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I/IHBepTI/IPOBaHHaH AYIVIHKAOUA U JeJIeUA KOPOTKOIO 1nJjae4va
XpoMocoMbI 8

WuBepTupoBaHHast QyIUIMKALUS U JIENIENsT KOPOTKOTo TuIeda XpPOMOCOMEI §, TakkKe
n3BecTHas Kak inv dup del 8p, sBnsiercst peaxoii renerndeckoil maronoruei. I1o
CTaTHUCTHKE, OHA BCTpeuaeTcs y omHoro pedenka u3 10 000 — 30 000. YV nroxeit ¢
JIAaHHOM maTosiorueil HabJIroIaeTCs He TONBKO HAIWYNE JJOTOTHUTEIBHON KOIHH
(yrIMKaIym) OJJHOTO y4acTKa XpOMOCOMBI 8, HO M OTCYTCTBHE KOIHH (JIeTIerus)
JPYroro y4yacTka XpoOMOCOMBI 8.

Kaxk u apyrast XxpoMOCOMHasI TATOJIOT U], U30BITOK U HEJIOCTATOK XPOMOCOMHOT'O
MaTepuaja MOr'yT ObITh IPHIUHON BPOXKIEHHBIX MOPOKOB PA3BUTHS, HAPYIIICHHS
Pa3BUTHS U CHIDKCHHSI HHTEIUICKTA y peOCHKa, a TAKXKE TPUBOAUTD K PSIy APYrUuX
HH/IMBUYATbHBIX OCOOCHHOCTEH, BBIPAYKEHHBIX B Pa3HOi cTerneHn. B OonbIMHCTBE
ciydaeB inv dup del 8p He mpuBoAMIA K KAKAM-THOO MATONOTHSIM, YIPOXKAIOIIAM
xu3HU pebenka (Garcia-Santiago 2015; Akkurt 2017).

Yro Takoe XpoMocoMbi?

OpraHu3Mm 4ejoBeKa COCTOMT M3 MUJLTHAPAOB KieTok. [lomaBistoriee OONbIIMHCTBO
3THX KJIETOK comepxat okono 20 000 reHoB ¢ uHpopMaImei, coodIaroei
OpraHu3My, KaK pa3BUBAThCS, PACTU U ()YHKIIMOHUPOBATH.

I'ensl, B cBOIO ouepenb, 00pa3yloT CTPYKTypbl —
XPOMOCOMBI, COCTOSIILIUE U3 CIIOKHOI0 2 ')
xumuueckoro semectsa — JIHK. Xpomocomel F A )

(4, cenoBaTeNbHO, TeHbI) OOBIYHO HACIIETYIOTCS
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OcTanbHble 44 XpOMOCOMBI 00pa3yioT 22 mapbl 1 [1apa xpomocombl 8 0bBeeHa KpacHbIM

HyMepytoTcs ot 1 1o 22, oT camoii 60IbIION 10
CcaMOi MaJIOH, COOTBETCTBEHHO.

IMoapo6Hee 0 xpomocome 8

XpOoMOCOMBI HEBO3MOXHO YBHIETH HEBOOPYKEHHBIM ri1a3oM. OHAKO, €CITH UX
OKpaCUTh CI€ENHUAJIBHBIM COCTAaBOM U PACCMOTPETH 110 MUKPOCKOIIOM, MOKHO
3aME€TUTB, YTO KaXKAast COCTOUT U3 CBETJIBIX U TEMHBIX IMONEPEUHBIX ITOJIOC. Ha
PHUCYHKE HIDKE M300paskeHa IMOCIeI0BaTeIbHOCTE TIOJIOC XPOMOCOMEI 8.

