo pa3 Hac

TMOCeNIa] KOHCYIBTAHT MO TPYTHOMY BCKAPMIIMBAHUIO M B3BELIMBAI €r0 BO BPEMS
KOPMJICHHSI, Ha KOTOPOE YXOJMIIO MO 45 MUHYT — CTOJIBKO TPEOOBAIOCh, YTOObBI
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CKOPMHTB XOTsI 061 60—90 M1, TOTOMY YTO OH OBICTPO YTOMJISUICSL.
MBI ycnenHo npofoikaiu IpyAHOEe BCKapMIIMBAHHUE 110 OHOTO
ro/ia BOCBMHU MECSIIIEB, ITOCJIE Yero HaOII0JaBIINi HaC
racTPO3HTEPOJIOr TOPEKOMEHI0BAJI OTKA3aThCs OT IPYIHOrO
BCKapMJIMBaHUS U3-3a pediIrokca U MeUICHHOro Habopa Beca.
MeHe kakercsi, 3T0 ObLIO HEe caMOe yJadHOE PELICHHE: eMy 10-

IIPEXKHEMY CII0KHO €CThb U JKHAKYIO, ¥ TBEPAYIO HILY . — inv
dup del 8p (p11)

“ B niepBbie MecsIIbI KHU3HH, KOTIA COBEPIIATICH [OMBITKH
YBEITUUUTH 00BEM MHUTAHMS, OHA CTpajaia ot pedurokca. B
TIOJTYTOJIOBAJIOM BO3pAcTe MojTydasa MOoJIOBUHY CYTOYHOH HOPMBI 32 HOUb TIPH
ITOMOIITY TIOMIIBI, YTO TIOILIO €i Ha TOJIb3Y, M Havaja HaOupath Bec. B msTh jeT u
OIIMH MecsI| repeHeca GyHIoIUIMKaIMIo 1o Hucceny, onepanus yimydnmia ee
cocrosiure. Mama jkasieer, 4To He peliiach Ha 3To paHble. B Bo3pacre iecstu jer
BCC CIIIC MUTACTCS Yepe3 racTPOCTOMY, TIOJIydasi TPH BBEICHUS MTUIIU B JICHB. [Ipu

JKENMAHMH MOYKET [HTh, HO KOOPAMHALIS OYeHb c1abas ., — inv dup del 8p (p11)

19 Mecs1eB

“B paHHEM BO3pACTE UCIBITHIBAIA CEPHE3HBIE TPYAHOCTH IIPU INIOTAHUHU U
cocanuu. Kpome Toro, y Hee ObLI CHITBHBIN pe(IIOKC ¥ MHUJIOPOCTEHO3, M3-3a Yero
COJICPKMMOE JKEITYIKA HE YCIIEBAJIO IEPEXOIUTh [T TOr'0, 4TOOBI 00ECIICUNBATh
HEo0X0IMMOe YCBOCHHUE MUIIK. Tpu pa3a oHa BIbIXaia )KUJIKOCTh B JIETKHE (JBaXK/IbI
— U3 MOJIOCTH PTa U OJIMH Pa3 U3 30H/1a), IaBUJIACh U NlepecTaBalia Jplarh. Ei
noTpedoBaack cepeyHO-JIerOYHasl pEaHUMAlIHs, U Y Hee eCTh HeOOJIbIITHe
MIPU3HAKK MOPaXKEHHsI TOJIOBHOI'O MO3ra (BO3MOXKHO, M3-32 HEXBATKH KHCIIOpoza). B
BO3pAcTe JIBYX JIET IIEpPEHeCIa YCTAHOBKY IraCTPOCTOMBI, (DYHIOTUTHKAIIUIO 110
Hucceny v MMII0pOMHUOTOMHIO, YTO TIOMOTJIO CIIPABUTHCS ¢ PEIIFOKCOM U
TPYIHOCTSMHU IIPH TI0TaHUU. B Tpu roza ractpocroMmy ynanwin. B Hacrosiee
BpEMsi, B BO3pACTe ISITH JIET, OHA HE MOYKET CAMOCTOSITEIILHO MePEeKEBBIBATD TIHIILY,

. o L .
[UTAETCS TOIBKO MPOIYKTAMHU B BHJIE MIOPE U MbET U3 HEHPOIUBaiku , — inv dup
del 8p (p11)

“ IMonauamy o BHINIAET COBEPIICHHO 30POBEIM peberKoM. CITYCTs YeThIpe THS
TI0CJIe POXK/ICHNUS OH IT0TTaJl B OOJIBHUILY, TOTOMY YTO HE MOT €CTh 1 OBIII OUCHb
ociaben. [lepBrie TSATh HEENb €ro KOPMIJIN Yepe3 Ha30racTpaibHbIH 30HI. B
OJIMH U3 JIHEH, K YUBIICHUIO POAUTENCH, OH CAMOCTOATEIFHO BBITAILIHI 30H ] U
HaYaj ecTh, KaK OOBIYHBIN HOBOPOXKIEHHEIN pedeHok. Ceiffuac OH muTaercs
CHELNaIbHBIMU MOJIOYHBIMU CMecSMHU. B Bo3pacTe 0HOro rojia YeThIpeX MECSILEB
OH HE MOXKET €CTh TBEP/LyIO MHIILY, HO EMY OUeHb HPaBHUTCS COCATH CBOM TAJIbIIbI.

Emy Ha3HaueHa KOHCYIBTAINS JETCKOTO HYTPHIIAOIOTa ¥ v dup del 8p (p12)

“ Oma crpasama ot KOIHK ¥ peIIOKCa, OTIYIEHHE OT TPYIHOTO BCKAPMITHBAHHS
MIPOXOAMIIO OUeHb TsiKesno. OHa IMOCTOSTHHO JaBMIIACh MIPOTEPTON MUl 1
PETYISIPHO CPBITHBAJA, OKa HE JIOCTUTIIA TO/I0BAJIOro Bo3pacta. Ham He
TIOHATO0MITMCh 30H/IbI 71t TUTaHus. Jleunnn «I eBUCKOHOM» M KpaHHAJIbHON

octeonarueii 7, — inv dup del 8p (p21), 4 rona

BonbmmHCTBO /1eTel NCHBITHIBAIM TPYAHOCTH ITPH JKEBAaHWH 1 M30eranu TBepaoi n

HeW3MeNbYeHHOH nuii. MHOrHe, He3aBUCHMO OT BO3pPacTa, MOrja yrnoTpeoisTh

TOJBKO MPOTEPTYIO NHTy. [ist pa3pereHus mo00HbIX TPYIHOCTEH ceMbe JODKHA

OBITH IIPEIUIO’KEHA TIOMOILb SProTeparneBTa W JIOTONeAa, HO BEINKA BEPOSITHOCTh
14
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pe6éHOK HOCHT I'HMIIC B TCUHCHHNEC HCCKOJIBKUX HEACIIb, a IOCJIC 3TOIr0 HaKJIaabIBaCT
IIMHY Ha HOYb U Ha BPEMA OT/IbIXa B TCHCHNEC HECKOJIbKUX MCCAILICB.

“ 51 By, 9TO MBIIIIIEI 3a/THEH TOBEPXHOCTH GEIpa CTAHOBATCS Golee
HarpspKeHHBIMH, ¥ (QOPMHPYIOTCSI KOHTPAKTYpPhI B KOJICHHBIX cycTaBax. Houbro mimu
BpeMsI OT BPEMEHU NIPH ONpPENIENIEHHBIX HAarpy3Kax, HallpuMep, 10ciIe HaX0KACHUS B
BEPTHKATH3ATOPE, €€ MBIIII[BI CTAHOBSTCS OYEeHb PUTHAHBIM *, — Inv Dup Del 8p
(pll), 8 mer

[13 o
MI)IIHHLI 3aTHCU TOBCPXHOCTU 6ez[pa OCTaJIUCh HATSAHYTBIMU.
bruta onepanus 1no yJyIMHCHUIO U IEPEMCIICHUTIO CYXOKWIINA

Ha JIeBOii cTore u nozsbkke. Horw ouens caGble i xysie », —
Inv Dup Del 8p (p11), 5 ner

“ Ou Hocut LIMHY JHEM U HOYBIO, U 3TO IIOMOTraeT eEMY
COXPAHATH JUIMHY UKPOHOKHBIX MBIIIILI, II0OKA OH YYUTCS
XOAWTh. JIHeM IIMHa moMoraeT yaep>KHBaTh paBHOBECHE. DTO
MO3BOJIUT TPEYNPEANTh YXYIIICHUE B OYIyIIeM, a TaKKe
YCTPaHUTb UMEIOLLYIOCS JIETKYI0 CKOBAHHOCTB B €0

TOJIEHOCTOIIHBIX CycTaBax Y Inv Dup Del 8p (p11), 2 roga

2 rona

[13

VY Hee ObU1a onepanys M0 YUIMHEHUIO aXWIJIOBA CYX OKUIIHS,
OCTEOTOMHS MTPABOro Oepa 1 OCTAIKTOMUS (TpHU pasa), Tak Kak He yIaBajoch
yCTpaHHUTh BBIBUX Oezipa. B Bo3pacTe Tpex-ueThIpex JIET OHa OT HEUEero JienaThb

L1
MOTIJIa CMEIIaTh YaCTH KOJICHHOrO CyCTaBa M 00paTHO BIPABILITH UX , — Inv Dup
Del 8p (p12), 20 ner

66 ..
E& ronenocTonHele CycTaBbl OYCHb CKOBAHHBIC, CTHOAHNE U pa3rudaHne B HUX
CHJIBHO OrpaHnyeHo. B To jxe Bpems, e€ mpaBas HOra npy Xoap0e yacto

BBIBOpAUMBAETCs HAPYKY. Jpyrue cycTaBbl IHIIepMOOMIbHBIE ? —Inv Dup Del 8p
(p21), 16 ner

[11 o 1L
MEBIIIIIB TOIKOJICHHON 00IaCTH U 00aCTH JIOABDKEK OYeHb HAIPSUKCHBI , —
Inv Dup Del 8p (p22)

KucTu u cTonbl
Hexkotopsie poguteny oTMedatoT HeOOBITHOE CTPOSHHE KUCTEH U CTOTL.

Kuctn MoryT 06T HEOOBIYHO MaJICHPKUMH C KOHWYECKHMU TajblamMu. MHorma
TabIBI HICKPUBIIEHBI (KIIMHONAKTUIINA), @ HO'TH MOTYT OBITH HEAOPa3BUTEI
(rumonnacTHYHBI). Y HEKOTOPBIX MIIAJICHIIEB H JIeTeil HAOIIONAI0TCS TITyOOKHe
JIMHUM Ha JaJ0HsIX (M Ha mofomBax crom). Heckonbko aereit rpynmsl Unique n
OIIMH peOEHOK, CITydail KOTOPOro OMHCaH B MEJUIIMHCKON JINTEPATYPE, UMEITH
aHOMaJIMK OOJBIIOrO MabIa KUCTEH, B TOM YHCIIE [BA peOEHKA MMENN JTUIITHAH
GonbInoi maner (ChopMUPOBAHHBIM MOIHOCTHIO WK YacTHIHO). OTHOMY pEOEHKY
yAJTAITA JIMIIHAE OO0NBIION masen B aMOyIaTOPHBIX YCIIOBHSX.

IIpumepHO nonoBuHA AeTeil rpynmnsl Unique UIMEET IIOCKOCTONHUE. Y HEKOTOPBIX U3
HHUX OTMEYaach TUIIMYHAS JUI KOCONAMOCTH A€ OPMAIHs CTOITBI
(3KBHHOBapycHast) , IPUBOAAIIAS K M30THYTOMY ITOJIOKEHHIO CTOIIBI, KOTJa HOCKH
CMOTPST BHYTpb. VIHOTIa MasbIlbl OBUTH CIIMIIKOM KOPOTKMMU (OpaxuaaKkTHIINSA),
H30THYTBIMH, TTEPEIIeTaoINMHUCS, IepernonyaTsiMi. Ha crore Mor ObITh O0bIIoi
MIPOMEXYTOK MEXTy OOIBIINM MaJIbIIEM W BTOPBIM ITAJIbLEM HOTH (CaHAAJIeBUAHAS
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OcobeHHO yacTo HaOJI0AaeTCsl U30BITOYHAS MTOJBIKHOCTH CYCTaBOB (CHHIIPOM
THIIEPMOOMIIBHOCTH CYCTaBOB). XOTSI CHHIPOM MOXET HUKAK HE MPOSBIISTH ce0sl,
THIIEpPMOOMIIEHOCTD UHOT/IA SIBJISICTCS] IPUIMHON OO0 U HapyIISHUs! IBIKCHUS
CYCTaBOB U MBIIIIL]; TPAaBM, B TOM YHCIIE PACTSDKEHHMS; M JIETKO BO3HHUKAIOIINX
BBIBUXOB (CMEIIIEHHE CYCTaBHBIX MTOBEPXHOCTEH JAPYT OTHOCUTEIBHO Ipyra). Y
MHOTuX aereit rpynmsl Unique Obu1 BBIBUX Oenpa.

JlaHHBIE MEUIIMHCKOM IUTEpaTypa U ONBIT YYaCTHUKOB Unique CBUAETENBCTBYIOT O
TOM, UTO 110 Mepe B3pocieHus nereit ¢ Inv Dup Del 8p yBennuuBaercst BeposiTHOCTD
Pa3BUTHS IPOTPECCUPYIOLIETO TUIIEPTOHYCA HOT (TTOBBIIIEHHOT'O MBIILIEYHOTO
TOHYCa), KOTOPBIH, IIPH OTCYTCTBHH JICYECHHS, MOJKET IPUBECTH K PA3BUTHIO
KOHTPaKTyp cycTaBoB. VIMEHHO MO3TOMY Ba’kKHO CTUMYJIUPOBATh JI€Te! ABUraThCs
KaK MOXHO OOJIbIIIE, & TAK)KE Pa3BUBATh MIACCHBHBIE IBIKEHNUS C IOMOIIBIO
pacTsokku 1 (pu3uueckoi Tepanuu. KoHTpakTypsl cycraBoB y nerei Unigue Obun
BBHISIBIIEHBI B paHHEM Bo3pacte. bonee uem y monoBuHE! fereit crapiie 7 et
Pa3BUIMCh KOHTPAKTYPhl CYCTaBOB HIDKHUX KOHEYHOCTEH U Ta30BOTO MosACa, YTO
OIpaHUYMBAIIO aKTHBHOCTh PEOCHKA M CHIKAJIO0 00bEeM JOCTYIHBIX JIBMKeHuH. [Tpn
3TOM BBICOKHH TOHYC HE OTMEYAJICS B MBIIIIAaX BEpXHEN 4acTu Tena , a B CycTaBax
PYK U IJIEYEBOro Iosica COXpaHsIach rUIepMOOHIbHOCTE. OHAKO Y OTHOTO
pebenka Unique Habnopanach MaJIONOIBIDKHOCTD IPABOroO JIOKTEBOTO CYCTaBa.

YV HECKOJIBbKUX )leTeﬁ OTMEYECHBI U30THYTBHIC U TOBEPHYTHIC BHYTPb CTOIIBI, YTO
TUIHYHO JJIS1 5KBUHOBAPYCHOM KOCOJIANOCTH (Kocoanocts) (cM. paszaen Kuctu u
cTombl). Y OJHOrO MajibuuKa ObUia MmaToyiorus HajkoueHHuka («patella alta») , mpu
KOTOpOM HAJKOJICHHUK HENPaBUILHO Pa3BUT U HAXOJUTCSI BBIIIE CBOETO OOBIYHOI'O
MECTOIIOJIOKEHH S, BHE KOJIGHHOT0 cycTaBa. EMy nmorpeboBaach oneparusi.

Merto/p! JIeueHUs 3aBUCAT OT KOHKPETHOI0 COCTOsIHUS. HekoTopble AeTH HOCHIH
OpTe3bl IS TOJIEHOCTOITHOTO CYCTaBa, YTOObI CKOPPEKTHPOBATH MOIOXKEHHE CTOIBI
U 00JIETYUTH XOABOY MM HAXOXKACHHE B TOJIOKEHUH CTOA. OANH MaJbyHK HOIYdHII
TEpaInuio B BUIE HHBEKINH OOTYIOTOKCHHA IJIs CHYDKEHHUS THIIEPTOHYCa
UKPOHOKHBIX MBIIILI.

Cewms nereit rpymmsl Unigue iepeHeCIN ONMEpaIyio M0 YATHHEHAIO TOIKOICHHOTO
CYXOXKHJIMS M IPUBOISIICH MBIIIIIEI C PA3IHIHOMN 3D PEKTUBHOCTHIO (CM.
komMeHTapun Huwke) (Hongell 1978; Jensen 1982; Fryns 1985; Kleczkowska 1987,
Barber 1994; de Die-Smulders 1995; Unique).

YainHeHue NpUBOASILEH MbIIILbI

[IpuBopAIIIIE MBIIIIFI OTBEYAIOT 3a CBeJeHHE HOT. OHH KPETSITCS K BHYTpEHHEH
CTOpPOHE Ta3a M BepXHeil yacTu OepeHHOl KocTu. Eciin HaTsDKeHUe MBI CIIUIIKOM
CHITbHOE, HOTH Ballero pebeHka OyAyT CKpPelIUBaThCS B TMOJIOKEHUH CTOS, TAKKE €T0
0epo MOXKET ITOTHOCTHIO MITH YACTHIHO BBIUTH U3 CycTaBa (IIOJHBIA WIIH
YaCTUYHBIA BBIBHX). Bo BpeMs orepanuyl Ha PUBOISIIEH MBIIIIE YITHHIIOT
CYXOXFITHUS, KOTOPBIE COSTUHSIOT MBIIIIIBI C Ta30BOK KOCTHI0. OOBITHO TIOCTIE
OTIepAaIiH IETH HOCAT TUIIC B TEYCHUE HECKOIBKUX HENENb, a 3aTeM TYTOp B
TeYeHNE HECKOIBKUX MECSIIEB.

YajanHeHue MbILIL 3a/1Heli TOBePXHOCTH Oeipa

MeIimiis! 3a1He# MOBEpXHOCTH Oeipa COCIMHSIOT Ta3 C 3aIHEH 9aCcThIO KOJICHHOTO
cycraBa. Ecny 3TH MBITIIIEI CITUIITKOM HATPSDKEHBI, PEOEHOK HE MOXKET CTOSITh
npsiMo. Bo BpeMst onepaliny CyXOXMIHsl MBILIL, PACHIONI0KEHHBIX MEX]Y Ta30M U
3aJIHEN YacThIO KOJIEHHOI'O CyCTaBa yIIMHSIOT Wi paspe3atoT. [locie onepanumn
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TOT0, YTO PALIKOH peOeHKa OYIeT COCTOSITh B OCHOBHOM M3 MIOPEOOpa3Hoil nuiy. B
psine ciydaeB AeTd Ooiee CTaplIero BO3pacTa v B3POCIble MPEIIIOYHTAIH TaTbIEBOS
KOPMJICHHE U KOPMJICHHE U3 JIOKKH C IIOCTOPOHHEH MOMOIIBIO.