JUTMHHOE (q) TUIeY0



Kaxxmas xpomocoma nmeeT KopoTtkoe (p) riedo (0T (hpaHIy3cKoro cioBa ‘petit’ —
«Mablit») 1 auHHOE (q) Tieyo. VX yyacTKu pOHYMepOBaHbI, HAYMHAS C TOTO
MecTa, IJIe BCTPEJaloTcsi KOPOTKOE M JUIMHHOE TUIeyH (1ieHTpoMepa (OTMEUeHO
KEITHIM). YUacTKH ¢ MEHBIIUM HOMEPOM, Takue Kak pl2, Haxozsres Omnke K
LEHTpOoMepe. YYacTKH, Haxosmuecs: Omke K EHTPOMepe, Ha3bIBAIOT
MPOKCUMAJTBHBIMI. Y YaCTKH, UMEIOITUE OONbIIHiA HoMep (Hampumep, p23) u
HaXOJISIIIUECS JajbIlle OT IIEHTPOMEPHI, OIIMKe K KOHILY XPOMOCOMBI, OTHOCSTCS K
JICTAJILHON YaCTH XPOMOCOMBI. TepMHH cen UCTIONB3YIOT Il 0003HAYEHHS
MECTOITOJIOKEHHSI, OUY€Hb OJIM3KOT0 K IIEHTPOMEpE, a TEPMHUH ter (0T aHIII.
‘terminal ‘) o0o3HauaeT MecTononoKeHne, oosee OJIM3KOE K KOHIY KOPOTKOTO MITH
JUTMHHOT'O TIjIeYa.
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XpoMocOMHbBIE U3MEHEHUS

Takue U3MeHEHUs B CTPYKTYpe XpoMocoM, kak inv dup del 8p, mporcxonsT yaie
BCET'0 BO BPEMsI KJICTOUHBIX JIeJIeHN I, KOTOpPBIE MPUBOIAT K 00pa30BaHUIO
SIUIIEKIIETOK WITK CIIEpMaTo30H10B. Bo Bpemst 3Toro mpoiiecca Kaxaoe miedo
Ka)XJ10M U3 46 XpOMOCOM CHaJaJia pacilerisieTcs: MPOAO0IbHO Ha JIBE TOHKUE HUTH,
KOTOpBIE YJIEP)KUBAIOTCSI BMECTE B IIGHTPOMEpPE. 3aTeM XPOMOCOMBI PAacHoIaratoTcs
B Buzie 23 map, mpuyeM XpOMOCOMBI M3 OTHOM Maphbl JISKAT PSIOM JPYT C PYroM, 3a
UCKJIFOYEHHEM II0JIOBBIX XpOMOCOM X U Y, KOTOPBIE IPUKPEIUIAIOTCA APYT K APYry
Ha OJTHOM KoHIIe. 3aTeM npoucxoauT oomen ydactkamu JIHK B nporecce,
M3BECTHOM KaK KPOCCHHIOBep (peKoMOMHAIMS), IPU STOM HUTH XPOMOCOM
YIAEPKUBAIOTCS BMECTE B TOUKaX IepecedeHus! (M3BECTHBIX Kak xua3mbl). [Tapbl
XPOMOCOM «Yy3HAIOT» JIPYT pyTa, IOCKOIbKY OHU cX0xXH. OJJHAKO B TEX MecTax
XPOMOCOMBI, Tie ecTh 1oBTOpH! yuacTtka JIHK Ha HeOobIIOoM paccTosSHUH, TaKOH
Y4aCTOK MOKET 00pa30BaTh Mapy ¢ MOBTOPSIOIIMMCS y4aCTKOM Ha TOH ke
XpOMOCOME, a HE C aHAJOTMYHBIM Y4aCTKOM Ha BTOpOM XpoMmocoMe. B pesynbrate
3TOr0 MOT'YT BO3HHKATh «OLIMOKNY, IPUBOASAILIE K ITOTEPE, YABOSCHUIO W/HIH
NIEPECTPONKE YACTEN XPOMOCOMBI.

ITomoGHBIE XPOMOCOMHBIE IEPECTPOHKH OTHOCHTEIBEHO YacTO BO3HUKAIOT B
KOpPOTKOM ILJIEYE XPOMOCOMBI 8 M3-3a HAJIMUMUS B TOM MECTE JABYX KJIACTEPOB I'€HOB
O0OHATEIBHBIX PELENTOPOB (KOMH I'€HOB, YIAaCTBYIOIINX B BOCIPHUATHH 3a11axa).
Bonpmas wacte JJHK xopoTkoro ruieqa XpoMocoMBl 8 TIpeAcTaBlIeHa YHUKAITBHON
TIOCJIEI0BATENIHOCTBIO, HO BBIIIEYITOMSHYTHIE KJIaCTEpPhl TEHOB MPUBOJIAT K
00pa30BaHUIO IBYX yYaCTKOB, re nociegoBaTensHocTh JJHK moBTOpsiercs na
OJIM3KOM PacCTOSIHUU. DTH MOBTOPSIOIINECS YIACTKH HaXOAATCS B MPOKCUMAIBHOM
yactu J1okyca 8p23.1, HazpBaemoii REPP, i B Gornee qucTanpHOM 9acTH JIOKyca
8p23.1, HazpBaemoit REPD (cM. muarpamMmy Ha ctp. 4). DTH yIaCTKH SBISIFOTCS