Jersim Ge3 XpOMOCOMHBIX OTKJIOHEHHH TPOIecC KOPMIIEHHS, KaK IPaBuiIo,
JOCTaBJISIET YIOBOIBCTBUE. Y NIETEH, C pAaHHETO BO3PACTa CTAIKHUBAIOIIUXCS C
TPYAHOCTSAMU NPU KOPMJICHHUH, 3TOT OIBIT MOXET IPOBOLUPOBATH CTPECCOBYIO
PEaKIMIO, U Y HEKOTOPBIX U3 T€X, KTO B paHHEM BO3pacTe UMeJ TPYAHOCTH IIpu
TJIOTAaHWH, TIEPEKEBBIBAHUY MU WK pedIItoKc, (POpMUpPYETCs OTBpAIIEHHE K
nume. PekoMeHayeTcst MpOKOHCYIbTUPOBATHCS C BAIlIMM JIeYallliM BpauoM WX
JIOTOTIEZIOM WIJIW TIEIMATPOM I10 TIOBOJY CIIEIMAIN3UPOBAHHBIX JIEUEOHBIX
YUPEXKIEHUH, KOTOPbIE CMOTYT OKa3aTh MOMOIIIb B CUTYaILlUsIX, KOTJa peOeHOK
OTKa3bIBaeTCs OT MUK, HECMOTPS Ha TO, YTO (PHM3HMYECKHU CIIOCOOEH €CTh.

Jletr ¢ XpOMOCOMHBIMHU OTKJIOHCHUSMH YaCTO CTPAIAIOT OT 3aI0pOB, KOTOPHIC
YCYTYOIISIFOTCS HU3KAM MBIIIICYHBIM TOHYCOM, OTHOCHTEIIEHOM MAJIOIOIBHKHOCTBIO
W HEJJOCTATOYHBIM 00BEMOM MOTPEOIIIEMOM TTUIIY U KHUIKOCTU. 338 HEKOTOPBIMH
HUCKIIKOYCHUAMU, 3TO HC 6I)IJ'IO BBI3BAHO ITATOJIOTMAMH KHUIICYHHWKA, TEM HC MCHCC,
OONBIIMHCTBO eTed u3 rpyninbl Unigue peryispHO NPUHUMANH TIpenapaTsl s
cMsirdeHus cryia (« MOBHKOI») WM CTUMYIISILIUK TIEPUCTAIIBTHKN KHIISYHUKA
(«Jlaktynosza» u «Cennay). [TonOop MHIUBHIyaIbHON TUETHI TAKIKE MOXKET IIOUTH
Ha nonb3y. [Ipu 0coOEHHO CHITbHO BBIPAYKEHHBIX CUMITTOMAX
PEKOMEH/1YeTCsl IPUMEHSTh KIIM3MBI.

“ Ham ouenp momormn KOHCYJIbTallUM HyTpuuuosora. Teneps,
YTOOBI CIIPABUTHCS C 3aMIOPaMH, MbI KOPpEKTUPYeM aueTy. Ee
pAaLMOH COCTOUT TOJILKO M3 MIOPEOOpa3HOM MHUIIH, HO Mbl
TAKXC JlO6aBJ'l$[eM N3MEJIBYCHHBIC IPOAYKThBI C BBICOKHUM
CoJIepKaHNEM KJIETUATKH, YTOOBI MOAICPKUBATH PETYIISIPHBIHN
CTYJI, ¥ 3TO 3HAYHUTENIHHO MOBJIMSIIO HA ee 00Iee COCTOsHUE
3JI0pOBBS U pexkuM cHa. OHa ecT POTEePTYIO TOMALIHIO0
UMY U eKETHEBHO MPUHUMAET cradurensHoe. Pedioke

BBLTEYMITH XUPYPrHUecKuM myTeM °, — inv dup del 8p (p11), 5 ner

7 et

“ Ecin ezra He HapesaHa, OHA He MOXET ee JKeBaTh i 1aButcs. Eime oHa He ymeer
HOPMAaJIHO OTKYCBhIBaTh KycKu. Ceifuac oHa cTapliie M He €CT ONpe/elIeHHbIE
MPOIYKTHI U IaXKe OTKa3bIBaeTcst oT HUX. Ceifuac Mbl HE IEPEXNBAEM, TaK Kak OHA
CaMOCTOSITENILHO MPUCIIOCA0IMBACTCSA K CUTYalllH, OJHAKO BCE €IIIe HEPBHUYAELT,
Korza 1aBurcs. HeBponoruueckne HapymeHus IpUBOIAT K PoOIeMaM ¢
KUIIEYHUKOM: M3-32 OTCYTCTBUSI HEOOXOIMMOT0 HEPBHOT'O CUTHAJIA OHA HE MOYKET
CaMOCTOSITEIIBHO OTTOPOXKHATH KUIIEYHHUK, TOATOMY ITPUXOIUTCS HCIOIB30BATh

MeTHIHHCKHE cBeur -, — inv dup del 8p (p21), 16 ner

Buenrnmii Bujg

PoxuTenn MoryT 3aMeTHTh CXOACTBO MEKIY UX PEOSHKOM M IPYTUMH JETHMH € inv

dup del 8p.

BHemHOCT KaXkaoro pedeHKa HHANBHyalbHa, U JII00bIe AucMopduieckue

(HeoOBIYHBIC) YEPTHI JINIIA MOTYT OBITh €]Ba 3aMETHBI, HO THITHYHBIE BKIIIOUAIOT B

ce0s: BBICOKHH, OKPYTJIBIH, BRICTYNAIONIHHN JI00; KPYIJI0€ WM KBaJApPaTHOE JIUIIO;

B3JIEPHYTHIH HOC; TOHKYIO BEPXHIOIO I'yOy HIIM OTTONBIPEHHYIO HIDKHIO TYO0Y;

HEOOBIIYIO HI)KHIOIO YEIFOCTh, KOTOpasi Y HEKOTOPBIX JIeTel MOXKeT ObITh

MaJICHbKOW (MUKPOTHATHS) ¥/MIIM CMEIIEHHOW Ha3a l (PETpOTHATHSA); 3a0CTPEHHBIN
15
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11o00PO/IOK; U OOJBIINE YN HEOOBITHON (POPMBL. Y HEKOTOPHIX JETei OTMEUYEHBI
LIMPOKO IOCAKEHHBIE IJ1a3a, U MHOTIa BHYTPEHHUN yroil Ii1a3a IPUKPBIBAET KOXKHAS
ckiazka (anuKanTyc). Hekoropsle n3 3TUX 4epT Jinia MOryT ObITh HE3aMETHBI ITPH
POXAEHUH, HO IPOSIBJIAIOTCS B TEUEHUE MEPBOI0 rojia *KU3HU. HacTo y B3pOoCibIX
OHU CTAHOBSTCSA MEHEe SIPKO BBIPa)KEHHBIMU.

Y MHOrux nereit cyxue, BbIOIMECS BOJIOCHI, KOTOPBIE PEACIOT Y BUCKOB. HekoTopbie
POIUTENN OTMEYAIOT, YTO y UX JEeTel OUeHb UyBCTBUTENbHAS KOXa, a Y YaCTH U3
HUX — U30BITOYHBIN POCT BOJIOC Ha Telle.

Taxoke y nereit 00bIYHO KOPOTKAsI IIesl, [UTMHHAS BEPXHsIsSL YacTh Teja, XyIble
KOHEUYHOCTH U MaJIEHbKHE KUCTH PYK C JUTMHHBIMH KOHUYECKUMHM NajibiiaMu. B
HEKOTOPBIX MYOIUKAIMAX OTMEYEHO, YTO TAKHUE YEPTHI PEIKE BCTPEUAIOTCS Y JHOICH
¢ mo3zamyHo# inv dup del 8p (Barber 1994; de Die-Smulders 1995; Vermeesch 2003;
Hand 2010; Unique).

Pa3Burtne: YMEHUE CUIE€TH, IBUTI'aTbhCH, XOAUTb
(kpynmHast MOTOpHKA)

OOBIYHO, JIETH UMEIOT 32/IEPXKKY B IPUOOPETEHUN TaKUX
HaBBIKOB KaK CHOCO6HOCTL JACPKaATh I'OJIOBY WIH CUACTH, XOTA
OTMEYaeTcs LIMPOKUH pa3dpoc B BO3pacTe OCBOCHUS HABBIKOB
KPYITHOI MOTOPUKH (CM. HIDKE).

Bce neru, Bomeiue B uccnenoanue Unique (29/29) umenu
OIpe/IeTICHHYIO CTEIeHb 3aJePKKH pa3BUTHA. OIHAKO
OOJIBLIMHCTBO JETEH OT paHHETro BO3PAcTa A0 MIIAJIIEro
LIKOJIBHOT'O BO3PACTa MOIIN IPOXOIUTH HEOONBIINE PaCCTOSHUS
C MIOAZEPIKKOM U BCIIOMOTaTeNIbHBIMY CPEJICTBAMU, HALIPUMEp, IINHAMHU, XOLYHKaMH,
WY B ClienMaibHOM 00yBH. Ha ynuiie MHOTHE 11015630BaInCh HHBATHHBIMH
KOJIICKaMH, B TOM YHMCJIe BO B3pociioM Bo3pacte. [Ipu moxbeme/Cirycke ¢ JECTHULBI
nomorany nepuia. Kak MUHUMYM, OjHa IeBOYKA HOCHJIA JTaHKPOBBIH
KOMIIPECCHOHHBIN KOCTIOM, KOTOPBII 00erdan mepeaBiKeHue.

Kak nipaBwuio, y aereit Unique 6butn IpoOIIEMBI C yIepKUBaHUEM OaaHca u
HapylIeHHe KOOPJAUHALIUY, TPYIHOCTH C KOHTPOJIEM BEpXHEH 4acTH Tea He
MO3BOJISUTA MM TIONI3aTh. Y HUX M3MEHYMBBIH MBIIICUYHBIN TOHYC, U3-32 YEr0 MHOTHE
HE MOIJIU JIOJIT'O CUCTh WK CTOATH O3 MOCTOPOHHEH MoMOIIH. DTH 0COOEHHOCTH
pasButust ipu inv dup del 8p onmcansl kak y cemeli wieHoB Unique, Tak U B
MenunmHekoi aureparype (Guo 1995; Vermeesch 2003; Garcia-Santiago 2015;
Unique).

OnbiT Unique mokasal, 4To IeTH OObIYHO HAYMHAIH YJIbI0aThCs
Mexny | u 6 MecsaMu; IepeBOpadNBaTHCS - MEXKITY 2 MECSIIIaMA
1 3 TogaMu; CHIETh - MeXAY 9 Mecsaamu 1 3,5 TogaMu; Ton3aTh -
MEXIY 9 MecsiliaMu U 3 ToJaMu, XOTs Yallle OHU He TON3aiH, a
MePEMEIIAINCH B MOJIOKEHUHU CUJISL HITH [IEPEKATHIBAJIMCh; XOIAUTb,
0OBIYHO C YBEH-THOO TOMOIIBI0, OHU HAYWHAIIN MeXAy 1,5 u 5
rogamu. Hajno oTMeTHTh, 9TO JI€TH MOTYT HE JJOCTUTHYThH KaKOro-
00 U3 ATHX ITATIOB PA3BUTHSA, TMOO MPONTH UX HAMHOTO TTO3XKE.

B ocHoBe 3T0l OrpaHMYEHHON MOABUKHOCTH — COYETAHUE
MBIIIEYHOH CITa00CTH/BAIOCTH (THUITIOTOHUHN) U YPE3MEPHOTO
HATSDKEHUS CKEIEeTHBIX MBI, CKopee BCero, THITOTOHHS
0cO0EHHO BJIHSCT HAa BEPXHIOIO YaCTh TYIOBHUINA BEIIIE IMOSICA Y
nereii ¢ inv dup del 8p, n3-3a yero BO3ZHUKAIOT CIOXKHOCTH C

EUITeNdO(HU BeXOHUITUTIIA

(PMKCHPOBAHHOTO CITMHHOT'O MO3Ta (HMKHSS YaCTh CIMHHOTO MO3Ta OOBIYHO JIEXKHUT
CBOOOJIHO B TIO3BOHOYHOM KaHajie, HO B HEKOTOPBIX CIIydasix OHa OKa3bIBaeTCs
TIPUKPEIUIEHHON K OTHOW M3 OKPYXKAIOIIUX €€ CTPYKTYp) — B JBYX CIyJasix;
cakpabHas ssMKa (YriryOneHHe WIN OTBEPCTHE B KOKE B 00JIACTH MEXbATOUIHON
CKJIaJIKW) — B OJIHOM ClIy4ae; pacilerieHue MO3BOHOYHHUKA U CIMHHOTO MO3Ta -
«spina bifida» (paciienuaa B CIMHHOM MO3T€ ¥ TO3BOHOYHUKE M3-32 HEMTPaBUILHOTO
BHYTPHYTPOOHOTO Pa3BUTHs HEPBHOW TPYOKH) — B OJHOM citydae. «Spina bifiday
TaK)Ke MOXKET SIBJIATHCS IPUYMHON CHHAPOMa (PUKCHPOBAaHHOTO CITTHHOI'O MO3Ta.
[TprurHOI NCKPUBIIEHHS TTO3BOHOYHNKA MOXKET CTaTh HAPYIIEHHE MBIIIEYHOT'O
TOHYCa, a B HEKOTOPBIX CIIydasix — CpallleHHe WY HelpaBIWiIbHOE POpMUpPOBAHKE
M03BOHKOB. C BO3pacTOM MCKPUBJIEHHE TIO3BOHOYHUKA YaCTO IPOrPECCUPYET U
TpeOyeT TIIAaTeTbHOr0 HaOMI0IeHUSL.

HckpuBneHune jeyar ¢ moMolIblo GU3MIeCKOl Teparii, JieueOHOM (PU3KYIbTYpBI
wim Kopcera. [Ipu BeIpaKeHHOM MCKPHUBIICHUH MOXKET ITOTPEOOBATHCS ONepalys no
(buKcaly T03BOHKOB U BBHIIPSIMIICHUIO TIO3BOHOYHUKA ITPU IIOMOIIIH CTEPIKHEH.
Takoe jle4eHre PO HECKOJIBKO ydacTHUKOB Unique.

[Tpu cunapoMe PUKCUPOBAHHOTO CIMHHOTO MO3Ta YMEHbIIIEHHUE HATrPY3KH,
(usnueckas Tepanus U JIeKapCTBEHHBIE MPenapaTbl MOT'YT OOJIErYUTh CUMIITOMBI,
HO B OoJIee TSHKEIBIX CITydasx oreparusi MOXKET OKa3aThCsl €UHCTBEHHBIM
3(h(HEKTHBHBIM METO/IOM JICUCHHS.

“ M1 Hocum OpPTONENUYECKUM KOPCET, HO ceilvac Halll OPTOIE CYUTAET, UTO B
ATOM HET HeOOXOJMMOCTH, TaK KaK CTeNIeHb NCKPUBJICHHS T03BOHOYHHKA OYCHb
mauia. VICKpUBIIeHHsSI TT03BOHOYHMKA y HEE CBS3aHO C €ro MOBBIIICHHOM
MOJIBYKHOCTBIO M3-32 HU3KOI'O MBIIIEYHOr0 TOHYCa (IO3BOHOYHUK MOXKET
BBIIIPSIMUTBCS, TAK YTO YroJI HCKPUBIICHHUS COCTABIISIET TOJILKO 9 IpajlycoB, HO €Ciu
OHa ycTaJla ¥ HAXOANTCS B TOJIOKEHUH CTOsI, TO YOl UCKpUBJIEHUs pocturaer 30

L :
rpajaycoB) —, — inv dup del 8p (p11), 7 ner
[13 o
B mrecTs et eit Op110 poBeeHO 00CIeI0BaHNE TTO3BOHOYHUKA — OOHAPYKEHO
HeOOIbIIOe UCKPHUBIICHNE, BUTHOE TOJIBKO HA PEHTIEHOBCKOM CHUMKE, U
L :
He3ameTHoe BHetine , — inv dup del 8p (pl1), 6 ner
[11 o o v
VY Haeli 1odepy GYHKIMOHATBHBIA CKONHO3. OHa HOCHT OPTOIEANYECKUI
KOpCeT, 4TOOBI CKOPPEKTHPOBATh AeheKT. MBI Taroke JenaeM yIpaKHEHHS 1
L .
pactsoxky ~, — inv dup del 8p (pl1), 3 roma

“ HeGombImoii CKOMHO3 B HIKHEM M BEDXHEM OTIENAX [TO3BOHOUHHKA.
HeobxonumocTn B nedeHnn moka 9to Her™, — inv dup del 8p (p12), 13 ner
}CKkonno3 Havyaj NpOsSIBISTECS TOJIBKO ceifvac: y Hee HeOOIbIIOe HCKPHBIICHHE
TI03BOHOYHHKA, KOTOPOE ITOCTETIEHHO YXyAuIaeTcs. MBI 3ammcaiich Ha IpUeM K

Bpady Y dup del 8p (p21), 16 ner

T3 . .
Y Heé ObUT CHHAPOM (PUKCHPOBAHHOTO CIIMHHOTO Mo3ra. B /1Ba roza eii cnenanu
s dexTuBHyIO oneparuio. Eie y Hee yMepeHHBbI CKOIHO03 B MOSICHUYHOM OT/ENe

I03BOHOYHHKA *, — inv dup del 8p (p22)

IIpobaemsbl ¢ cyctaBamu
IIpobnemsl ¢ cyctaBaMu €CTh y OOIBIIMHCTBA YIacTHUKOB Unigue. CoriacHO JaHHBIM
nccnenosanus Unique 3a 2017-18 roma, npobieMsl ¢ cyctaBamu oOHapyxuiu y 20
u3 28 nereid. 37



000), mporcxoauT cOPOC KPOBH U3 JICBOTO MPECEPANsS B MPaBoOe. ITO
HaOJII01aNIOCh Y HECKONIBKUX sieTelt Unique.

Jpyroii cepaeunoii aHoMmamnueil, 00Hapy>KEHHO! y OTHOTO MJIH JBYX JieTel ¢ inv dup
del 8p, sBisiercst nekcrpokapaust. JlekcTpokapaust — 3epKajbHOe pacIionoKeHne
cepana (B mpaBoil 4acTy rpyaHoM kieTkd). Cama 1o cebe qaHHas aHOMaIHs OOBIYHO
HE TPE/ICTaBISIET ONACHOCTH /ISt 3I0pOBbs. OHA MOXKET COUETATHCSI C ITOTHOM
WHBEpCUEH BHYTPEHHUX OPraHoB, KOTJia B OPIOIIHOM MOJIOCTH amleHUKC U MIeYeHb
PAacIIONOXKEHbI CIIeBa, a )KENYIOK cripaBa. HekoTopblie eTH pomuiIich ¢
JIBYCTBOPYATHIM aOpPTaJIHHBIM KJIAIIAHOM.

B seveHunn yKa3aHHBIX MATONIOTHHA CEPAECUHO-COCYIUCTON CHCTEMBI UCITIOIB3YETCS
WHIUBHIYATBHBIN MOAX0/. 3a4acTyI0 HEOOXOMM TOJIBKO PEryJIsPHBIN KOHTPOJIb 3a
COCTOSIHMEM pebeHKa, U BO MHOTHX CIydasx Mpobsiema pasperiaercs
CaMOCTOATEIILHO B XOJI¢ pa3BUTHs pedeHka. [Ipu HeoOXOTUMOCTH MOXKET OBITh
HA3HAYCHO MEIMKAMEHTO3HOE WU Xupypruyeckoe sieuenue. (Guo 1995; de Die-
Smulders 1995; Kostiner 2002; Masuda 2002; Santiago 2014, Garcia-Santiago 2015;
Unique).

suTeWdo(hHE BBXOHUIUITOIA

(17 o

JMIIIT u OAITI 3axpbutrch Ha 1iecToi Heaene nocie poxaeHus. JIMXKII eme

1L .

oCTasIcs, HO XUPYPrHYeCKOro BMEIIATENILCTBA MMOKa He Tpedyercst —, — inv dup del
8p (11p), 5 ner
(17

V nee ecth HeOonbmoe OOO. Harr kap1noor cCuuTaeT, 4To OECIIOKOUTHLCS HE O

LE] .

yeM. OH yBepeH, 4TO OHO 3aKpOETCsi caMo 10 cede K st rojam , — inv dup del
8p (pll), 3 roma
(17

OH POoaAnJICA C ABYCTBOPYATHIM aOpPTaJIbHBIM KJIallaHOM, U Y HETO 6I)IJ'IO MaJICHBKOC

o 1L .

OTBEpPCTHE B BEPXHEH YacTH cep/lia, KOTOPOoe 3aKphIIOCh caMo 1o cebe ~, — inv dup
del 8p (p12)

(13

VY Hee 6bUIO MAJICHBKOE OTBEPCTUE B CEPALIE, U IIOITOMY BBICITYIINBAIIUCH IIIYMBI.
bbla npoBeieHa TMarHOCTHKA, U3-3a €r0 MaJICHBKUX Pa3MEPOB JICUEHUs He
TpeboBaIoCh, U HAM CKa3alld, YTO OHO 3aKpoeTcst ¢ BozpacToM. HenasHo

IPOCITYIIIAIIH ¢ CepALE H IIYMOB He oGHapyx i -, —inv dup del 8p (p21), 16 ner

(11 o o

Ha niepBoii Heenu )KU3HM OBUT ANATHOCTHPOBAH Ae(EKT MEXIKEITyI0UKOBON
neperopoaku (JAMXII) u Terpama @amo. Onepanuro mpoBeIn B ceMb MecsIes. B
OyaymeM norpedyeTcs elie oHa Oeparys 1o 3aMeHe KJIaraHa JITOYHOH

apTepuu ? —inv dup del 8p (p21), 8 met
“ Ha nesitom Mecsine GbLUIO npoBeneHo xupyprudeckoe nedenne JIMIIIL. Ceituac, B
BO3pACTE IIECTH C MTOJTIOBUHOM JIET, BCE B MOPSIIKE ¥ Inv Dup Del 8p (mosaic)

AHOMAJINH CKeJleTa
Takne aHOMamuu CKeeTa Kak CKonmno3 (00KOBOE MCKPUBIICHHUE TIO3BOHOTHUKA),
kn(o3 (MCKpHUBIICHHUE BHITYKIOCTBHIO HAPYXKY, (hopMupoBanue ropda) u
Kn(oCKOIM03 (KOMOMHAIMS CKOIN03a U KH()03a) OOHAPYKEHBI y IECTH U3 AECSITH
MAIMEHTOB M0 IJAHHBIM MequIuHCKon smTepatypsl (Feldman 1993; Guo 1995; de
Die-Smulders 1995; Devriendt 1999; Garcia-Santiago 2015). OTi maHHBIE CXOXKH C
pe3ynbTatamMu nccienoBanuii Unique: cKonno3 BCTpedalicst Hanbosee yacto — B 12
ciydasx; kuo3 — B 1 ciaydae; KuOoCKOIN03 — B YETHIPEX CITydasix; CHHIPOM
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yliepKaHUEM TIOJIOKEHHSI TYJIOBHIIA. | UIIOTOHUS OOBIYHO
YMEHBIIAETCS B CTapIIEM JETCKOM BO3pACTE, HO HE HCUE3aET
nonHOoCcThI0. CO BpeMEHeM y JieTell MOXKET pa3BUTHCS
MIPOrpeECCUPYIOLIEE TOBBILIEHUE MBIIIEYHOI'O TOHYCA
(TunepToHyc) B HOrax M TYronoIBWKHOCTH B CYCTaBax.
Muorum Tpebyercs (pu3nuecKas Tepartisi, ’HOTIa B BOJIE
(BomHas (u3nyeckas Tepamust), a TAKKe MaCCUBHAS PACTSDKKa,
YTOOBI OCTaBaThCsl KaK MOXKHO Oosee ruOkuMu. Hexoropbie
poauTeny otMeTHN 3 (HEeKTHBHOCTh MaHyaJ IbHOW TEPAITHH.

Oxono onHoM yeTBepTH poaurenei Unique pacckasaiu, 4To y
WX JIeTell OTMEYaJINCh HEMPOU3BOIbHBIE MBIILICYHbIE
cokparieHus (crma3mbl). VX BBI3bIBACT MOBBIIICHHBIH
MBIIIEYHBIN TOHYC. Kak MUHHMYM, B OZTHOM M3 CIIy4aeB OHU
YCWIMJIUCH ¢ Bo3pacToM. HesHauutenbHble cria3Mbl y 20-J1eTHEH >KeHITMHBI
yZlaBajoCch KYIHUPOBATh C TIOMOIIBIO JEKAPCTB.

2 roma 5 mecseB

y HeKOTOp])IX lleTCﬁ OTMECYAJIOCHh HATAXKCHUC CyXO)KI/IJ'II/Iﬁ B O6J'IaCTI/I TOJICHOCTOITHBIX
cyctaBoB. B aTOM ciyuae HE0OX0AMMO HEOOIBIIIOE XUPYPTHUECKOE BMENIATEIbCTBO.
XoTs HaOJFOICHHUE 32 B3POCBIMH MTOKA3bIBACT, UTO MPOOIIEMa MOXKET
BO300HOBUTHCS U MOCIIE OMEPAIMK. Y HEKOTOPBIX JETel Ooliee cTapiiero Bo3pacra
ObLTa OTMEYEHA MOTEPsT IBUraTeIbHBIX HaBBIKOB (Gorinati 1991; Barber 1994; de
Die-Smulders 1995; Masuda 2002; Garcia-Santiago 2015, Unique).

“ OHa MOKET CHIETh OYeHb HELONITO (MakcUMyM, OIHY MUHYTY), €CITU €€ MOCaUTh.
Ho cama ona cectb He MokeT. OHa MOXKET NEPEKATUTLCs Ha OOK, HO HE Cpasy.
Heckonbko pa3 oHa majana Bepen U 3aTeM He MOTJIa BEPHYTHCS B TIPEKHIOIO
Mo3uIMI0 0e3 nocropoHHel nmomony. OHa noyvaina (PU3NUECKYIO TEPATIHIO C
HEePBBIX HEEh )KU3HHU, dprorepanuio — ¢ 6 mecsanes. OHa y)Ke XOIUT B LIKOTY, HO

JI0 CHX TIOp 3aHUMAeTCs ¥ inv dup del 8p (p11), 8 ner

“ Ona morna TepeKaThIBAThCA U CHIECTh CAMOCTOSITETIHHO B 9 MecsIeB, enana
niepBbie mard B 1 roxq 9 mecsres. Eif HuKoraa He HpaBmiioch moi3aTh. biaromaps
npodeccroHaIbHOM MOMOIIN OHA CMOTJIa CAMOCTOSITETIFHO BCTATH C T0JIa, KOT/ia ei
Op1T0 YeThIpe rona. Teneps OHa MOXKET XOJHUThH B TIOXOBI TaKe B TOPHON
MecTHOCTH. Takke oHa ymeeT OeraTh, HO ee CTHIIb Oera He naeaneH. OHa OueHb

cutbHast 7, — inv dup del 8p (p11), 9 ner

(1]
Omna Hayasa CHIeTh B BO3PACTE OKOJIO YETBIPEX JIET, HO
HEIIONTO M3-3a CIOKHOCTEH ¢ KOHTpoeM MBI, OOBIYHO

OHa TONBKO ITEPEKATHIBAIACK C OJIHOrO GOKA HA APYroi
— inv dup del 8p (p11), 8 et

“c POXICHHS U IO TPEX MECSIICB OH PEIKO IIEBEITUIT
HOraMHM, HUKOrJa He OoiTai MMM U He rmogHuMan ux. B 1
roj u 3 Mecslia OH Hayaj CHJETh, a B 1,5 roma — 1moj3aTh,
B 2,5 — XOIUTbh, HO, €CTIM HOTH OOJIENH, OH MPEIIOYNTAIT
MOT3aTh. XOTS OH YMEET XOIUTh, OH OBICTPO YCTaeT, U 'y
HETo MMpobIeMbl ¢ KoopauHarmeid. OH 9acTo XOIUT Ha
IBITOYKAX, 0COOCHHO KOT/Ia CHIIFHO Bo3OYKaeH. [IpaBas -
4acTh €ro Tella HAMHOTO clta0ee JIeBO, OHa POTHOaeTCs U 6 stet
BonmounTcs. C BO3pacToM MOSIBIIIACH ¢1a00CTh (KaK IPH PaCcCeSTHHOM CKIIepO3e) 1
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{l ycTanocTs, ¥ OH C TPYJIOM MOXKET XOAUTh. B BepxHeii uactu Tena
Y HEro runoToHHs (TIUIeYH, PyKH U TOPC KaKyTCsl OU4CHb
ciabbIMH), a B CTOMAX, TOJIEHOCTOITHBIX U KOJICHHBIX CyCTaBax —
TOHYC 1oBbIeH. OH MocenaeT 4acTHOro (GPU3MIECKOro
TeparneBTa pa3 B HEJIEJIIO U LIKOJIBHOIO - IBa Pa3a B HEAEIIIO.
Taroke y Hero ObUTH CeaHChI THITHOTepanuu ¢ 9 mecsies g0 10

| JIeT, OHU OKa3aji caMoe 0JaroTBOPHOE BIMSHUE HA €ro XOAb0Y,

pedb U CeHCOpHBIE HaBBIKH *, — inv dup del 8p (p12), 13 mer

[ 1R
Ei1 6601 1 Ton 1 3 Mecsina, Korja oHa cjenaja MepBble [ark, a B IIEeCTh JIET OHa
Oeraer, mpsiraer Ha OatyTe, 03 IpoOIeM MOAHUMAETCA U CIIyCKAEeTCA 110 JIECTHULIE.
. 1 .
OHa o4YeHb SHEpPruyHasi, XOTs Iporpecc u MeuieHHsl -, — inv dup del 8p (p12),
6 mer.

“V mameii 1ouepu GITO MHOTO IPOGIIEM, HAYMHAS C 3a6ONEBAHIS CEP/La,
3aKaH4MBasl CY/IOPOKHBIM CHHAPOMOM, YTO IPHUBEIIO K OBPEKICHUIO FOJIOBHOTO
Mosra. OueHb MHOTO pa3 el MPUXOAWIOCh HaYMHATh cHavasia. OHa He mpekparaia
OOpOThCS U TENeph yMEET CaUThCS CAMOCTOSITENBHO. EjKeTHEBHO OHA 3aHUMAETCS C

SProTepaneBToOM H (H3MUECKHM TepaneBToM -, — inv dup del 8p (p21), 8 ner

(17
OHa e1ie He XOJUT CAMOCTOSTEIBHO, HO YMEET TI0N3aTh M XOIUTh, epiKa 3a Masiell
LE] .
KOro-To U3 B3pocibix , — inv dup del 8p (p21), 2 rona

(11
B 11 ner on 00oxaJ riaBaTh ¥ TaHLEBATh, HO HE YMEJ KaTaThCsl HA BEJIOCHIIEIE

VJIH HTPATh B MIPBI ¢ MSYOM. Y Hero GbLIH MPoBIIeMbl ¢ KOOpAHHALME , — inv
dup del 8p (p21)

“V Hee Bcera bl MPOGIEMBI C IBHraTeTbHON AKTHBHOCTHI0. OHA HAYUHIIACK
MepeKaThIBajach B MONTOa, MOTJIa CHIETh B Bozpacte 10 mecsnes, monsana B 1 rox
1 2 mecsna u xoamia B 1 ron u 8 MecsreB. MaHyaIbHBIN TepaneBT O4eHb ITOMOT —
«BSUTBIN» peOeHOK HayqIHycs XOAuTh 3a 4 mecsna. C BRIHOCIUBOCTBIO OOJIBIITHE

npoGiemsr. [Tocre 5-10 MEHYT aKTHBHOCTH, OHA YCTAeT H HAYMHACT YACTO TMAJaTh
— inv dup del 8p (p21)

[T
Omna ymena KaTtaTbCs Ha TPEXKOJIECHOM BeJocuresie ¢ 3,5 ner. B neBsaTh et ona
KaTaxach Ha B3POCIOM TPEXKOJIECHOM BEIIOCHIIE/IE H, XOTSI €€ paBHOBECHE

YIIY4IIAIIOCH, OHAa BCE PaBHO PETYISIPHO TIaj1aia T dup del 8p (mo3anunast
opma)
PasBurHe: koopauHanus U padoTa pyk (MeJKass MOTOPHUKA)

B GonbmmHCTBE CiTydaeB y AeTel HaOMI0aeTCs 3a/1ep)KKa Pa3BUTHS METKOH
MOTOPHUKH U 3pUTEILHO-MOTOPHON KOOPAUHAIUH.

ITomoOHBIE HABBIKKM HEOOXOIMMBI ISl TOTO, YTOOBI, HAPUMED, AEPKaTh OyTHUIOUKY
WJIN CTOJIOBBIE ITPUOOPHI, UTPATh C UTPYIIKAMH WIN 3aCTETHBATh OASXK Y. MHOTHE
POAWTENH 3aMEYaNIH, YTO UX JACTAM TPYIHO JIUTEIBHO YAEPKUBATh PEIMETHI.
Hexoropsie geTr HEOXOTHO paboTaIN pyKaMH WIN MPEAITOYNTAIH XBAaTaTh
MIPeAMETHI ABYMsI ablaMi. 110 MHEHHIO poguTenei, MpUInHaMU TaKuX
TPYIHOCTEH SIBIISIOTCS THIIEPMOOMIBHOCT CYCTABOB B MANBIAX KUCTEH, THIIOTOHHS
1 aHOMAJINH Pa3BUTHA KUCTEH pyK (cM. «Kuctr 1 cTonb»). OTH (HakTopsl MENIAIoT
HAy4UTHCS IepKaTh OyTHUIOUKY, a MO3XKe — MPHUOOPHI, OTYETO MIIICHIIAM H JIETAM
Tpebyercsi MOMOIIb ITPY KOPMJIEHHH Ha NPOTSDKEHUH JUINTETILHOTO BPEMEHH.

18

EUITeNdO(HU BeXOHUITUTIIA

Kpowme Toro, y nereit Unigue 0OHapyXUBaJIHNCh U APYTHUEe AaHOMAIIUH Pa3BUTHS
TOJIOBHOT'O MO3Ta: yBEJIMYeHHE OOJIBIION 3aThIJIOYHON IUCTEPHBI, TTOTUMHUKPOTHPHS
(aHOMaNMs, MPU KOTOPOM Ha IIOBEPXHOCTH MO3Ta MHOT'O MEJIKHX M3BHIIMH) U
HEJOpa3BUTHUE JIOOHBIX JONEH.

“ Korxna eii Gbl1o 6 MecsueB, eii nuarnoctupoBasiu AMT. Jleuenue He
norpeosanock . - inv dup del 8p (p11), 10 mer

“ AMT oGHapy»xmy B mepBbie Heaenu xusHu -, — inv dup del 8p (pl11)

% 3artuToK MTOCKHit CrIpaBa, a CBEpXy HMeeT oBanbHYIo Gopmy, cys mo KT-
cHUMKY. Jle(eKT ObLT CHITbHEE 3aMeTeH, Korjia oHa Obliia MaJIeHbKOU. Eif ObLT0
TPYIHO HOCHUTH OYKH, IOTOMY YTO PacCTOSIHHE OT TJIa3a JI0 yXa C JIBYX CTOPOH ObLIO
paszHoe. Ceifyac HENPOMOPIMOHAILHOCTE MOKHO CKPBITh BoJlocaMu. Takxke y Hee

koubronedas 1 AMT. Jledenue ue Tpebyercs ., — inv dup del 8p (p12), 20 ner

(11 o
VY Hee iBE KUCTBI B HIMIIKOBHIHOM JKeJIe3€, HO CHMIITOMBI OTCYTCTBYIOT, [IO3TOMY
o L 1) .
HET MoBojIa 1yis1 Oecrokoiicta , — inv dup del 8p(p21), 4 roxaa.

[13 o .
KT-cHuMOK mokasai, 4To y He€ pacHIMpeHHbIe JKeTyJ0uKH Mo3ra. Tawke y Heé
HEMHOT'0 OOJIBIIIE )KUAKOCTH B MO3TE, YeM JIOJKHO OBbITh, HO 9TO HE BBI3bIBAET

LH :
HHUKaKHX CUMIITOMOB, 1 HEOOXOJMMOCTH B JieueHun HeT —, — inv dup del 8p (p21),
16 ner

3aboneBaHus cepaua
[To naHHBIM MEIUIIMHCKON JINTEPATyphI BPOXK/ICHHBIN MOPOK CEPJIA BCTPEUAETCS B
25% cmyuaeB. Y wieHoB Unique 3a0oneBaHus cepliia BCTpeyaroTes Jame: y 14 u3
29 nereit (mpumepHo 50%) 10 JaHHBIM HccenoBaHus U B 18 ciydasx B 6aze
nanubelx Unique. HexoTopble neTH NMEIOT Goliee 4eM OJHY HATOJIOTHIO CepaLia.
(Garcia-Santiago 2015; Unique)
Hawubonee pacrpocTpaHeHHBIMH aHOMATHSAMU CEpPALA SIBISOTCS Je(eKT
Mexmpeacepanoi neperopoaxu (JAMIII]) (Hanuure ogHOro Wi Goliee OTBEPCTUS
MEX1y BEpXHUMH KaMepaMu cepaia) U JeeKT MEeXIKeITyI04KOBOH IIeperopoaKH
(JAMOKIT) (manuuume oqHOro Witk Gojiee OTBEPCTHI M1y HIDKHUMHU KaMepamu
cepama). Y HEKOTOPBIX AeTel HaOII0IaeTCs Cy)KEHNE apTepuH U €€ KJIAllaHa, Yepe3
KOTOPYIO KPOBB TIOCTYHAET B JIeTkKue (cTeHo3 nérounoit aprepun). AMIIIL, AMXII u
CTEHO3 JIETOYHOW apTepUH MOT'YT OBITh YacTbI0 0Oo0JIee CI0KHOM BPOXKACHHON
aHOMAJIMH cep/ua - TeTpansl Pato, KOTOPYo 0OHAPYKUIN y HECKOIIBKHX JIETEH ¢
inv dup del 8p.
B xone nccnenosanus Unique y 9 n3 29 nereii Ob1r 00HAPY>KEHBI ITyMBI B CEpALIE.
Taxue mymMbsl MOTYT OBITH BBI3BaHBI TOPOKOM cepana, Hampumep, AMIIIL, Ho odeHb
4acTO OHM HE MMEIOT KaKOH-T100 cepbe3Hoi nmpuinHbl. B aTOM ciydae
HEOOXOANMOCTH B MIX JICUCHUH HET.

Kpome Toro, y HEKOTOPBIX AETeH MOCiIe POXKICHUS COXPAHSIIUCE (eTabHbIE
KOMMyHHUKalMH. [IpoTok Mexay aopToii ¥ IETOYHON apTEPUEN, IO KOTOPOMY KPOBb
MOCTYTAET B JIETKHE, OOBIYHO 3aKPBIBACTCS cpasy nocie poxaeHus. Eciau on
0CTaeTCs OTKPBITHIM (OTKPBITHIA apTepraibHbIid MpoTok - OAII), B nerkue
MOCTYMAET U3JHIIHEEe KOJTMYECTBO KPOBH, & CEP/IE BEIHYKACHO paboTaTh ¢
GomnbIneit Harpy3Koi. JTo OBIJI0 OTMEUEHO y HECKOIBKHX fereil. OTBepcTHe MEX Ty
JBYMSI BEpXHUMH KaMepaMH CEpJIlia, OTKPHITOE Y IUI0/Ia, Ha3bIBAETCS OBATBHOE
okHO. Eciii oHO He 3aKpbIBaeTcs B MEPBBII I'O/1 )KU3HU (OTKPHITOE OBAIEHOE OKHO —
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nedopmanmu kak Opaxunedanust (YIDIOMEHHbIH 3aTHUIOK) WIH Iutarnouedams
(acuMMeTpUYHOE YIUIOIEHHE OHON U3 CTOPOH deperna). OOBIYHO 1MO100HbIe
neheKThl UCTIPABILSIFOTCS HOLIEHHEM CIEIHAIBHO TOI00PaHHOTO OPTOIEANIECKOro
niemMa. Y HEKOTOPbIX JIeTeil To10Ba Oblia CIHIIIKOM MaJCHbKOH (MuKpouedanus),
JTUOO0 CITMIITKOM OONBIION (Makporedatus).