HcTounuku

JanHast Gporrropa OCHOBaHa Ha HH(OPMAIIUH, OyOIMKOBAHHOW B MEAUIIMHCKAX HCTOYHHKAX,
a TaKoKe Ha CBEACHMUSX, TIOTYyYeHHBIX OT wieHoB Unique. VIMs nepBoro aBropa u 1ata
IyOJIMKAIMK CTaTei B MEJMIMHCKON JIUTEPaType YKa3aHbl Il BOSMOXKHOCTH MOMCKa
AHHOTALIWI WJIM OPUTHHAIBHBIX CTaTeH B TEKCTOBOM 0a3e JaHHBIX MEIUIIMHCKUX U
6uonornueckux mybnukarumii PubMed (http://www.ncbi.nlm.nih.gov/pubmed). Bonbie
nH(OpMAaIU BBl MOXKETE HalTH Ha caiite Unique. B 2017-2018 rogax OblII0 MPOBEJCHO
HCCIIe/IOBaHKE, B XOJIe KOTOPOro coOpaHsl moxpobubie cBeaeHms o 33 unenax Unigue. Kpome
TOro, ObLIa UCIIOIb30BaHa BO3MOXKHAS HH(POPMAIHS O APYTUX YJaCTHHKaX 0a3bl TAHHBIX.
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JIOMKUMH CaliTaMU XpPOMOCOMBI, T.€. y4aCTKaMH, CKJIOHHBIMH K 00pa30BaHHIO
paspbiBoB. [Ipn 0OpazoBaHmM CrIepMaTO30MI0B WK SIMIIEKJIETOK OIINOKa B
peIUIMKAIMHU C OOJBIIeH BEPOSITHOCTHIO MOXKET MPOM30MTH IMEHHO B 3THX JIOKYCax
REPP u REPD, uro nmpuBeaeT k TaKUM CJIOXKHBIM XPOMOCOMHBIM NEPECTPOMKAM Kak
inv dup del 8p.

Jlromu ¢ inv dup del 8p UMeIOT OTHY HOPMAJTIBHYIO XPOMOCOMY 8 U OIHY XPOMOCOMY
8 co cmoxHOI mepectpoiikoit. [Ipu 3Tol mepecTpolike mcye3aeT HeOOIBIIOMH
Y4acTOK Ha caMOM KOHIIE KOPOTKOTO Iieda XpPOMOCOMBI 8: 00BIYHO OT JIOKYyca
REPD 10 koHIIa KOpOTKOTO TIe4a XpOMOCOMBI 8 (pter) (KpacHBI yuacTOK Ha
JrarpaMMe HHXKE), a CPaBHHUTEIILHO OOJIBIION y4acTok - ot Jiokyca REPP no nokyca
8p11 no HanpaBieHUIO K IEHTpOMEpe (CHHUI yJacTOK Ha TUarpamme) -
yaBauBaeTcsi. PasMep AyrummiupyeMoro y4acTka MOXKET BapbHpOBaThCs (CM. pasien
«MOoXeT 711 BapbUpOBAThCS pa3Mep ITYTUTUIMPOBAHHOTO YyUacTKa?»).

8pl12
8p21 8p21.2
8p22 &
8‘Vp>237.1 re &= 8p23.1
8p22 t
8p21 8p21.2
8p11.2 8p11.2
A B

O0pa30BaBIIMICS JOTOIHUTENBHBIN yJaCTOK PACIIONATAeTCs B HAIPABJICHHH,
MPOTHBOIIOIOKHOM BCEM OCTAJBHBIM y4acTKaM XPOMOCOMBI, TO3TOMY OH
HA3BIBACTCS HHBEPTUPOBAHHEIM (COKp. «invy», oT aHriI. ‘inverted‘). Ha nzo0pakernn
BHJHO, YTO Ha XpoMocome, nmeroreii inv dup del[8], momockr BepxHei yacTu cuHeH
CEKLUH SBJIAIOTCS 3ePKaJIbHBIM OTPAKEHHEM TOJIOC, PACTIONOKEHHBIX HIDKE XKEJTOH
CEeKITNH . Y IBOCHHBIE CETMEHTHI Pa3eiieHbl yaacTkoM 8p23.1, KoTopsIil He
TIOABEPTAETCSl HUKAKMM M3MEHEHUSIM (OTMEUEH >KENTHIM IIBETOM).

Mo:xeT 11 BapbHPOBATHCSl pa3Mep AYNJIHIIMPOBAHHOIO yyacTKa?

Ha, moxer. Pazmep aymmiupoBaHHOTO (OTMEUYEHHOTO CHHUM) CETMEHTa He

OIMHAKOB y Bcex Jozeit ¢ inv dup del 8p. B 3aBucumocTy ot TOTO, I/Iie pa3peIBaeTcs
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XpOMOCOMa, 3TOT Y4aCTOK MOKET OBITh JUIMHHBIM WJIM, HA000POT, KOPOTKUM.
JuarpamMma A (BBIlI€) WILTIOCTPUPYET OoJiee YacThIif BApHAHT OOBIION
JYIUINKALUU ¢ TOYKOH pa3pbiBa B ydacTke 8pl1.2. OqHaKko y HEKOTOPBIX IO
TOYKa pa3pbiBa HAXOIUTCS OJIMKE K IEHTpOMEpe, HanpuMep, B Jokyce 8pl1.21, us-
3a 4ero MosBIsieTcs: OoJiee KpyIHas TyIuTMKanus. To4ka pa3phlBa TaKKe MOXKET
OBITH pacroyoKeHa, HarpuMmep, B JIokyce pl2 wm p21 (nmarpamma B), u
JOyIIMKanus OyIeT, COOTBETCTBEHHO, MEHBIIE (Ha ATOH AnarpaMMme TOYKa pa3phiBa
HaXOJHTCs B JOKyce 8p21.2).

[Ipumeuanue: B TeKCTe JaHHOTO PYKOBOJICTBA TOUKA pa3pbiBa OyJeT yHoMsHYyTa B
cKo0OKax, Hanpumep, «inv dup del 8p (p11)» o3HadaeT AYIUIMKAIMIO C TOYKOM
paspsiBa B 8pll.

BUTeWdO(HU EEXOORHIOHD |

Y HexoTopbIx Jitozel ¢ inv dup del 8p 3aperncTpupoBaHoO TOIBKO HANUYNE
JYTUTAKAIMA P OTCYTCTBUM MaJIeHbKOM Jeseln. BeposTHO, M OB IOCTABIICH
HETOYHBIH JUATHO3 TONBKO C UCTIONB30BaHUEM METO/Ia KapUOTHIIHPOBAHHS, TIPU
KOTOPOM XPOMOCOMBI HCCIIEYIOTCS TI0] MUKPOCKOTIOM. JIYTITHKAIMSA JOCTATOYHO
GombIIIasi, M €€ JIETKO OOHAPYXKUTh 3THM METO/IOM, Yero HENb3s CKa3aTh O
KPOXOTHOM Jeseru. [103TOMy CUHTaeTCs, UTO MOABIISIOINIee OONBIITHHCTBO JFOIeH
C MHBEPTHPOBAHHOM AYIUTHKAIIHEH XPOMOCOMBI 8p TakKe HMEIOT HEOOIBIITYIO
nenennto (Guo 1995). B uccnenoBanue Unique 2017/18 BOUUTH TONBKO JFOIU C
MOATBEPXKIEHHBIM AuarHo3oM inv dup del 8p.

B 2018 rony cpenu uneHoB Unigue ¢ noaTBepKIeHHBIM tuarHo3oM inv dup del 8p y
58 uenoBek Touka pa3pbiBa Obiia B 8pll, y 10 uenosek - B 8pl2, y 12 uenosek - B
8p21, y ogHOrO UenoBeka - B 8p22.