(11
W3HavanmpHO y pebeHka HaOro1a1ach arnoneaiys ¢ OTKIOHCHUEM B 24 MM,
OJTHAKO IOCJIE UCIIOIb30BAHUS OPTONEAUUYECKOrO IIJIEMa OHO COKPAaTHIIOCh

npumepHo 10 7 MM 7, — inv dup del 8p (p12)

(11
B mnazgeHueckoM Bo3pacte y Hee Oblia Makporedaus, HO ¢ BO3paCTOM 3TO CTaJI0
1L .
MeHee 3ameTHo —, — inv dup del 8p (12p), 9 ner

MarnuTtHO-pe3onancHast tomorpadus (MPT) ronoBHOro Mo3ra MokeT He BBISIBUTH
HaJIMYUe aHOMAaJIMK MO3Ta, HO TI0 IJAHHBIM MEIHMIIMHCKON JInTepaTyphl okoio 80%
nereit ¢ Inv Dup Del 8p umeror BpoxjeHHBIE TOPOKH 'OJIOBHOTO MO3ra. OTO
MOATBEPXKIAIOT JJaHHbIE, IPEIOCTaBIIeHHbIE WieHaMu Unique: cOTacHO
pe3yabpTaTaM ompoca, y 24 u3 28 nereil BHIIBICHBl pa3IHYHbIC IOPOKH, U emle 25
Jetei B 0aze qaHHbIX Unique Takke UMEIOT BPOXKICHHbBIC aHoMajnu Mo3ra. (Garcia-
Santiago 2015; Unique). [lequatp 1 HEBpOIOT pa3bsiCHAT BaM, KAKUE IPOSBICHHS
MOT'YT UMETh OOHApYyXKEHHbIE aHOMAJINH, M KaKOe JICUEHUE MOXKET TTOHaJ00UTHCS.

Hawubosnee pacnpocTpaHeHHOW aHOMAIMEH, KaK M0 TaHHBIM MEIUIIMHCKON
JUTEPATypHl, Tak U 0a3bl Unique, sIBIsIETCS HEIOPa3BUTHE UM OTCYTCTBHE
Mo3onucroro tena (12 u3 28 ciuyuaes 1o pe3ysibraTam omnpoca; 23 ciydas B 0aze
nannbix Unique). Mo3onucroe Tejio — 3T0 My40K HEPBHBIX BOJOKOH,
COeMHSAIONIMX NPaBOE U JIEBOE MOIyHIApUs FOJIOBHOTO Mo3ra. OHO MOXKET
orcyrcTBoBath (areHe3usi (AMT)) uinu ObITh UCTOHYSHHBIM M HEOPA3BUTHIM
(runomtazus (I'MT)). 3To MOXKET NPUBOANTH K Pa3HBIM MOCIEACTBHAM. [Ipy sTOM
MO)KET HapyLIaThcs KaK YMCTBEHHOE, TaK U (hpu3mdecKoe pasBUTHe. [lepBrM
nposisieHueM AMT 0OBIYHO SIBIISETCS CYOPOKHBIN CHHAPOM (CM. pa3en
Cynopoxusii cuaapom). Camy anomanuio (AMT) HEeBO3MOXXHO UCTIPaBUTh, OJHAKO
MOKHO TTOBJIHMATH Ha €€ CUMIITOMBI.

Taxoke cymecTByer psii Apyrux aHOMaJUi pa3BUTHS FOJIOBHOIO MO3Tra:
YBEIMYCHHBIE JKEIYA0YKH MO3Ta (IIOJIOCTH, 3aII0JTHEHHbBIE CITMHHOMO3T OBOI
JKUIIKOCTBIO) (B 8 ciydasix u3 28 1o AaHHbIM uccienoBanus Unique); Heopa3BUTHE
MO3’K€UKa (4acTh TOJIOBHOI'O MO3Ta, OTBEYAIOIIAs 32 KOOPAWHANNIO IBI)KEHNHN 1
paBHoBecwHe) (B 2 crny4dasx u3 28 no maHHeIM uccnenoBanus Unique; 1 ciayuaii B 6ase
nanubix Unique); Konbronedanus (yBeIHIeHHbBIE 3aThUIOUHbIE POra OOKOBBIX
JKENy0YKOB Mo3ra ) (B 3 ciydasix u3 28 no nqanHbIM uccnenoBanus Unique);
TIEpUBEHTPUKYISIPHAS JISHKOMATSIHA (TIopaXkeHne (pa3MsArdeHne) 0eoro BemecTsa
(BHYTpEeHHEE BEIIECTBO TOJIOBHOTO Mo3ra) (B 1 U3 28 cirydaeB 1o TaHHBIM
nccnenoBanus;, 1 cmydait B bJ1); ruaporiedanus (TOBRIIEHHOE CKOIICHHE
CIIMHHOMO3TOBOH JKHIKOCTH B TOJIOBHOM MO3T€, YTO MOYKET IPHUBECTH K
MOBBIIIEHUIO BHYTPUYEPEITHOTO JABJICHUS; B 3TOM CITydae MOXKET OTpeOoBaThCs
oreparys 0 YCTaHOBKE IITYHTa — TOHKOW TPYOKH, KOTOpast IIO3BOJISIET BHIBOAUTD
W3JIMIIEK )KUAKOCTH U3 Mo3ra) (B 2 u3 28 ciydaeB 1Mo JaHHBIM HCCIIEJOBaHM);
cuHApoM JIpHIH-Y oKepa (KHucTa B MO3KEUKe, KOTOPBIH OTBEYAET 32 PABHOBECHE)

(8 1 m3 28 ciry4aeB no maHHBIM HecnenoBanus; | cryqait B B/1); u kuctot
IIWITKOBUTHOM kene3bl (B 2 w3 28 ciydaeB MO JaHHBIM UCCIeMoBaHus; 1 cirydait

B BJI).
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suTeWdo(hHE BBXOHUIUITOIA

C BO3pacTOM HABBIKH MEIKOH MOTOPUKH MOTYT YIYYIIUThCS,
HO OOBIYHO JICTH, IOIPOCTKH M B3POCIIbIE HE MOTYT
CIIPABJIATHCS ¢ PYTUHHBIME 33IaHUSIMU Oe3 MOCTOpOHHEH
HOMOIIH. 37ech MOXKET TOMOYb paHHee Ha4aJIo SProTepanuy
JuIs cTUMYIsiy padotsl pyk (Unique).

“ Ona ymeer mo6upaTh GObIIIE HIPYIIKA 1
MepeKJIaIbIBaTh X U3 OJHON PYKH B ApYyryto. JlepkuT oHa ux
KPEITKO, HO BBIITYCKaTh ITPEAMETHI U3 PyK eif TpyaHo. C
KOOpIMHALEH y Hee 0YeHb IIoXo , — inv dup del 8p (p11),
8 et

]
Meinkast MmoTopuKa y Hee crpanaer. M3-3a

TUIEPMOOUIBHOCTHU €€ PYKH BCET/1a CKAThl U MAJIbI[bI

UCKpUBJIEHBL. JIaloHN BCer/ia CMOTPAT BHU3, U €l TPYIHO

L :
MOBEpHYTh UX HaBepx , — inv dup del 8p (p11), 5 ner
[13 .
B nerckom cajny e€ Hay4uiIH ecTh, HCTIONb3Yysl BUIKY/HOXK M JIOKKY. EcT oHa cama,
HO XJ1€0, MSICO | T. JI. MBI BCET/Ia PEKEM Ha MEJKHE KyCOUKH, YTOOBI OHA He
LH :
noxaBwiack , — inv dup del 8p (pl1), 9 ner
[13 o v
HaBbIkK MEKOI MOTOPHKH YITyUIIAIOTCS, HO MUCATh OYKBBI €if TIOKa CII0KHO.
Hekotopble OyKBbI OHA MOXKET MHCaTh, KAK ¥ PUCOBATH (PUI'YPhI, HO TOJIBKO OUEHb
L] :
Oonpinue. [Tonb3oBaThest HOKHUIIAME etie yaumcs —, — inv dup del 8p (p11), 5 ner

[13
B 1 ron u Y9mecsiieB, MOKET XJIOMATh B JIAJIONIN U TSHYThCS 3a urpymkamu. O6e
L] :
CTOPOHBI TeJa PabOTAIOT OJIMHAKOBO U OfIHOBpeMeHHOo , — inv dup del 8p (p11)

“ B cBom monTopa roa 0YeHb XOPOIIO KOOPAUHHPYET PYKH H BJIAIEET IUITKOBEIM
3axBatoMm *, — inv dup del 8p (p11), 1,5 rona

“ Kapannamamu u CTOTOBBIME TIPHOOPAMH BIAJIEET C TPYIOM, YACTHUHO H3-32
CIMACTHYHOCTH, YACTHYHO M3-32 MBIIICUHON C1abocTh ) — inv dup del 8p (p12), 13
Jer

“V nee TPYAHOCTH C MEJIKOM MOTOPUKOM: HE MOXKET IUCaTh, 3ACTETUBATh U
paccTernBaTh MyrOBUIBI M MOJHUH U UTPATh C IIPEAMETaMHU
CIIO)KHOU (hOPMBI e dup del 8p (p21), 4 rona

“ Ona crioco6Ha JepkaTh U OpocaTh IpeMETHI, HO HE yMeeT
L] :
pucoBathb , — inv dup del 8p (p21), 8 mer

13 o
Xnormaet B JJagomu, rmieuieTCsa B BAHHOU, TAHCTCA 3a

TpeIMETAMH ¥ TIepEKIIaIbIBAET UX U3 PYKH B PYKY ) — inv
dup del 8p (p21), 1 roxg u 10 mecsiteB

CnocoO0HOCTH K 00y4eHH 10

O6sr4n0 netsim ¢ inv dup del 8p mpu 00ydeHnn Tpedyercst TOMoIb, 3a4acTyI0 —
HeMaJasl.

TonbKO y HEKOTOPBIX JIETEH 0TMEUaroTCsl yMEpEeHHbIe TPYAHOCTH B 00ydennn. Kak
npaBuio, Aety ¢ inv dup del 8p cTankuBaroTCs ¢ cepbe3HBIMH TPYAHOCTSIMH B
00ydennn. EcTp ocHOBaHMS monaratk, 4TO y MAlMEHTOB ¢ HEOOIBIINMHA
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OHMHOIOFOII B QULHIER J

JYTUTHKAIIASIMH FITH MO3aUI3MOM, HAPYIIEHUS MOTYT OBITh HE TaK CEPhE3HBI, KaK
y nereii ¢ 6onee kpymubiMu ayromukarwsivu (Fisch 2011; Garcia-Santiago 2015;
Unique).

Hexotopsie u3 aereit Unigue cMOTIIM HAYIUTHCS CUATATh, PUCOBATH, YATATH,
TTOJIH30BATHCS JUKOHCTHKOM, KJTABUATYPOH WX TUIAHIIIETOM, a OJTHA ICBOYKA CEMU
JIET C TIOMOIIBIO aJANITUBHBIX TEXHOJIOTHI HaYalla YYUThCS MTUCAThH MPOCTHIC CIIOBA.
Jpyrue netv He CMOTJIH OBJIAJICTh BCEMH HITU ITOYTH BCEMU M3 3TUX HABBIKOB.
[TouTH BCce pOIUTENTN 3aMEYaIIH, YTO MX JETH MEJICHHO OOYYarOTCsI HOBBIM
HaBbIKaM. MHOTHE CUHMTAIOT, YTO CIIOCOOHOCTh K O0YUYCHHIO Y UX JIETEH ¢ BO3PAcTOM
BO3pOCIIa, IPYTUE YTBEPKIAIOT, UTO Y UX JIETSH B ONPEICICHHBI MOMEHT 3Ta
CIIOCOOHOCTh OCTAETCS Ha OJTHOM YPOBHE, & B HEKOTOPBIX CITydasiX JaKe HICT Ha

cranu.

HexoTopbie ety 10 UIKONBI XOAWIIN B OOBIYHBIE JIETCKUE CaJIb
WU SICJTH, MHOT/Ia Mocelasi IporpaMMbl paHHETO
BMeratenseTBa. CoriacHo nHpOpMaIy, COOpaHHOW y ceMei
Unique, NpUCTYIUB K IIKOJILHOMY 00pa30BaHHIO, OOJIBIIMHCTBO
& JIETeH JTy4llle BCEro CIpaBIsiioch B YCIOBUSIX,
.| TPUCTIOCOOJIEHHBIX IS YIEHUKOB C OCOOBIMH MOTPEOHOCTAMHU:
> JTI/I6O B CIICHHAJIBHBIX I'PYIIAax WINW Ha THAWUBUAYaJIbHbBIX
3aHATHSAX B 0011€00pa30BaTENbHOM HIKOJIE, JTH0O0 B
CIeIMaIM3UPOBAHHON IIKosie. HeKoTophble YUeHNKH MO3Ke MepenIy 13
CHeLUaT3UPOBAaHHON IIKOJIBI B 001Ie00pa3oBaTenbHyto. Heckonbko nereit
00y4asuch Ha JIOMY.

Hekoropbie poxuten 0COOCHHO MOAYSPKUBAIIHN, YTO UX JETCH OYCHb BAYKHO
COLMAJTFHOE B3aUMOJCHCTBHE B ILIKOJIC, OHU HAXOAWIH OOIICHHE C POBECHUKAMH U
YUUTEISIMHU Ype3BbIYAHO Hoe3HbIM. HeKoTopbIe yBepsuIH, YTO HX peOCHKY OUYCHb
TIOJIE3HO OBLIO OOLIATHCS CO CBOUMH «OOBIYHBIMUY» POBECHUKAMU HIIH OpaThsiMu/
CecTpaMH B CTAHAAPTHOU HIKOIBHOM 0OCTAHOBKE, XOTs ObI Ha HEKOTOPBIX 3AHATHSIX
win Ha nepemeHax. OqHaKo 3T0 GbUI0 BO3MOXKHO HE [UTS BCEX JICTeH.

Poxmurteny oTMedanu CXOMHbIE CHIIBHBIC CTOPOHBI CBOMX JETEH, IOMOTAIOLINE M B
yu€be: OHU CTPEeMSATCS U MOT'YT OOILATHCS C APYTUMH, 00JIaIal0T YyBCTBOM IOMOpA,
JFOOOMBITCTBOM U LIEIEYCTPEMIICHHOCTBIO. B 11eioM, OHM GOJTbIIIe CTPEMSITCS
B3aMMO/CHCTBOBATH C JIFOJBMH, a He ¢ npeaMeraMu. HekoTopsie AeTH J00mm
MY3BIKY — OCOOEHHO XOpOIIO Y HUX IOIY4aIoCh [ETh, TO3TOMY MM IMOJIC3HA
MY3bIKaIbHAs TEPAIHs; OMHH PEOCHOK, HMEIOLINI
BBIP)KCHHBIC HAPYILICHHS, IIEN B XOpE.

PaHHee BMeIIaTeNbCTBO MO3BOMISAET YAYUILINTh BHUMAHNE
Y BOCIPUUMYHBOCTH peOCHKa, a 9TOOBI yAep)KaTh
TIOTyYeHHBIE HaBBIKH, TPEOYIOTCS PEryspHBIC,
TIOCJIE/I0BATENBHbIE €KEAHEBHbIC WITN €KEHEIETbHBIC
3araTus. B BermkoOpuranun pa3zpabaTeiBaeTcs
WHIMBHIYaJIbHBIA T1aH 00pa30BaHUs, MEIUIITHCKOTO
obcmyxnuBaHus U corpanbHol noaaepxku (EHC) mocie
MIPOBEACHUS COOTBETCTBYIOIIEH OIIEHKHU ITOTpeOHOCTEH
pebeHka. JlaHHBIH TOKYMEHT, UMEIOIINI IOPHITIECKYTO -
CHITy, TapaHTUPYeT MPEAOCTaBICHHE TIOMOIIH B cdepe 11 mer
00pa3oBaHusl, MEIUIIUHCKOI0 OOCTYKUBaHUS U

COLMAJILHON TIOJIEP’KKH B COOTBETCTBHUH C ITOTPEOHOCTSIMH peOeHKa (paHee AETsIM,
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EUITeNdO(HU BeXOHUITUTIIA

'V Hee GbIIO HECKONBKO CYIOPOKHBIX TIPUCTYIIOB. [IepBBIM CITYUMICs GOMBIIOH
CYAOpOXHBIN TpHanok . OH BO3HUK Ha (hOHE MOIHOTO 30POBBS M PO OIIKAIICS
msTHaaTh MUHYT. C TeX 1Mop y Hee POUCXOJIAT TshKemble (peOpHIIbHBIE CYI0pPOTH.
MBI Bcerzia HOCHM € co0OH TMacTat st HEOTIIOKHOM TTOMOIIH, a BO BpeMst O0JIe3HN
JlaeM KJIIOHOHH (KJIOHA3eraM) JUisl IPOQHUIaKTUKH cynopor. OHa HaOmonaercs y

HeBpoJora Y Inv Dup Del 8p (pl1), 7 et

“ Cymoporn 6sUTH TONBKO OJIMH Pa3 - IBYXMHHYTHEIH TIPHCTYII B BO3PACTE ABYX
Henens ), — Inv Dup Del 8p (pl1), 14 ner

(11 o v
CyﬂOpO)KHblI/l NpUCTyN CIy4YUJICA B OTACICHUN p€aHuMallui 1 THTCHCUBHOU

Teparuu HOBOPOYXKICHHBIX HA TIEPBOM Hezene *u3Hu. HeBposior Hanpasui Ha

obcienoBanue. [puem denodapouTana u dunantuna (DeHUTONHA) TO3BOMMT

KyIHPOBATH CyI0pOXKHEIE Tpmanki *, —inv dup del 8p (p11)

%V nee cunapom Jlennokca-I'acro. C MOMEHTA MOSIBIICHHS IPHCTYIIOB B 2012-M
rO/1y Mbl UCIIPOOOBAIM MHOXKECTBO Pa3IMUHBIX MpenapaToB. OHa MPUIEPKUBACTCS
keToreHHoM aueThl ¢ 2016-ro rona. Eie eif moa Koy yCTaHOBUIIM CTUM YIS TOP
OnmyXIaroliero Hepea. B IoNOHEHNE K JIUETE U CTUMYJISITOPY, OHA PUHUMAET J1Ba
npenapata: Jlamorpumkuna u Oudu (Kimodazam). Coueranue TUEThI, JCKapCTB U
CTUMYJIATOpPA MMOMOIJTIO COKPATUTh YaCTOTY IMPUCTYIIOB, HO HE YCTPAHUIIO UX

MOHOCTEIO0. Y Hee BCe ele MPOMCXOAUT OT Tpex 10 10 mpHcTyNoB B Hezemo
— inv dup del 8p (p12), 9 net

“V Hee TOHHKO-KIOHMYECKHE CyI0POTH, IEPEPACTAIONINE B I THUCCKHIA
CTaTyC, aTOHMYECKUE CYJIOPOrH, a0CaHCHbIC U MUOKJIOHHYECKUE MpuaaK. B
MPOIILJIOM Y Hee Tarke Obuin (eOpuiibHbIe cynopord. OHa IPUHUMAET Mpernapar
Kemnmnpa aBa /bl B I€Hb, a 751 HEOTIOKHOM ITOMOIIN TP SMHUIETHYECKOM CTaTyce
MoJIydyaeT mpenapaTbl DMUCTATYC, TapaibIeru 1 quazenam (oenszonuasenun). [Ipu
MPOJOKUTENBHBIX TPUCTYNAX eif HeoOX0uM Kuciaopod. Bo Bpemst ogHOro 13
TSDKEIBIX (PeOPHUIIBHBIX MPUCTYIIOB TPOU3O0IILIA ACTTUPALINS JKEITyA0UHBIM
COZIEP’KUMBIM, € TIOHa100MIach UCKYCCTBEHHAs! BEHTIIIALUS JIETKUX U BBEICHHE B
HCKYCCTBEHHYIO KOMY B TedeHHe IsITu 1Hed. [IpoomkuTenbHble punaiku He
HAHECIIH JOMOTHUTEIBHBINA JOITOCPOUHBINA Bpel ee 310poBbio. Ceifuac MBI Bcera

HOCHM ¢ c000it Muasomam, 4T00bI KyIHPOBATH IPOXOIKHTEIBHBIE IPHCTYIIE! )
— inv dup del 8p (p21), 4 ronma

1T .
Ha BTOpOI#1 MeHD KI3HU OBLT SIIH30]] CYA0POT, HO O0oiee OHU HE IOBTOPSITHCH
BIUIOTH IO JIEBATHAIIATH MecAleB Km3HA. D3I mokaszana aHOMaIbHYIO aKTUBHOCTh

mosra >, — inv dup del 8p (p21)

“ K Bamath mepBoMy MeCSILy XKH3HH y Hee yxke CIydrIoch asa npucryma; DI i
MPT Obuti B HOpME ¥ inv dup del 8p (p21)

| I'oj10Ba ¥ roJIOBHOI MO3T
Y MHOTHX JieTe# pu POXKICHUH OTMEUAJICS YBEIMUYCHHbBIN pa3Mep POTHUYKOB HIIH
pacxokJIeHUe KOCTei yepena.