[pu neneuwnu, o0baHO HabMOAaeMoit nipu inv dup del 8p, Oonbiias yacTh JOKyca
8p23 Bce ke MPUCYTCTBYET B OAHOM KOIHH, COSAMHAIONIEH TyITHIINPOBAaHHBIE
y4acTku. COOTBETCTBEHHO, M KPUTUUECKUE T€HBI 3TOI0 PETHOHA PHCYTCTBYIOT B
HOPMaJIbHOM KOJIMYECTBE.

HmeroT Jiv 3HAYeHHe pa3Mep U MeCTO AYIJIMKAIMU?

VY 1BoeHHE XpOMOCOMHOI'0 MaTepyualla UMEET Pa3IMYHbIE 10 BHIPAKEHHOCTH

3¢ EKThI, ¥ ITO 3aBUCHT OT psiJa (PAKTOPOB, KOTOPBIE MBI TOJIBKO HAYMHAEM
noHuMath. K 3TuM (hakTopam oTHOCSITCS pazMep MYyILTHMKALUHU, KOJTHYECTBO T'EHOB,
BOBJICUCHHBIX B OYIUTMKAIIHUIO, 1 (I)yHKL[I/II/I 3THX I'€HOB. DTOT TPUHIOUII TPUMEHUM U
K JCJICIHSIM.

[IposiBneHus MOTyT OBITH OOYCIIOBIICHBI HE TONBKO (YHKIIEH T'€HOB,
PAacCIIONOXEHHBIX B JIOMOTHATEIFHOM HJIH OTCYTCTBYIOIIIEM CETMEHTaX XPOMOCOMBI,
HO ¥ B3aUMOJICHCTBHEM 3THX I€HOB C JPYTMMH FeHaMH, HAXOSIIIMHUCS B 3TOU ke
WIN B IPYyrUX XpoMocomax. Hampumep, Tak Ha3pIBaeMbIe «T€HBI-MOIU(DUKATOPBIY,
PAacIIONOKEHHBIE B Pa3HBIX yIAaCTKaX F€HOMa, BIHSAIOT Ha SKCIPECCHIO APYTHX
TEHOB, B PE3YJIbTATE YET0 MPOSIBIIIOTCS ONPEAEIEHHbIE MPU3HAKH. Takke UMeeT
3Ha4YeHHE CyMMapHBIH 3¢ ekt Bapuammii nocnenoBatensrocTH JJHK mo Bcemy
TeHOMY U Bo3zeiicTBHE (HhaKTOpPOB cperpl (KaKk BHEUIHEH, TaK ¥ BHYTPEHHEN).

VimeHHO mosTOMY ake y JIIoAeH ¢ OAMHAKOBBIMH WM TIOXOKUMH JTYIUTUKAIMSAME 1

JeTeUsIMHY, B YacTHOCTH ¢ inv dup del 8p, BHeIIHNE MPOSIBICHNS MOTYT

BapbHUPOBATHCS MO UX COYETAHUIO M CTEIICHH BBIPAKEHHOCTH. JlyIuimKanmum u

JIETICIIUH, KOTOPbIE IPUBOAAT K YBEIMUCHHUIO WIIM yTpaTe TPYIIbI COCEHNX TEHOB,
5
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MOryT OBITE HpPI‘IPIHOﬁ MHOT'OYUCJICHHBIX HE CBA3AaHHBIX MCKIAY coboit
0CO6€HHOCT€I>1, COCTaBJIAIOIINX HII/IpOKI/Iﬁ CIICKTP HpOHBJ’IeHI/Iﬁ OJTHOI'O M TOI'O K€
PEAKOro XpOMOCOMHOI'O HAPYUICHUS.

B 1o xe BpEMs OIIPEACICHHBIC HGHGHI/II/I/ILYHIH/IKaHI/II/I MOI'yT TaK HapyuiaTb paGOTy
OJTHOI'O MJIKM HECKOJIBKUX I'CHOB, KaK HC 6y}IyT HapylmaTtb ApYTHUC, JaKE OYCHb
IIOXO0XHUEC Z[eJ'IeHI/II/I/I[yHJ'H/IKaHI/II/I, MPUBOAA K ITOABJICHHUIO CHCHI/I(I)I/I‘ICCKI/IX IPU3HAKOB.