Y HEeKOTOpBIX AeTel OONBIION POXHIUYOK 3apacTall MEUIEHHO. Y Ipyroil 4acTu
JIeTeH KOCTH Yepera cpacTallich CIMIIKOM OBICTPO (TaK Ha3bIBaeMbIN
kpannocuaocto3) (Unique). [IpruMepHO y MOIOBUHEI JieTeil roinoBa nmena

HECTAHAAPTHYIO q)OpMy HJIK pasmep. Hawnboitee yacTo 0OTMEUAINCh TAKHE
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THIBI CyAOPOKHBIX PHCTYIOB:

A@caHCHBIE IPUCTYNBL: XapaKTepHU3yIOTCsl K3MEHEHNEM TIOBEICHUS - peOCHOK
Kak Oy/ITO «OTKJIFOYAETCSI», MHOTAA COIIPOBOXKIAIOTCSI 3aMUPAHUEM B30pa, YaCThIM
MOpraHHeM WM NPUYMOKHBAaHUEM T'y0aMu. AOCaHCHBIE IPUCTYIBI OYEHb KOPOTKHE U
00BbI9HO JJIsiTCs MeHbIe 30 CeKyH]I.

I'eHepajM30BaHHbIE TOHHK O-KJIIOHHYECKHE IPUCTYIHI: B Havane npuctyna
MIaTOJIOTMIECKas SJIEKTPUIECKasi aKTHBHOCTh BO3HHKAET B 000MX ITONYIIAPHAX
TOJIOBHOT'0 MO3ra. [Ipumaaku XxapakTepu3yroTcs Gpa30i TOHHUYECKOTO HalpsHKEHHS
MBIIIII, & 3aT€M IOAEPTUBAHISIMH.

MuokJ/j0HMYecKHe NPUCTYNbI: I eHepaan30BaHHEI € IPUCTYIIHI,
XapaKTEePHU3YIOIIHECs ITOAEPTHBAHISIMI M PEe3KUMH B3PAaTUBAHMSMHA PAa3INIHBIX
MBIIIII TeJIa, HO Yamle PyK ¥uIi Hor. Kaxoe coKpamieHue JIATCS JOJN CeKyH/bI,
MaKCHMYM — OJHY CEeKYHY.

MuoToHnYecKkHe NPUCTYNBI: XapaKTepu3yloTcs TOHHYECKHM COK pamleHuEeM
MBIIIIII.

MuoK/JI0HNYeCKH-ATOHNYeCKHe MPUCTYNbI: XapaKTEepHU3yIOTCs MOAEPTUBAH U MA
MBIIII WM PE3KUMH B3ParnBaHMSIMH, ITOCJIE Yero HacTymaeT CHIKEHIE TOHYCa
MBIIII ¥ [TaICHAE.

Cunapom Jlennokca-I'acro: Penkas ¢popma smuiencuu, KoTopas 0COOCHHO
IUTOXO TIOAAETCS JISYeHHIO. [IprcTybI 00BIYHO HAYWHAIOTCS B Bo3pacTe 3-5 JeT.
CHHAPOM MPOSBIIETCS PA3HBIMHA THITAMH HIPHUITAIKOB, HO 9aCTO BKIFOYAET
aToHH4ecKre (IaieHns1), a0CaHCHbIE, TOHNKO-KJIOHMYECKHE i MHOKIOHUIECKHUE
TIPHCTYIIBL.

HNudpanTuiababie cia3mbl: OOBITHO BO3HUKAIOT B BUIE CEPUH Y MITaICHIIEB B
Bo3pacte ot 3 10 10 mecsmeB. Cra3Mbl gamie BOSHUKAIOT IpU MpoOyxaeann. Moryt
OBITh TUITMYHBIMU WIIN CIa00BBIPAKSHHBIMH.

Heonatanbusble cynoporu: Cynoporu, IposBISIONINECs B IepBhIe 28 qHEer
JKU3HH PeOCHKA.

@elOpuJibHbIC NPUCTYIIBI: BO3HUKAIOT HCKIIOYUTENBHO PY IOBBI I EHHOU
TEeMIIepaType Tea.

I'unorimmkemuyeckue cygoporu: Cynoporu, BEI3BaHHEIC O9€Hb HU3KUM YPOBHEM
caxapa B KPOBH.

HcTopus oxHol ceMbH....

“ Jlo Tex mop, MOKa HaIIEeH [09epH HE UCTIONHIIIOCH IISTh JIET, Y HEE MOYTH KOKIYIO
HEJIEI0 CIYJaIlNCh CyAOPOTrH OT OHOTO [0 OJMHHA/IIATH Pa3 B ICHb,
MIPOROIDKUTENBHOCTBIO 20-40 cexyHa. Mexay cynoporaMu SIMHIENTHYECKOH
AKTHBHOCTH HE HAaOII0JaI0chk. Y Hee CIydHiIoch J1Ba TSDKEIbIX NMPUIaKa, TPEXIe YeM
MBI Y3HAIIM, YTO Yy HEe SIuIercus. Bpaun He cpa3y CMOIM TOCTaBUTh THArHO3.
Korna et 0bw10 1Ba roga, Mol moexanu B CIIIA, 94ToOBI y3HATH OOJMBIIIE O €€
cuHApOME. MBI BCTPETHIINCH C SKCIIEPTaMH B 00JIaCTH TeHETUKH U SIHJICIICUH, a
TaKKe NPOBEIM HECKOJIBKO YacOB B OTJEICHHUH JUISl MALMEHTOB C HapyIICHUSIMA
pa3BuTHs. Bpaun npuium K BBIBOAY, YTO y HEE SMUIICTICHS, U CO CIEIYIOIIETO JTHS
OHa Hayaja MPUHUMATh JICKapCTBa.

YV Hee ObIII0 MHOTO ITPOOJIEM /10 IATH JIeT. Ha MpoTshkeHnH Tpex JIeT MbI TpoOoBan
pa3nMYHBIE JIEKapCTBa M HAKOHEI[ HAIIUIM KOMOWHAIIHIO, KOTOpasl OTINYHO paboTaer!
Tpunentan (975 mr yrpom u Beuepom) u @pusuym (Kitobazam 10 Mr yrpom u
Beuepom). Ha ceroqHsmHuii IeHb ee BeC COCTaBIAeT 36 KT, H y Hee ObIBaeT TOIBKO
HECKOJIEKO HEOOBIINX IPUCTYIIOB B TOA. YK€ Ha MIPOTSHKEHNH YETHIPEX JIET OHA He
Hyxaercs B crecomuze (quasename) », — Inv Dup Del 8 (p11), 9 ner
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UCTIBITHIBAIOIIMM TPYJHOCTH B 00y4EHUH, BBIIABAJIOCH CBUIETENHCTBO 00 0COOBIX
o0pa3oBaTenbHBIX oTpebHocTsX). Ha caiite Unique B pazferne npakTHIECKUE
PYKOBOZCTBA JJIsSI CEMEH MOXKHO O3HAKOMHTBCS C OT/ICITBHO BBIACICHHBIM
pykoBoacTBoM «O0pazoBanue» (Nevin 1990; Yenamendra 1999; Masuda 2002;
Hand 2010; Vermeesch 2003; Fisch 2011; Garcia-Santiago 2015; Unique).

“ Hama noup ucrbITHIBaCT Cepbe3HbIe TPYAHOCTH B 00ydeHnn. CHavaia oHa XOo/auiia
B CHe]_ll/laJ]l/IS’l/lpOBaHHblﬁ ,B,CTCKV[IZ Call U HAYaJIbHYIO IIKOJTYy, ITOTOM IIOCJIC
JUTITENBHBIX IEPETOBOPOB HAaM Y/IAJIOCh YCTPOUTH €€ B 00111e00pa30BaTEeNbHYIO
cpenHiolo mkomy. VHKII031s B 00111€00pa30BaTeIbHYIO IIKOIY C HHAUBUIYaIbHON
TIO/IJIEPKKOM Jjajla OYeHb XOPOIINE PE3YyNbTaThl - ICUXUYECKOE COCTOSIHUE 10UEpH
yayutiock. K Tomy ke, Tam eil IpuxoIuiioch U3ydaTh ropasio Oosblie pa3HbIX
npeaAMETOB, YTO MOJOKUTCIIBHO MMOBJIUAIO Ha €€ CHOBaprIP’I 3arnac 1 My3bIKaJIbHBIC
criocobHocTH. C 16-11eT OHa 00y4aeTcst Ha JOMY 110 OT/IENBHO (PMHAHCHUPYEM Ol
WHIUBUIyaJIbHON y4eOHOM nmporpaMMe. DTO MOJATrOTOBUIIO €€ K Iepexo1y BO
B3pociyto ku3Hb. [Iporpamma EHC yxxe 3akoHumnace, 1 104b nepenia Bo

OMHOIOFOII B QULHIER J

B3pOCIIbIe CIyKObI *, — inv dup del 8p (p11), 22 roxa, BenmukoGpuranus

“ Hamemy ceiny 11 11et, HO €ro ypoBEHb ICHXHUYECKOTO PA3BUTHS COOTBETCTBYET
IpUMEpHO JBYM rojiaM. OH MOCTOSIHHO HaXOIUTCSl B COITPOBOXK/ICHUH JTMYHOTO
yuntensi. CbIH X0 B OOBIUHBIN IETCKHUI cafl, a B IOATOTOBUTEIFHOM KJlacce J1Ba
JIHSI TIPOBOJIMJI B MECTHOM 00111€00pa30BaTENIbHON IIKOJIC U TPU JHS — B
CTeMaTU3UPOBAHHON IIKOJIE IS IeTel C OTPaHNYCHHBIMU (PU3UUECCKUMU
BO3MOKHOCTSIMU. Bcro Heemmo ¢ HUM B 00€HX IIKOJIax ITOCTOSTHHO MPeObIBa
JUYHBINA yauTenb. Bo BTopoM Kiacce KOMMYECTBO HEH B 00111e00pa3oBaTebHON
IIKOJIC COKPATUIIOCH IO OJHOTO B HEJEIIO; K IIIECTOMY KJIACCy ChIH MPOBOMI TaM
JIBA Yaca B HEJIENIO, Mocelasi 00IIeCTBEHHBIE MEPOIIPUATHS U (PU3KYIBTYpyY. B
001eo0pa30BaTENbHON IIKOJIE K HAM OY€Hb XOPOIIIO OTHOCHIIUCH U COCTABIISIIN
pacmucanyie TakuM 00pa3oM, YTOOBI HeaKaJeMUIECKUE 3aHATHS TIPUXOIMINCH Ha
JICHb, KOT/Ia HAIll CHIH TTOCEIIall MKoy. Moif COBET BceM: COCTaBbTE ONTHMAJIHHYIO
nporpammy EHC. Ilpu 3ToM OynpTe Kak MOKHO TOUHEE B (POPMYITHPOBKAX U
TpeOoBaHMAX, OOpaIaiTech 3a IOPUINIECKON TOMOIIbI0. BriOupast mkomy,
CTapalTech MBICIUTH HENpe/B3s1To. [loMecTHB chiHA B JIBE IIIKOJbI, B TOM YKCIE B
00111e00pa30BaTENbHYIO, MBI IOMOTIIH €MY 3aBECTH JAPY3€H U3 OKPYTH, MOCEIIATh
IIKOJTy BMECTE C OpaThsiIMHU, & MbI IOYYBCTBOBANIN ceOsl 00bIUHOII cembeil. B
CTELMAIN3UPOBAHHON IIKOJIE OTPAaOATHIBAINCH U 3aKPETUISIINCH HABBIKN M 3HAHMS,
MOJIyYeHHBIE B 0011e00pa3oBaTeIbHON 1mKose. [loHavdamy chlH OKa3bIBaJ HEIIIOXHE
YCIIEXH, HO TIPUMEPHO C IISITH JIET €r0 CIIOCOOHOCTH OCTAIOTCSI HA OHOM M TOM K€
ypoBHe. CyIIecTBEHHOT 0 ITporpecca ¢ TeX Mop He ObII0, HO 51 CINTAI0, YTO KaK
JMYHOCTH OH pa3BUBaeTcs. Pu3nyeckas Tepanusi IoMorajia, HO Ha €ro CHXUIECKOe

. . 9 .
pa3BUTHE JIydIe BCEro NOBIHUsIIA DPrOTEpaIus ¢ CCHCOPHOM HHTerpauuen —, — inv
dup del 8p (pl1), 11 nmer, BenukoOpuranus

“ B nporwrom rozy oHa BMecTe ¢ GpaThSIME M CECTPAMH TOIIIIA B
00mreoOpa3oBaTenbHyIo MKOMy. OHa MHOTOE y3HAET, IPOBOISI BPEMSI C IPYTUMH
nerbMH. Ee criocoOHOCTH K 00y4eHHI0 MEUIEHHO, HO TIOCTEIIEHHO YITy4IIatoTCs B
KaxJ10i cdepe xu3HU. [lepBoe Bpemst 104b XOauiIa B CIIEIUAIN3NPOBAHHbIE CaTUK 1
IIKOJTY, 94TO OBIJIO OYeHb BAKHO: TaM OHA Hay4HJIach Pa3roBapuBaTh, €CTh U MHUTh
CaMOCTOSITENIbHO. B mporniom romy oHa monuia B 001eo0pa3oBaTenbHYIO HIKOMTY.
JIBa yuuTens 3aHUMAIOTCS ¢ HEH M ellle ¢ OHUM MaJIbuHKOM, y KoToporo ayrusm. Eit
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OmnbiT onHoi cembu U3 CIIIA B cucreme o6pa3oBanusl...

“ Paupie Hawa 104b JI. HOCEIAA HCKIIOUUTENBHO CIEeUATN3UPOBAHHEIC YIeOHbIE
3aBegeHHs1. C 3TOro roja OHa XOIUT Ha HEIOJIHBIH I€Hb B OOBIYHBIN AETCKUI CaJl Ha YPOKH
MAaTeMaTUKH, YTeHHs U nrchkMa. OHAa JIydIe BCero BOCIPUHIMAET HH(OPMAIHIO Ha CIIYX,
MIO3TOMY TE€CTHPOBaHHUS U 00y4eHHE JOJDKHBI IIPOBOAUTHCS B YCTHOH opme. Eil TpynHO
BOCIIPUHUMATh HOBYIO HH(OpPMAIMIO BU3yasibHO. OHa JIFOOUT 3a/JaHKs, KOTOPbIE BKIFOYAOT
YTeHHe/MUCbMO/ U(PBI /OyKBBI, HO HE JIFOOUT 3aHATHS HA MEJIKYIO MOTOPUKY U HE JIFOOUT
urparb ¢ urpymkaMi. OHa Takoke BCerja roroBa oMo4b TOMY, O KOM OHa 3a00THTCS.

M1 xuBeM B CIIIA, 1 OTy4uTh HHAUBUIYaIbHBIH Y4eOHBIH IUIAH HE COCTaBUIIO OONBILOTO
Tpyaa. OxHako ObUIO HE TaK MPOCTO JOOUTHCSA TOTO, YTOOBI ATOT IIaH YYUTHIBAI HE TOIBKO
aKaJeMHYeCcKue, HO U IPaKTUYEeCKHe 1ein, U 4ro0s! JI. OblIa 3aaelicTBOBaHa B IPOrpaMme,
KOTOpas Obl CTUMYIHMpOBaJia e 00ydeHHe. Y Hee Xopollee yMCTBEHHOE Pa3BUTHE, HO C
(hu3n4IecKuM 310pOBBEM €CTh NMPoOIIeMbl. OHA OUYEHBb XOPOIIO CO BCEM CHPABIISETCS, €CIN
YUHUTBIBAIOTCS €€ (pu3nyeckne 0COOEHHOCTH (CEHCOPHBIE U JBUTaTeIbHbIC HAPYIIECHHS), 1,
KaK TOJIbKO OHA OBJIaJIeIa CHCTEMOM OOIIEHHsI, MbI MOHSIJIH, YTO €€ MO3HABATEIbHbIC
CIOoCOOHOCTH Topa3io OoIbIe, YeM HaM Ka3aiaoch. XoTs JI. He MOXKET IMUCcaTh/pHCOBaTh
PYKaMH, OHa HayaJia UCIIOIb30BaTh CHEIMaIbHBIA KapaH/alll Ul MMchMa (CITyCTS HEJEMto
TocJIe TOT0, KaK el MCHOHUIIOCH ceMb). B mepBblii pa3, xorna JI. ero ncnonbs3obana, oHa
Harcanta cBoe uMs. Terepb OHa yMeeT MucaTh CBOE MMsl, «MaMa/Tara» 1 HeCKOIbKO IPYrux
npocThIX c1oB. OHA TaKKe Y3HAeT AHU HEZeIH, L[BETa, YacTO YHOTpeOIseMble ClI0Ba, U PbI
n OykBbl. OHa TaKKe MPOCUT BKIIIOYATh IECHHU, KOTOPbIE XOUYET MOCIYIIATh, BEIOUpast HX 110
TIepBOil OyKBe.

MBbI O4€Hb CTapalIiCh JOOUTHCS TOrO, YTOOBI yUUTEIIS HCHOIb30BANIN B KJIACCE €€ CUCTEMY
obmennst. Mbl Takke He pa3 00paIlaIich K YaCTHBIM IICHXOTEPaIeBTaM, YTOObl HaliTH
BCIIOMOTaTeIbHBIE TEXHOJIOTHUH, KOTOPbIE TI03BOIMIIH Obl JI. yyacTBOBaTh B OOBIYHBIX
00pa3oBaTesbHbIX MeponpusATHAX. OHa cMOrJla MHOTOrO IOCTHYb O1arofaps ToMy, YTo
ceifuac OHa MOXKET O0IIaThes. B IIKOIe OHAa HyX/JaeTcsl B IOCTOSHHOW IIOMOLIM B OOIICHUH,
obecrieyeHnH ee 6e30MaCHOCTH, a TAKKE B IOBCEHEBHBIX JIENax.

Cnoco6HoctH JI. kK 00y4eHuro co BpeMeHeM pa3Buinch. Korza oHa Obuia peOeHKOM, OHa,
Ka3aJI0Ch, OTKJIF0Yaack. DTOro 6osblie He MpoucxoauT. Ham Taxke ObL10 TpyAHO
OIpEenTb, 4To JI. OHsIA WIIM YTO OCBOMIIA, IOKA OHA HE HavaJla O0IAaThCs P HOMOIII
Junamudeckoro Juctuiest (PODD). Kpome Toro, moka eit He yCTaHOBMIIM FaCTPOCTOMY, Y Hee
ObL1 HeZI0O0Op Beca. MBI 3aMETHIIN OrPOMHBIE YCIIEXHU B yueOe TOIBKO MOCIE ToJa XOPOIIEro
nuTaHus 0e3 onepanuii: OHa HayqHIach XOPOIIO XOAUTh M Hadajla COCPEA0TauylBaThCs Ha
npyrux emax. K Tomy e, eif OueHb MOBE3JI0 ¢ yYUTeNIsIMU. B HacTosAmuMil MOMEHT y Hee
HaOJII0AaeTCsl PHIBOK B O0OYUCHHH: OHA JINIaeT YCIeXH BO BcexX obnactsax. S mymaro, Bce
Gnarogaps TOMy, YTO HaM HaKOHEL-TO YAAJIOCh HAaHTH NOIXOMASIIME UL Hee CIIOCOObI
00y4YeHHSI, U TO, YTO OHA MOXKET OOIIATHCS C HAMH, U YTO OHA (hPH3HUECKH 30POBa.

JI. oueHb OOLIUTEIIBHA U, OTBJIEKASICh HA POOJIEMBI CO 310POBHEM, MEIIAET CBOUM
OJIHOKJIACCHUKaM. MBI HaJieeMcsl, YTO B HOBOM ILIKOJIE, /i€ I€TH HE HACTOIBKO OCTPO
pearupyroT Ha NOJO0HBIE BEIH, OHA CMOXKET JIY4Ile COCPeIOTOUHTHC.

duzuyeckas Tepamnus, IPOBOAUMAs C YETBIPEX MECALIEB 10 HACTOSIEe BPEMsl, 3HAUHTEIbHO
nomorya JI. yKpenuTh Teo U Hayduia ee IpaBHIbHO UM MONIb30BaThes. OHa OYeHb He XOoTela
OTCTaBaTh OT CBOMX OpaTheB, H s MOJAralo, YTO MMEHHO PEIIMMOCTb 3aCTaBHJIA e¢ Ha4aTh
XOIUTh. MBI HACTOSITEIEHO PEKOMEHIyeM HalWTH YIHTellsl, KOTOPBIN MPH Moaue y4eOHOro
MaTepuaia 3a/IeiiCTBOBa Obl 3pUTEIBHYIO Chepy U Haydui Obl BalIero pedeHKa MpaBUIIbHO
OIpPEIeNATh BET/KOHTpACT/pa3mep u T.1. [lomoOHbIe 3aHATHS, MPOBOAKUMBIE ¢ 1 1-MecsaHOro
BO3pacTa, 3HAYUTENBHO YIydiiy 3perne JI. PaHbire oHa He yMerna ClieiuTh 3a IpeaMeTaMu
WY HaXOIWTh UX; TEIeph OHA IIPEKPACHO BUJUT IPEIMETHI, KOTOpHIE €if HHTEPECHEI.
Oprorepanus st JI. — camas npobnemHas oonacts. Eif 0oHa mpocTo HEWHTEpECcHa, U IIOTOMY
OHa HE XOYeT CTapaThCs. DProTepamneBTy MPUILIOCH HCKaTh HEOPAUHAPHBIE CIIOCOOBI, YTOOBI
HAy4UTh €€ HEOOXOIMMBIM HaBbIKaM, TIOTOMY YTO OHA OTKa3bIBACTCS UTPATh C UTPYIIKAMH.
My3bIKa TaKKe O4eHb OMOTJIa B aKaJIeMHIYSCKOM 00y4eHnH JI. ¥ B yCTaHOBICHHH CBsI3€it

MEXTy Pa3IMIHBIMA HaBBIKAMH ¥ —inv dup del 8 (p11) — 7 net
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OHa He IPUHUMAET IHIIY U JIEKapCTBa Yepe3 POT M3-3a TIOBTOPHBIX aCHHPAIIOHHBIX
ITHEBMOHUH | TIPOOJIEM € TII0TaHueM. ATTHO? ObUIO 0OHAPYKEHO TOBKO B KoHIle 2016 rosa.
OHO MMeTI0 TPUCTYIIO00PA3HBIN XapaKTep: JECATh THEH TSHKEIOro almHod, BCE

JIBaJIIATh YETHIPE Yaca, a 3aTeM BCe MPEKPATUIIOCH ? — Inv Dup Del 8p (p12), 20
Jer

[13 o L]
PenmnuBupyromue nHPEKINU JbIXaTeIbHBIX MMyTel U OpoHXHoauT , — Inv Dup
Del 8p (p21), 4 rona

[13
YactiuHo chopMHUpOBaHHOE JIETKOE, BO3MOXHO M3-32 ITHEBMOHUH,
JIMarHOCTHPOBAHHOM B BOCEMb Hezlenb nociie poxaeHus. C 6 1o 9 mecsies Obuia

3aBHcHMa OT kucnopoja. Ceifuac jerkue B Hopme ¥ Inv Dup Del 8p (p21), 5 ner

Cyn0poKHbI CHHIPOM
[TpuyrHOM BO3HUKHOBEHHSI CYIOPOXKHOTO CHHIPOMA SIBJISICTCS H3MCHCHHE
AJIEKTPUYCCKON aKTHBHOCTH B TOJIOBHOM MO3re. CHMIITOMBI BAPEUPYIOT B
3aBUCHMOCTH OT TOT'0, KAKOH Y4acTOK (MJIM YYaCTKH) TOJIOBHOT'O MO3ra ObLI
3aTpoHyT. OOBIYHO OHM BKJIFOYAIOT BPEMEHHOE HAPYIIICHUE WJIH IMOTEPIO CO3HAHUS
HEKOHTPOJIUPYEMBIE NTOAECPTUBaHUs YacTel Tena.

CynoporxHbIe TIPUCTYIIBI, B TOM YHCIIC STHUJICTICHS, ObLIM YacToM Mpo0IeMoil cpeau
yneHoB Unique ¢ Inv Dup Del 8p. ITpuctyns! Oblm onmcansl y 15 y4acTHUKOB U3
29, BOIIEAIINX B UCCIEOBAHUE, U B AaJbHEHIIEM - emle y 14 unenoB Unique.

OnekrposHuedanorpamma (3917) u Buaeomonuropunr 21" (B0I-BM) —
MEIULIMHCKHE UCCIIE0BAHUs, IPOBOJUMBIC JUT U3MEPEHUSI U 3aIIMCH
3JIEKTPUUECKOI akTUBHOCTH Mo3ra. Hapsiny ¢ qpyrumu ucciae10BaHUSIMU OHU MOT'YT
HIOMOYb OIPENENUTh THII IPUCTYIIOB, OMHAKO MHOTUE POJUTENN COOOIIAIOT, YTO THII
MPUCTYIOB OCTaeTcsl He yrouHeH. Cy10pOKHbIE IPUCTYIIBI, KaK IPaBHIIO, CBSI3aHbI C
aHOMaJIiel TOJIOBHOTO MO3Ta — OTCYTCTBHEM (areHe3neil) Mo30IucToro Tena (CM.
pa3zen ['ogoBa 1 MO3T), OTHAKO MOTYT BOSHHUKATH y J€TeH 1 6e3 aHOMaJIHii
TOJIOBHOT'O MO3Ta.

Cyznoporu MoryT ObITh (POKaJIBHBIMY (TTAPLHATEHBIMY, BOBJICKAIOIMMH OAUH
Y4aCTOK MO3Ia) MM TeHEePaIU30BaHHBIMHU (BOBJIECKAOIIMMH 00a MONyIIapus
roNOBHOro Mo3ra). B uccnenoBannu Unique He OBUIO BBISBICHO THITMYHBIX
NPHUCTYIIOB. Y Ka)KIOTo MallieHTa MOXeT ObITh 0oJiee OHOTO THIIA IPHCTYIIOB,
IpHYeM BO3pacT Je0roTa BapbUpyeTcs OT epruoaa HOBOPOXKIECHHOCTH 10 Ooiee
CTapIIIero AETCKOro Bo3pacTa. (cM. pazzmen Bumer cymopor).

B mectu cnydasx oTMedanruch TOHUKO-KIOHIYeCcKue mpunanku (grand mal), B
YeThIpeX CIIydasx — abCaHCHI, B TpeX CiIydasx - (peOpuIIbHbBIe CyI0pOTH; B
OTIENBHBIX CIydasix - CHHAPOM JIeHHOKca-["acTo M rHIOTIIMKEMHYECKHE MIPUCTYIIBL.
Bo MHOrHX Apyrux cirydasx THI CyIOpOr ObUI HE YTOYHEH.

[Ipu BO3HUKHOBEHUH MEPBBIX MPU3HAKOB CYJOPOKHOT'O CHHAPOMA HEOOXOTUMO
He3aMeUTUTEeTIBHO 00paTHThCS K Bpady. [Ipy HaTMYUK MOKa3aHWH IPOBOIUTCS
JIe4eHHe TAKMMH POTHBOMIICTITHISCKIMHE NIperiapaTaMy Kak BaJbIIpOeBast
KucioTa, cynsTiaM 1 Kenmpa. OHE 94acTo MOMOTraroT YMEHBIIUTh YacTOTy U
TSDKECTh MPHCTYNoB. OJHAKO B HEKOTOPBIX CIyYasX MPUCTYIIBI IUIOXO ITOJIAI0TCS
koHTpoiro (Unique).
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GECIIOKOAT YaCThIe IPOCTYIHBIC 3a00IEBAHNE WM KHIICUHbIe HHpEeKImn *, — Inv
Dup Del 8p (p11)

(11
B TICPBLIC 6 MecsI1IeB JXU3HU OBLITH TOJBKO BPOXKIACHHBIC OCO6€HHOCTI/I, HHUKaKNX
JAPYTrux npo6neM CO 3I0POBLEM HE Ha6moz(an0013. B 5-nernem BO3pacCTEC BCE CLIC HET

HUKAKHX %aI00 Ha 370poBbe *, — Inv Dup Del 8p (p11)

(13 o
Ceifuac oH yacTo OoJieeT 1 ero UMMYHHUTET ociiad. Y Hero JeuIuT BUTAaMHHOB
MHOTHUX TPYIIT ¥ XKeJie3a, O3TOMY eMY ITPUXOIUTCS IPHHUMATH ClIelnallbHbIe

nuessie 106asku *, — Inv Dup Del 8p (p11)

“ B nerctse oma yacTo Gonena, Tak KaK y Hee GbUTM aCIHPALIHS  TPOGIEMBI C
MUIIEBAPEHUEM (3aI0pbl U B3AyTHE KHBOTA). [IpaBUIIbHO 10j00paHHas auera
[IOMOTJIa CIIPaBUTHCS C THMU MpodiieMamMu. Mbl OTKa3aJich OT JETCKHX cMecel 1
TiepenuTy Ha 0ObIYHYto nuity. Eil Tpedyercst Oonbliie BpeMeHN Ha BbI3JOPOBIICHUE.

Ceituac eif yxe 5 1ier, 1 oHa Goneer oueHb peako *, — Inv Dup Del 8p (p11)

(13 o
Kora y Hee TOJIBKO HAaUMHAJICS NEPEXOJIHBIH BO3pACT, OHa DoJieNa O4eHb 4acTo,
celfuac ee opraHu3M crai Oonee ycToHuuB K 3aboneBanusM. Eif cnenanu yxe mouru

BCE HEOOXOMMBIE ONepaliy, II0ITOMY €€ COCTOSHHUE YIY4IIMIOCh e Dup
Del 8p (p12)

(13
Ee 6ecmoxont Tonbko smmencust. Oxa XOpOLIO MUTACTCA U CIIUT, a TAKKE OHA

cTaja Jyd4llle IePEeHOCUTh 3UMY MO CPAaBHEHMIO C ITPOLUIBIMU ToJaMu. B nepssie Tpu

[V |
roJia )KM3HH OHa ObLa caba n3-3a CyJAO0por U YacThIX PECHUPATOPHBIX MHPEKIUH

— Inv Dup Del 8p (p21)

PecniuparopHbie nHpekuun
WHpexuny BepXHUX U HIDKHUX JIBIXaTENbHbIX ITyTel U IPOYHe peCcpaTOpHbIe
3a00JIeBaHMs, TAKHE KaK aCTMa U aIlHO? (OCTaHOBKA JIBIXAHMS), Yallle BCTPEYaroTCs y
MIIAJICHIIEB U JIeTell ¢ peIKUMH XPOMOCOMHBIMH aHOMAJIUSIMH, YeM Y HX «OOBIYHBIX)»
OpaTbeB, cecTep WM CBEPCTHHKOB. DTO Kacaercs U nanuenTtoB ¢ Inv Dup Del 8p,
XOTs ypoBeHb 3a0oneBaeMoctd (10 u3 29 no nanubM uccnenoBanus Unique) ObLT He
BBIIIIE, YeM Y JIeTeH C JPYroil XpOMOCOMHO# matojorueid. Hekotopele netu Taxke
WCTIBITBIBAJIN TIPUCTYTIBI AITHO3, XOTS C BO3PACTOM IIPHUCTYIIBI IPEKPATHITUCE.
Heckonbko neTeil crpagany OT aCTMBL.
YV HekoTopbIxX ferelt Unique OTMEYANHUCh IPOJOIDKUTEIBHBIE PECIIUPATOPHBIE
3aboneBanusi. Hanpumep, 15-JeTHUIA MallbuUK CTPaan XPOHHYECKUM 3a00IeBaHHEM
JIETKHX, & 8-JeTHSS JeBOYKa ObUIA BRIHY)KIEHA JIHTEIBHO MONTYy4aTh aHTUOMOTHUKH
TP PELMANBUPYIOMIMX PECITUPATOPHBIX HHPEKIUX. Jpyrue NeTH He CTONKHYIINCH
C Cepbe3HBIMH 3a00JIEBAaHNSIMH HITH TTIOPOKAMH JBIXaTeNbHOH cucteMbl. C Bo3pacToM
OONBIIMHCTBO MPOOIIEM C JIETKUMH MPOIILIO.

(1 )
ACTMBI WITH PECITUPATOPHBIX HH(PEKIHMIA HET, TOIBKO 00CTPYKTHBHOE U
L
LEHTpabHOE amHOod cHa ~, — Inv Dup Del 8p (pl11), 14 met
(11
Korya ona Opu1a Miajie, y Hee 4aie BO3HUKAIN MTPOOJIEMBI C BEPXHUMH
JIBIXATEeIILHBIMHU ITyTSIMH U HOCOBBIMH TIa3yXaMH, HO C BO3PACTOM CHTYAIHs

YIIy4dIIUIach P Dup Del 8p (p11), 5 nmer

13 9
Ou CTpadacT OT aITHO? BO CHC U B TCUCHUC NHSA

20 et

,— Inv Dup Del 8p (p11),

30

JICUCTBUTEIBHO HPABUTCS XOUTh B OJIHY IIKOJIY C OpaToM u
CeCTpOii — OHA OEKHUT K HUM, KaK TOJIBKO BUJIUT UX B
IIKOJILHOM JIBOpE. M1 UM TOKE HPABUTCS YIUTHCS C HEH B OHOU
mkosie. K Tomy ke, oHa MHOrOMY Hay4WIIach y APYrUX JETEH.
Omna 3aHMMAETCsI CIIOPTOM, UCKYCCTBOM U MY3BIKOM BMECTE ¢
pebsitaMu cBoero Bo3pacra. S mymaro, BCE 310 it 0ueHb

nomorio >, — inv dup del 8p (p11), 9 ner, Epomna

“B 13 ner neuxuueckoe pPa3BUTHE HAILIETO ChIHA
COOTBETCTBYET MPUMEPHO MsATH rogaM. OH yMeeT UuTaTh
MIPOCTHIE CIIOBA, U, KAXKETCS, YTEHUE HECITOKHBIX TEKCTOB
JIOCTaBIISIET EMY YIIOBOJILCTBUE, HO EMY TSKENIO 1aeTCsl
MaTeMaTHKa, ¥ HET BUIUMBIX YCIIEXOB B OCBOEHUH JIPYrUX MmpenaMeroB. Hair cbin
YUHUTCSI 110 UHAUBUAYAJILHOMY YY€OHOMY IUIAHY, TIOJIYYUTh KOTOPBIN OBLIO
MOHAYaJy OYCHb CIIOKHO. MBI TaK)KE€ XOTEJIU, YTOOBI OH IMOJIY4Yajl IIOCTOSTHHYIO
WMHAMBUIYQJIbHYIO TTOMOIIIb, U 3TO CTOMJIO HAM OTPOMHBIX yCHiinid. OH y4usics 1o
MporpaMMe paHHEro Pa3BUTHS JETel B BO3pacTe OT TPEX JO ISITH JIET U B TEUSHUE
JIBYX JIET 10 MIPOrpaMMe PaHHEro BMEIIATeNbCTBA B IeTCKoM cay. C mepBoro
KJlacca W 10 HacTosiee BpeMs (7 Kilacc) Halll ChIH YUUTCS 110 TporpaMmme 00yqeHHs
’KU3HEHHBIM HaBBIKaM, U OH IPOJOJIKUT 3TO 00yUEeHHUE 10 cTaplieil mKkomnsl. Bo Beex
YUPEKACHUSIX OH MOITYyYasl TOCTOSTHHYIO MHMBHIyaJIbHYIO TIOMOIIb. B pamkax 3Toi
MpOrpaMMbI 00y4eHHE MPOXOIUT B OTJACIFHOM KJIacce B 3JaHHH TOCYIapCTBEHHOM
mkoibl. C TeueHneM BPeMEeHHU ero ClioCOOHOCTH K 00YYCHHUIO TaK U HE M3MEHUIINCh.
Ho on mpormen pa3nuyHbie BUABI TEPANNH, BKIIOYasi THITHOTEPAITHIO, YTO

TOTOXKHUTENBHO CKA3a/10Ch HA €r0 PEUH, XOA0E H CEHCOPHOM PA3BHTHH *, — inv
dup del 8p (p12), 13 ner, CLIA

“ Ona HCIIBITBIBACT CEPhE3HBIE TPYIHOCTH NPH OOYUCHHH: €€ ICHXHIECKOE
pa3BUTHE COOTBETCTBYET MPUOIU3UTEIBHO HIECTH TO/1aM, HO OHA BCE €IIe HAXOAUTCS
Ha P-ypoBHe [mepeyeHp onvcaHuid, IPUHITHIX IS 3aICH TOCTI)KEHUH, yJaInuxcs ¢
0co0pIMU 00pazoBaTenbHbIME 1ToTpeOHOCTIME (SEN)]. DT0 3HaUUT, 4TO HHOT 1A €€
CIMOCOOHOCTH MOT'YT HE COOTBETCTBOBATh BO3PACTY, M B 3MOLMOHAILHOM IIaHE OHA
JIOCTUTTIa IPUMEPHO IsiTh JieT. OHA He yMEEeT pHUCOBaTh, YUTATh U MTHUCATh, HO MOXKET
MPOBOJIUTH KapaH/IAIIOM I10 IIPAMBIM JUHUSAM. OHA HaydMI1ach BKIIIOYATh U
BBIKJTIOUATh CBET, KOTJA €if ObUIO OKOJIO IIATH JIET.

IIpu momyaennn nporpammel EHC (EHCP) He BOZHHKIIO OCOOBIX TPYIHOCTEH, HO 5
XOpOIIO MTOHMMaJIa 3TOT MPOLECC U MOIJIa KOHTPOJIUPOBATH, YTO BCE HJIET KAK HAJIO.
S Bcerma mpeabsABIAI0 KOHKPETHBIC U YETKHE, a He 0000IICHHbBIE TPeOOBAHUS.
ITonagamy oHa mocemnana OOBIYHBINA JETCKUH Call, HO TaK KaK TaM HE YUUTHIBAINCH
ee MoTpeOHOCTH B OOYyUCHNH, OHA TIOIIIA B CHEIHAIN3UPOBAHHBIN TETCKUH cajl 1
cTana HaOIromaThes y paaa crenuainctoB. Celfdac oHa TOMTPKO HAUMHACT O0yUCHHE
B CICIIMAIIEHOM YUPEKIICHHUH T TeX, KTO crapiie 16 imer. OHa BCeMy MOXKET
HAy4YHUTHCS, HO €l Hy’)KHO OoJbiie BpeMeHu. Eciu eif KoM(OpTHO U CIIOKOITHO, OHA
MOYKET JieTiaTh ycrexu B yueoe. Celigac ee mOTpeOHOCTH TOHUMAIOT, W OHA
YyBCTBYET cebs KoM(popTHee, TO3TOMY OHA 3aIIOMHHAET Topa3 o OoJbIIe
napopmanun. OHa T0BOIBLHO COOOpA3NTEIbHAS, U Y HEe XOpOLIas JOJITOBpEeMEHHAs
naMsTh. TONBKO MPOOJIEMbI ¢ KOMMYHHKAIMEH HHOTIA 3aME/UISTIOT TIPOIIECC

06yquI/I$I”, — inv dup del 8p (p21), 16 ner, BenukoOpuranus

10 net
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Peub u o0menue

Jeru ¢ inv dup del 8p uMeroT BEIpayKeHHYIO 3a/IepKKY PEYEBOT0 Pa3BUTHS WIN
OTCYTCTBHUE PEYH, OJHAKO OOBIYHO OHU XOPOILIO B3aUMOJCHCTBYIOT C OKPYKAFOLIUMH.
Hekoropble 1eTH MPOU3HOCKIIN CBOM MIEPBbIC CIIOBA B BO3PACTE OT JBYX IO TPEX JIET,
TOrJIa KaK y APYTrUX Habmonanack Oosee 3HAUNTEbHAS 3a/IeP)KKa, & MHOTHE TaK U
HE HAYMHAJH TOBOPUTH. DTO OTMEUYCHO KaK B MEJMIIMHCKON JTUTEpaType, TaK U
cpemu nereit Unique (Guo 1995; Hand 2010; Fisch 2011; Garcia-Santiago 2015;
Akkurt 2017; Unique).

B Tex ciywasix, korya pedb Bce )K€ pa3BUBAETCS, IETH OOBIYHO UCTIONB3YIOT
OT/ZIeJIbHBIE CII0BA, (hpa3bl U3 IBYX WU TPEX CIIOB U UHOITA Oolee JUIMHHbBIE
MIPE/ITIOKEHHST; B 3aBUCUMOCTH OT 00CTOSITENILCTB MOT'YT UCIIOJIb30BaTh BCE BMECTE.
Poaurenu pacckazanu Ham, YTO Ha Pa3BUTHE PEUU UX PEOCHKA TTOBIHSLII LIEJIbIN Pl
(haxTopoB, B TOM YHCIIE UX 3MOLUOHATIBHOE COCTOSHUE, TPYAHOCTH ¢ 00paboTKOM
nH]oOpMaLnK U COCTaBIIEHHEM OTBeTa. Yalle BCero IETIM TPYAHO MPOU3HOCUTH
3BYKH Y€TKO M pa300pUMBO, YTO MOXKET OCIIOKHHUTH B3aUMOJICHCTBHUE C
He3HakoMIaMu. OnHa ceMbs Ipymnsl Unigue pacckasaia, 4To y ux pedeHka Oblia
TsDKENasi pedeBast anpakcus (Takke Ha3biBaeMast BepOabHOM ucnpakcueii). 1o
MaTOJIOTHsl, IPH KOTOPOH! Y YeoBeKa BO3HUKAIOT MPOOJIEMBI C IPaBUIILHBIM U
MOCJIE/IOBATENILHBIM BBIPAKEHUEM MBICIIEH.

[TouTH BCce poAUTENHM TOBOPHIIMA O TOM, YTO MX peOSHOK MMOHMMAII ropas o OoJblIe,
9YeM MOT' BBIpa3uTh. Jlaxxe Te AeTH, y KOTOPBIX pedb ObUIa pa3BUTa JOCTATOYHO
XOPOILIO, BCE PABHO UCIIBITHIBAIN TPYJHOCTH C BRIPAXKEHUEM COOCTBEHHBIX MBICIIEH,
YTO MOTJIO BBI3BaTh Pa30yapoBaHKE M IPUBECTH K BCIBIIIKAM THeBa. [l
00JeryeHus TpyAHOCTEH B OOLIEHNH IIPU OTCYTCTBUH WM HEJOPa3BUTHH PEUH y
JIeTel CyIIeCTBYIOT aJbTEPHATUBHBIE U JIOMOJIHUTENIBHBIE CIIOCOOBI KOMMYHHUKALIHS.
K HHMM oTHOCATCS, HapuUMep, s3Ik MakaToH, UCIIONIb30BaHUE MUMUKH, JKECTOB,
nBIKeHus tena, kaprouek PECS (cucreMa KOMMYHHKAIIUH C UCTIONB30BaHUEM
KapTHHOK) ¥ OOIIEHHUE IIPH IIOMOLIY IUTaHmera. MHorue neru Unique
NPEeIIIOYUTAIA UCIOIB30BaHUE KECTOB, HO HEKOTOPbIE IPUMEHSUIN U Ipyrue
BBILICYKAa3aHHbIE METO/BI, XOTS U C IEPEMEHHBIM YCIIEXOM.

Takum 00pa3omM, mapagokc 3aKI0YaeTCss B TOM, UTO JIETH ¢ Aymunkaiuei Inv dup
del 8p, Kak MpaBUIIO, OYEHb AaKTUBHO OOLIAIOTCS C OKPYXKAIOIIUMH, XOTS 1
HeBepOabHO. MHOTME CEMBbH OTMETHIIH, YTO UX PEOSHOK YUHIICS IIPH TOMOLIH
JIETCKHUX CTUINKOB ¥ meced. Oaun u3 aerert rpymmsl Unigue B 11 et Mor HameBaTh
6onee 50 menoawmii, HO MPH STOM TIOYTH HE TOBOPHLII.

Jloronen moMOKeT onpenenTs KOHKPETHBIE MTPOOIEMBI C pedbio y pedeHka. ITo
MO3BOJIUT TI0A00paTh Hanbonee 3 (HeKTUBHBIE CIIOCOOBI PA3BUTHUS PEUH U SI3bIKA HA
PETYISIPHBIX CE€aHCaX CEMEHHOW Teparny, KOTOpble OKa3aInCh ITOJIe3HBIMH JTs
MHOTHX CEMEH.

& ” -
OHa MOXeT 4TO-TO CKa3aTbh, HO HE BCeryia B MPaBHIILHOM KOHTEKCTe —, — inv dup
del 8p (pl1), 5 mer

“ Oua e pasroBapuBaeT; TeM He MeHee, Y Hee XOPOIIO MOMyJaeTCsl H3aBaTh 3BYKH
W MEHATH TOH IoJIoca, 9YTOOBI BBIPA3UTh PaoCcTh WK IpycTh. OHA 10-CBOEMY IOET,
U C BO3PACTOM €€ MEHHE CTAHOBUTCSI rpoMye. OHa yYUTCs TOKA3bIBaTh B3IJISIOM,
YTO el XOUeTCs, U 3HAET HECKOJIBKO ’KecToB 13 cucTeMbl Canaan Barrie (s3b1k
’KECTOB C UCIIONB30BaHUEM BCEro Tena). 5 ymaro, 4To OHa TIOHMMAEeT ropaszio
OoIbIIe, YeM AyMAroT JTEFO/IN; 3TO BHIHO IT0 €€ MUMHKE ¥ —inv dup del 8p (pl1), 8
ner 24

Ecmu pe6eHOK IIOXO 3aChIIacT WK HEC BBICBIIIACTCA, TO BCA
CEMbs MOXKET UCHBITBIBATH TPYAHOCTH. B pasaciic Halero
BeO-caiiTa: (IPAKTUYCCKUEC PYKOBOACTBA 1A ceMei» BEI
MOXKETE HAaUTH PYKOBOIACTBO — ((HpO6J'I€MI)I CO CHOM Y
)IeTeﬁ C XpOMOCOMHBIMHU OTKIIOHCHUAMMWY, TAC COACPIKUTCA
JOITOJIHUTCJIIbHAA I/IH(I)OpMa]_[I/ISI.

IIpuy4yenue K Tyajery

ITo nanueM Unique MHOTHE AE€TH JOITO HE TIOJIB3YIOTCS
TyaJIeTOM, & HEKOTOpPbIE TaK U HE OBJIAAEBAIOT 9TUM
HaBbIKOM. Heckonbko ponuTeneil ¢ AeTbMH B BO3pacTe OT
Ty 110 14 et cooOmmim, 9To UX peOeHOK YXKe MOUYTH
HaY4UIICS XOAUTH B TyaneT. OJTHaKo JBa B3pOCIIBIX YETIOBEKA B BO3pACTE JBALATH
JIeT He CMOIJIM HaY4UTHCSI XOIUTh B TyaJleT CAMOCTOSITENIBHO.

“ Ona 10BOIBHO XOPOIIO NPHYUEHA MTONTH30BATHCS TYaTETOM, HO MbI BCE CIIe
npuaepKUBacM e€ Ha BCIKHU Cliydail. Y Hee BCe eIlle CAyJYaroTcs HeYI100HbIe
CHUTYaIMH{, [IOTOMY YTO OHA HE MOYKET CAMOCTOSITEIBHO MOJIb30BATHCS TyalIeTOM U He
BCEr/Ia yCIIeBAET BOBPEMs OOPATHTLCS K HAM 3a TOMOIIBIo *, — Inv dup del 8p
(pll), 7 ner

[13
On xotel ObI MOJIB30BATHCS TOPIIKOM I TYaJI€TOM, HO HE MOXET 00 3TOM
L
ckazatb , — Inv Dup Del 8p (p11), 5 ner

o Jlo 13 ¢ momoBWHOM JIeT OHA MOCTOSHHO XOWJIa B TIOATY3HUKH, HO B OIMH MOMEHT
YTO-TO U3MCHUIIOCH, 1 OHA HAYUHUJIUCh XOAUTH B TyaJICT THEM. CnyCTﬂ roa, 1mocJie
TOro Kak s peuinjia HE JaBaTb el MHOT'O TINTh Ha HOYb U ciaeauiia 3a TEM, YTOOBI OHA
00s13aTeNIbHO CXO/IMIA B TyaJIeT Iepe/i CHOM, OHa MepecTalia MOUUTHCS B MTOCTENb.
[Tpuxomurest genaTh Tak IMOCTOSIHHO, U 9TO CHJIBHO HAI0€1aeT, HO OHO TOTO CTOUT.
3-3a HEBPOIOrHYIECKOro 3a00IeBaHUs OHA JI0 CHX IIOp HE BCEra YCIeBaeT JOUTH
JI0 TyaJjieTa BOBpeMs. JTO MOKET POM30UTH U B HOYHOE U B THEBHOE BPEMsl, HO YiKe
ciydaercst ropaszo pexe. CoOltoieHre pekuMa M CHCTeMaTH3UPOBaHUE ICHCTBUI

SIBIIAIOTCSI KITFOYEBBIMH (PaKTOpaMu ? Inv Dup Del 8p (p21), 16 ner
3n10poBbe

Oowee cocTosiHUe 310POBbS
Kaptnnaa 001iero cocTosHuUS 310pOBbs BECbMa HeoHO3Ha4YHA. C OHOI CTOPOHBI,
MHOTHE POAUTENHN OIUCHIBAIOT COCTOSHHE 3I0POBbSl CBOETO PEOSHKA KaK «XOpPOIIee»
WX 1a)Ke «OYEHb XOPOIIIEE», HO MPUMEPHO CTOIBKO )K€ POAUTENCH 0OTMEYAr0T, 4TO Y
WX JIeTell O9eHb CIa0blii IMMYHUTET, OHH 9acTo 0OJICI0T, M UM TpedyeTcst OombIie
BpPEMEHN Ha BOCCTAHOBJICHHE ITOCIIE IPOCTYABI U IPYTHX JETCKUX 3a00JICBAHMUM.
OpnHako mpobIeM CO 310pPOBBEM CTAHOBUTCS 3HAUYUTEIFHO MEHBIIIE IO Mepe
B3pocnenus pederka (Unique).
Y HEKOTOpBIX ATEH €CTh XpOHMUYECKNE 3a00I€BaHNs, B TOM YHCIIE
peunaAMBUpYIOIE HHPEKINH JIBIXaTeNBbHBIX ITyTEeH, CYTOPOXKHBIH CHHAPOM,
HCKPHUBIICHHE TIO3BOHOYHUKA 1 3a00JIEBAHUS KETYT0UHO-KUIIEYHOT 0 TpakTa (bomee
noapoOHas nHpopmMarus npencrasieHa ganee) (Unique).

6
Ona Obl1a OueHb 00JIe3HEHHBIM PeOEeHKOM. MBI POBOAMIH B OOJIBHUIAX YYTh JIN
HE KaX[yl0 HE/IENI0, OJJHAKO Ceiuac ee 3/10pOBhE 3HAUNTEIHHO YayqIHniaoch. Ee He
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o Ona qyJeCHasd, Beceias, J'IIO6OHI)ITHa$I, paaocCTHas AE€BOYKaA. V Hee mOoBEIIICHHAS
TPEBOXKXHOCTD, [IO3TOMY OHA ObIBaEeT 3aMKHYyTas cpeau J'IIO)ICf/i. Ho ecau eit yaaceTcs
paCCJ’Ia6I/ITBCH, OHa O4YCHb ,pr)KCJ'IIO6HaSI, JIaCKOBas1l U pa3roBopyurBas. Ei TPYAHO
urpathb € JIIOJAbMHU, U OHA MPEANOIUTACT KOMIIAHUIO B3POCIIbIX. En HPAaBUTCA
pasroBapuBaTh O MMPOCTHIX BEIIAX, HAIIPUMEP, O MAHUKIOPE, TaAK KaK OHAa IIOHUMAECT, O

qeM mzer peds -, — inv dup del 8p (p21), 16 ner

COII]/IaJ'leI)Ie, IMOIMOHAJTBbHBIC U TPEBOKHbIE paCCTPOﬁCTBa
CoracHO TaHHBIM MEAUIMHCKOHN JuTepaTypsbl, Inv Dup Del 8p numeer cxonctso ¢
paccrpoiictBamu ayrucrideckoro crekrpa (PAC) u cunapomom neduimra
BHUMaHUs U runepaktuBHocTH (CJIBIN). Onnako B xoae uccnenoanuii Unique
CKJIOHHOCTb K ayTH3MY ObLIa BBISIBJIEHA TOJIILKO y ofHOro pedenka ¢ Inv Dup Del 8p.
PaccrpoiictBa ayructiyeckoro crekrpa (PAC) BKIIIOYAIOT ayTU3M U CHHIPOM
Acneprepa. OHM CBSI3aHBI C HAPYLIEHHEM COIIMAIBHBIX HABBIKOB, MPo0OIeMaMHy B
O0ILEHNH, a TAKXKE XapaKTEPH3YIOTCS TIOBTOPSIOIIUMCS U OTPaHUYUTEIEHBIM
HOBEZICHUEM, HHTEPECaMH U JeATENbHOCThI0, ()OPMHUPYIOIIUMHY Y IAIIUEHTA YyBCTBO
koMopTa. Y nereii ¢ cuHApOMOM jedunuTa BHUMaHus 1 runepakruBHocty (CABI)
HaOJoaeTcs Lebli PsJ] MOBEIEHUYECKUX HapyLIeHUH, K KOTOPBIM OTHOCATCS
TUIIEPAKTUBHOCTb, HEBHUMATEIBHOCTh U IMITYIbCUBHOCTD, B PE3Y/IbTATE YEro JETSIM
CJIOXKHO COCPEJOTOUUTHCS M KOHTPOIUPOBATh CBOU JIEUCTBUS U peub. JleTH 4acTo
HETIOCEAJIMBBI, PACCESHbI, MHOTO Pa3roBapUBaIOT U YaCTO BMELIUBAIOTCS B
pa3roBopsl. Psisi reHOB Ha JTAHHOM y4acTKe XpOMOCOMBI 8P CBSI3aH C
(hOpMHPOBaHHEM COLMANIBHBIX, SMOLMOHAJIBHBIX U TPEBOXKHBIX PACCTPOHUCTB, B TOM
ynciue reasl MCPHI, DPYSL2 u STMN4, xoTopble BOBICKAIOTCA B JACTCHUIO
(MCPH1) vnu pynmukanuto (DPYSL2 u STMN4) npu Inv Dup Del 8p (Fisch 2011;
Tabares- Seisdedos 2009; Garcia-Santiago 2015; Unique).

Con
Tperb yuacTaukoB rpynmsl Unigue OTMEYAET, 4TO Y HUX €CTh HEKOTOPbIE TIPOOIEMBI
CO CHOM.

OnHU HOBOPOXK/ICHHBIE M MAJICHBKUE ICTH J0JITO HE MOT'YT 3aCHYTh HIIH YaCTO
MPOCHINIAIOTCS, APYrUe ObICTPO YCTAIOT M UM TPeOyeTCsi HAMHOTO OOJbIIE BPEMEH!
Ha COH, 4TOOBI BOCCTAHOBUTH CBOH CHIIBI, Y€M CBepCTHHKaM. Hapymierus caa
HHOT/Ia OBUTH CBSI3aHBI C MPOOJIEMaMH CO 3I0POBHEM, B TOM YHCIIE IIICIICHEH U
MOOOYHBIME P PEeKTaMH MPOTHBOIMUISHTHUECKUX TIPENapaToB, MaTOIOruei
JKEITYAOIHO-KHUILIEYHOr0 TpakTa. ECTh TaHHBIE O TOM, YTO C BO3PACTOM MPOOIEMBI CO
CHOM YMEHBIIAIOTCS.

HpI/I BBIPAXKECHHBIX HAPYHICHUAX CHA HEKOTOPBIM CEMBAM ITOMOIJIO UCIIOJIB30BAHUE
Ha3sHAYCHHBIX IpE€NapaToB, B TOM YHUCJIC, TOPMOHA — MEJIATOHWHA. HaHHBIC
perapaTsel MOXXHO IPUHUMATH TOJIBKO ITOCJIE KOHCYJIbTalUU CO CIEUATIUCTOM.

ITsarepo unenoB rpynmnsl Unigue cTpafany OT allHO? BO CHE - PACCTPONCTBA CHA, IIPU
KOTOPOM JIBIXaHNE CTAHOBUTCS IIOBEPXHOCTHBIM HJIH MOJHOCTHIO MPEKPAIIAETCs] BO
BpeMs CHa. B 3ToM ciydae, Ha OnpezieIeHHbIH IEPHO BPEMEHH, MOXET OBITh
PEKOMEHI0BaHa BEHTHJISIINS B HOYHOE BpeMs ¢ iomonsio CPAP ammapata

(o Iep >KUBAOIIETO HEMPEPHIBHOE IMTOIIOKUTENFHOE JaBlIeHHE Bo3ayxa). OMHOMY
MOJPOCTKY OBLITO HEYAOOHO MONb30BaThcst Mackoi st CPAP, 1 BMecTo He€ HOYBIO
OH HOCHJI MyJIbCOKCUMETP BOKPYT IMaJIbIa HOTH, TOKa3aHHUsI KOTOPOro HaOuroaana
MezcecTpa.
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“B 2 roxa u 5 MecsieB oHa JemeTana co BCeMU 1 cama ¢ coboil. B 2 roxa u 9
MECSIIIEB XOPOIII0 PearupoBajia M Ha CUTHAJIBI )KECTaMU, U Ha YCTHBIC OOpaIIlCHUsI.
3pUTETBHBIN KOHTAKT CTAJ JIy4Ille, ¥ OHa BepOaJbHO BEIpakaia yIOBOIBCTBHIC WIH
WHTEpEC; YCIIOKAMBAaIaCh, KOTa CIBIIIATA CBOS UMsI, KpUJaia WIH TUIaKaia, 9YTo0bI
00paTuTh Ha ceOsl BHUMAaHHE, IPUYEM IUIaKaIa MO-Pa3sHOMY B 3aBUCHMOCTH OT
MOBO/Ia; UMUTHPOBAJIA 3BYKH; KOITMPOBaJia MHTOHAIMIO APYTUX, KOT/Ia FOBOpUIa
«TPUBET» WM CBOC UMsL. B 5 net u 1 Mecsir oHa JIro0mIa My3bIKY ¥ MOTJIa KPaCHBO
HareBaja, Ja)ke HECMOTPsI Ha TO, YTO TWI0X0 roBopuia. B 10 net oHa npaBuiibHO

HCIIOJIB3YCT TPH KECTa BpI/ITaHCKOFO KECTOBOI'O A3bIKA, HO an/I6eraeT K HUM
LH

penko ~,— inv dup del 8p (p11)
(11

Omna He pa3roBapuBaeT, HO MbI UCIOJIB3YEM CUMBOJIBI, YKa3aTeld O0BEKTOB,
KapTHHKU ¥ UTPOBbIE nepekiiovarenu. Ceiiuac oHa cTapaercst HalaAuTh C HAMH

3pHUTEIbHBIA KOHTAKT *, — inv dup del 8p (p11), 8 ner

“V Hee 3azepkKa B peUeBOM PA3BHTHH, H3-3a KOTOPOIl OHA CTAJIa OUCHb
3acTeH4uBON. OHA yMEeT CTPOUTH MPEUIOKEHN, HO 5 JyMalo, YTO €€ XOPOIIO
TMOHHUMArOT TOJIBKO BHYTPH CEMbU. Mp1 crapacMcAa HaWTH JJI1 HEC aJIbTCPHATUBHLBIC
crocoObl KOMMyHuKauuu. Eciu ona Oyaer 3HaTh, YTO €€ CIIyILIAOT, 3TO TIOMOXKET
YKPEIIUTh €€ YBEPEeHHOCTh B ceOe. OHa Havaja MPOU3HOCUTH OT/EIbHBIC CII0BA
IpUMEpHO B Bo3pacTe oT 2,5 10 3 jeT. OHa UCTIBITHIBAET CIOKHOCTH B
NPOM3HOLICHUH 3BYKOB, B 00pa30BaHUU KOTOPBIX y4aCTBYIOT SI3bIK U MBIIIIIbI
porornotkd. OHa He O4eHb XOPOILIO BlIajieeT I'y0aMu, YTO TAKKe HHOTIa MEIIaeT
HPOM3HOLICHHIO 3BYKOB. OHa TOBOPUT OTACIBHBIMH CJIOBAMU W JUTMHHBIMH
CIIO>KHBIMH MPEATOKEHUSIMH, HO NOCTIeJHUE ObIBAeT TPYIHO MOHSATH, HOTOMY OHA
HPOM3HOCHUT UX HEBHATHO. OHA, MO-BUANMOMY, IOHHUMAET, YTO i TOBOPSAT, HO CaM

TPOIIECC OCOBHAHHS MPOXOINT MEUIEHHO *, — inv dup del 8p (p11), 5 ner

“ Ona onpesienenHo MoHMMaeT GobIIe, YeM MOKET BHIPA3HTh CloBaMu. B ee
KOMMYHHKAaTUBHOM ajibbome Oosiee 1600 ciioB, HO OHA TIOHUMAET TOPa3io OOIbIIE.
Oma 3a1IOMHMIIA BCE 3TH CJIOBA U YMEET PEIIaTh CIOKHbIE KOMMYHHUKATUBHBIC
3aJlaHusl, IOCTYI K KOTOPBIM ToJTy4daeT yepe3 naprHepa. OHa MOXKET BbIPaKaTh
CIJIOYKHBIE MBICITH (IIOrOBOPH CO MHOIA, HET PSZIOM CO MHO# ), aMoLuu (J1r00J110 TeOs,

CKydaro 1o Tebe, 00mia), JKeIaHus, BOIPOCHI, IIPOOIEMBI M MHOT'O€ APYrOe ? —inv
dup del 8p (p11), 7ner

“ OH HauaN POM3HOCHTH OT/IENBHBIE CIIOBA IIPHMEPHO B YETHIPE TOIA H MOT
BBITOBAPUBATH TOJBHKO JBA CJIOBA 3a pa3 BIUIOTH A0 10 met. Celiyac OH TIPOU3HOCHT
COCTOSIIIE U3 JBYX CJIOB (hpasbl, HHOTA YHOTPEOISIst UX BMECTE C MPEIUIOKECHHAMH,
Y HauMHAeT OOJIbIIe TTOJUICPIKUBATH PA3rOBOP C COOECETHUKOM, a HE IIPOCTO
pacckasbpIBaeT 4To-To 0 cebe. S 9yBCTBYIO, UTO OH BOCIIPUHHMAET MHOTO
MH(POPMALIUH 13 OKPYKAFOLIEr0 MHUpP U MOHUMAET €€, HO eMy OYeHb TPYIHO

BEIPA3UTh TO, YTO OH 3HAET ¥ inv dup del 8p (p12), 13 mer

“ B mects ntet y Hee BHIpaKeHHAs 3a1ePXKKa B PasBUTHH peur. OHA IOHAMAET

OOIBIITYIO YaCTh TOTO, YTO €i TOBOPSAT, U OTBEYAET OTACIHHBIMU CJIOBaMHM, HO HE

BCeT/Ia TTOJTHBIMHU TpeyuioskeHnsiMu. OHa yMeeT BBINTOIHATH MpockObl. Kak mpaswuiio,

OTBeuas Ha BOIPOC, OHA CHavyaJla 9To-T0 OOpMOUET Mpo ceds epe]] TeM, Kak

MPON3HECTH CIIOBO, KOTOPOE OHa XOTena cka3aTb. OHa Kak OyaTo cTapaercs

BBICTPOUTH CIIOHOE NIPETIOKEHNE, HO ei TpyaHO ero chopmynuposats. Eif TpynHo
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MIPON3HOCHUTD ONpE/IeNIeHHbIe 3BYKOB. OHa JI0 CHX Top
Ha3bIBaeT MaMy «0aboi» ¥ v dup del 8p (p12)

T

Omna Hauana uto-To jenerats ¢ 1,5 net. [IpousHocuna
OTAEIbHEIE clIoBa ¢ 4,5 51eT. BOIbIIMHCTBO U3 HUX —
3BYKOITOJIpa)KaHUs M3-3a MPOOJIEM C TIPOU3HOIICHHEM. Y
Hee XOPOIIIO MOIY4YaeTcsl IOHUMATh pedb, a BOT C

OGIIEHHEM OHA HCIIBITHIBACT TPYIHOCTH *, — inv dup del
(p21), 4 rona

“ Chauasa MbI ¢ Heil MHOTO eI, TaK KaK eif MPOIIE 3TO YaBaIoCh H3-3a TOTO, UTO
3a 3TO OTBEYAET JIpyrasi YacTh FOJIOBHOIO Mo3ra. JIUIb B 4eTbIpe To/ja OHAa Havaja
MIPOU3HOCUTH BHATHBIE CJI0BA, HO MbI IPOJIOJKUIIN HCTIOIb30BaTh METObI, KOTOPHIE
TIOMOTaJIX €¥ MPOU3HOCUTDH 3BYKH OTUETINBO. B 6 5eT y Hee orpaHUYeHHBIH
CJIOBApHBIH 3amac, U ake ceiluac HEKOTOpBIE €€ CI0BA 3By4aT Kak JIEHET,
MIOCKOJIBKY OHA TaK CTapaeTcs TOBOPUTH, UTO € MPUXOAUTCS 3aMEIIIUTHCS U
HEPeOXHYThb. DTO MPOUCXOAUT IIOTOMY, YTO €€ MO3T pabOTaeT He COBCEM
IIPaBWIBHO. MBI IOBTOPSIEM C HEW CJI0BA, KOTOPLIE Yy HEE HE M0JIy4aeTCsl
MIPOU3HECTH, U 3TO NTOMOTaEeT €l B 6y)1yLueM MIPOM3HOCUTH UX MpaBuiIbHO. Eif
noaAXoasiaT 3TU METO/BI. BpeMﬂ OT BpEMCHU OHA T'OBOPUT JAJIMHHBIMU
NPEATIOKECHUAMU, a B UHBIX ClTy4assX — OTACJIbHbBIMU CJIOBAMU (3TO OIIATH XK€
CBSI3aHO C OTKJIOHEHHSAMH B pabOTe TOJIOBHOIO MO3Ta, SMOLMOHAILHBIM COCTOSIHUEM
uiy odmmM camouyBcTBreM). Korna ona xoporo ceds 4yBCTBYET, C Helt
nosrygaercs xopouas 6ecena. Hanmpumep, ona cripocut: «/lenymika, 3aBTpa Mbl
MOJKEM TIOMTH B caJl MOcMOTpeTh Ha Jlema Mopo3a?y, HO BHE 3aBUCHMOCTH OT
OTBETa OHa OyZeT MOBTOPATH ATOT XKe BOIPOC CHOBA M CHOBA. YeM Oorbliie oHa
B3BOJIHOBAHA, TeM 0ojiee HEMOHATHOM cTaHOBHUTCA (pa3a. OHa IMOHMMAET ropasno
OoJplIe, YeM MOXKeT BBIpa3uTh. OHa O4eHb XOPOIIO HOMHHUT O COOBITHAX. MeHs
paccTpamBaeT To, 4TO OHA ITyTaeTcs B CIOBAX, HO IIe-TO B IIyOMHE AYIIH OHA

LL .
MIBITACTCS TIOJICTIUTHCS C HAMH TeM, uTo 3HaeT , — inv dup del (p21), 16 ner

2 rojga 8 mecsies

“ Oma MHOrO cMeeTcs, XOTs peds eif gaercs ¢ TpyaoM. OHa MOKET POH3HOCHTD
OT/ICJIbHBIE CI0BA, HAIIPHMED, CII0BA «HET», «1a», «BCEY, «MaMay, «Ianay,
«OpaTHK», CIIPUBET», YTO», HO OHA TOBOPHT MX, KOT/Ia 3aXO0YET, U 3aCTaBUTh €€
HEBO3MOXKHO. «Mosi Mamay, BO3MOXKHO, SIBIISICTCSI CaMO# JUTHHHOH ee (pa3oi,

KOTOPYIO OHA OOBIYHO IPOM3HOCHT, KOTJIA 51 3a6HPao ee o MIKOIb *, — inv dup del
8p (p21), 8 met

Xapakrep
Mo umerommMces JaHHBIM, JIMYHOCTHBIE KadecTBa AeTeil ¢ nymmkamueid Inv Dup Del
8p SIBISIOTCS NX CHIIBHOW CTOPOHOM.

CeMbH TIOCTOSTHHO OIHCHIBAIOT CBOETO peOeHKa KaK CUYACTIMBOTO, JIFOOSIIETO,
04apoBaTEIBHOIO, TOBOJIBHOTO U KM3HEPAZIOCTHOTO. PouTenn paccka3bIBaloOT HaM,
YTO MX JETH YYTKHE, CTPEMATCS K TAKTHJIBHOMY KOHTAKTY, OY€Hb OOIINTEIbHBIC ,
MHOT/IAa TIPEANOYUTAIOT KOMIIAHHUIO JIETEH MoCTapIe Win B3pocibiX. Jleram
0COOEHHO HPaBHMJIMCh CEHCOPHBIE BUABI JEATELHOCTH, CBI3aHHBIE C MY3bIKOH,
TaHIAMH, CBETOM, ITyMOM. MHOTUM OY€Hb HPaBHJIOCH, KOT/IA X Ka4afoT Ha
KaveJsix; HeKOTOpbIe JIoOonH mwaBath. OuH roHOoma B 20 €T yMen KaTaThCsl Ha
JIBDKAX, UCTIONB3YsI aAalTHPOBAHHBIC TBOMHBIC JIBDKH, M HACTAXKAAJICS OLIyIIEHUSIMHU

0T OBICTPOI €31BI.
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Bonpekn TakoMy KH3HEPaTOCTHOMY XapaKTepy, TPYIAHOCTH B BEIPAXKCHUH CBOUX
MOTPeOHOCTEH WIIM TIPU BBIMTOTHEHUH 3a/IaHUI MOTYT IIPUBECTU K PACCTPOUCTRY,
BCITBIIITKAM THEBA U «BBI3BIBAIOIIEMY ITOBEICHUIO». HEKOTOPBIE CEMBbH 3aMETHIIH,
YTO M3-3a MEPEBO30YKICHHS UX JICTH MOT'YT CTAHOBUTHCS HEYIpaBIsIeMbIME. B
Tporiecce OOIIEHHs ISTH MOTYT HEOXKUIAHHO XBATAThCS 3a JIFO/ICH

WM TIPEIMETBI, IO KOTOPBIX MOTYT JOTSHYThCS. Y JIeTed MIIaIIEero
BO3pacTa 4acTo CIYYaroTCs UCTEPUKU, OOBIYHO BHI3BAHHBIC

HEIOBOJIBCTBOM, MPOOJIEMaMH C CEHCOPHBIM BOCTIPUSTHEM FLTH,

KOTJIa YTO-TO MPOUCXOAUT BOIIPEKH UX XkKelaHui. HekoTopbie ceMbu
OTMETHJIM, YTO HX JIETCH MPUXOAMIOCH OTYYaTh COCATh MBIl U

KycaTbcsl 1ofiblie, 4eM npyrux. Hekotopsie poauTeny Obun

00€CIIOKOCHBI TeM, YTO UX PEOEHOK MOXKET OBITh U3JIUIIHE JPYKEITIOOHBIM K
He3HakoMIaMm. OueHb pe/iko JIEeTH TEMOHCTPHPYIOT arpeCCUBHOE MITH
CaMOITOBpEXkIaIoIIee MOBEACHIE, HAIPUMED, KyCatoTCsl HIH BBIPBIBAIOT BOJIOCHI
(Unique).

A
s.

[13 o o o

OHa oueHb CYACTIIMBBIH, [ITIAJIOBIUBBIN, Becelblii peOeHOK. Bee B BocTopre ot Hee,
1 OHA 3TO 3HAaeT. Y Hee NMPeKpacHOe YyBCTBO IOMOPA, U €l HpaBUTCSA HAXOTUTHCS
cpeau mrozeit. MHora oHa CHIIBHO paccTpauBaeTCs, HO OHA OYEHb OTXOAUUBAs

neBouka >, — inv dup del 8p (p11), 8 ner

“V Hee 3aMeuaTebHBIIH xapakrtep. OHa oueHb OOLIUTENbHASI, 32a00TIINBAsL, JIETKO
3aBOJIUT HOBBIX Jpy3el. Eil HpaBUTCS HAXOAUTHCS B KOMIIAHUM, OHA CUJIBHO
MIEPEKMUBACT 32 OKPY)KAIOIIHX: BCETAA 3aMEYaeT, KOTJa KTO-TO IPYCTUT WIH
noziaBsieH. Torjaa oHa IbITAeTCsl OAHATH HACTPOCHUE, OOHSTH, MPEJIaraeT yCTPOUTh
JIUCKOTEKY MJIM HAUMHAET LIYTUThb. Y Hee IPEKpacHoe YyBCTBO 1omMopa. Eil HpaBuTcs
CMEIIUTh HAC Pa3IMYHBIMH KECTaMHU WM IIYTKAMU U3 €€ KHUTH M0 Pa3BUTHIO
HaBBIKOB 001IeHus. TakKe MBI 3aMETHIIM, YTO 3a ITOCJIETHUE IBa MECSIa OHA cTajia
HEMHOTO yTpsiMee: KOrJa el He XO4eTcsl 9TO-TO AeaTh, OHA CKPEIIUBAeT PYKU Ha
TPYIU ¥ TOBOPUT HAM «HET». PaHbIIle OHA Kycaia CBOM PYKH M KallpH3HHYaNIa, KOraa
MBI HE TIOHUMaJH ee. Bee 3HaUNTeNhHO YIydIIMIochk, KOT/Ia OHA CTaja pa3BUBATh

HaBBIKH 00weHns *, — inv Dup Del 8p (p11), 7 ner

“ Omna HeoOBIUHO Becenas u o0IHTeNbHAS IEBOYKA, KOTOPasi OOJbINE BCErO HA
CBETE JIIOOUT CBOIO MIIAJIIIYIO CeCcTpy M «1eTh». OHa HUKOra He yHbIBaeT. Jlaxke
KOT[1a eif OOJNIbHO, OHA CTapaeTcst OTBIICKATHCS HA YTO-HUOYIb. Y Hee ObUla opajbHast
(ukcarmsa. OHa mr00MTa JepykaTh BO PTY MANbIBL, TNIATOYKA WK Urpymkd. OHa He
yMeeT 4yBCTBOBATh OMACHOCTb. Hampumep, oHa Bceraa oueHsb JIoOe3Ha ¢
HE3HAKOMIIAMH, WIIH OHA MOJKET HE 38 JyMBIBasiCh IIPUKOCHYTHCS K 4EMY-TO

TOPSTIEMY WITH OCTPOMY ¥ —inv dup del 8p (p12), 20 et

“ Tlourn Beerna y HEro O4eHb xopoinee HacTpoeHne. OH OueHb TFOOHUT
NPUKOCHOBEHUS, OOBSTHS M NOIENIYH (€ro HaydrJIi B KaKHX CIYJasx M C KeM MOYKHO
NPOSIBIISITH CBOU YYBCTBA). Y HEro OBIBAIOT CHIIbHBIC HEPBHBIE CPBIBBI, TOI/IA €r0
JIOBOJIBHO CITOXKHO YCTIOKOMTB. OH BEJIET aKTUBHBIN 00pa3 )KU3HM, a TaKKe JI0OUT
CMOTpETh CIIOPTHUBHBIE Nepeaun. OH HEeYTOMHMM M onTuMucTHdeH. Ha ero mpumepe
MBI BHJIMIM, YTO CYACTHE HE 3aBUCUT OT BO3ZMOXKHOCTEH dyeroBeka. OH MpOBOIUT

KaXIbIH JIeHb ¢ yIBIOKON Ha JInIe ¥ —inv dup del 8p (p12), 13 ner
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