Mo pe3yapTaTaM HEKOTOPBIX UCCIIEAOBAHUI CIIEKTP U CTENEHD TSHKECTH
KJIMHUYECKHX MPOSIBIICHUH Yy jmojiei ¢ inv dup del 8p umeeT mpsiMyro 3aBUCHMOCTh
OT pa3Mepa IYIUTHIMPOBAHHOTO y4acTKa XpoMocoMbl. OJJHAKO aHATH3 JAHHBIX
uiieHoB Unique yKa3bIBaeT Ha BapUabeIbHOCTh KIIMHHYECKHUX TPOSBICHHUI
He3aBUCHMO OT pa3Mepa aymiukarmu (Hand 2010; Garcia-Santiago 2015; Unique).

Mo3zauuuszm

Y HEKOTOPBIX JIFO/ICH B OpraHU3ME OTHOBPEMEHHO MPUCYTCTBYIOT KaK KJIETKH C inv
dup del 8p, Tak U KJIETKU ¢ HOPMAJILHBIM YUCIIOM U CTPOSHHEM XPOMOCOM, JTHOO
KJIETKU C IPYTUM BapHaHTOM CTPOCHHS XPOMOCOMBI 8, HApUMeEp, ¢ TEPMUHAIBHON
JieNielel KOpOTKOro mieda XpoMocoMbl 8. Takoe siBjeHre Ha3bIBaeTCs
MO3auIM3MOM, U OHO OOBIYHO BO3HMKAET BCKOPE MOCIIE OIIon0TBOpeHus. B 2018
rony k Unique PUCOSTUHUIICS OIUH YEIIOBEK C MOATBEPKICHHBIM MO3AUIIM3MOM I10
inv dup del 8p.

Mo3aumusM cirydaercs peaKo, HO B aCTH CIIydaeB, ONMMCAHHBIX B MEUIIMHCKON
JUTEpaType, ero KIMHIYECKUE IPOSBICHNS ObLIM MEHee BhIpaXKCHHBIMHU. Jlons
kierok ¢ inv dup del 8p B pa3HbIX TKaHIX OpraHM3Ma 4eI0BeKa MOXKET OTINYAThCS,
410 00yCIaBINBAET Pa3INYHbIe KIMHUYECKUE NposiBIeHNA. ONpeaennuTh CTeeHb
MO3aULI3Ma HEMPOCTO, TaK KaK TKAaHH, KOTOPBIE UTPAOT OCOOCHHO BaXKHYIO POJIb
JUIsl pa3BUTHUS OPTaHU3Ma, HaIIpUMep, FOJIOBHOM MO3T, HCCIIEA0BATh OYEHb TPYIHO, B
OTJINYHE OT KJIETOK KPOBH WJIH CIIOHBI, KOTOPbIe OOBIYHO HCHOMB3YIOT A
reHetnyeckoro ananusa (Vermeesch 2003; Hand 2010).

[Touemy 310 npousouwio? MoxkeT Jiv 3TO NOBTOPUTHCS?

YTtoOBI OTBETHUTH Ha ITOT BOIIPOC, HEOOXOAMMO IPOBECTH aHAIU3 XPOMOCOM Y
pebeHka u ero poauteneil. OqHAKO TOYHO U3BECTHO, YTO HUKAKHUE IEHCTBUS MaTepH
WM OTLIA HE MOTJIM CTaTh NPHUYMHON BO3HMKHOBeHUs inv dup del 8p, Taxke kak u
HE MOTJIH 3TO IPEIOTBPATHTh. PeOSHOK C XpOMOCOMHOMN TIEPECTPOHKOIN MOXKET
POIOUTHCS B IFOOOM YroJKe MUpPa U B aOCONIOTHO JTF000# cemMbe. XPOMOCOMHAS
MepeCTPONKa TAKKE MOXKET IPOM3OUTH U B KIIETKAX PACTEHUM U KUBOTHBIX. B aTOM
HHUKTO HE BUHOBAT.

Pebenok ¢ inv dup del 8p MoxxeT poguThcs y poanTeIeil, He IMEFOIIIX
XPOMOCOMHBIX aHOMaJHi. ['€HETHKH Ha3bIBAIOT TAKOE SIBIICHHE TEPMHHOM «de
novoy (dn), 0O3HaYArOIINM, YTO TYIUTHKALHUS U JEelHs BOSHUKIIU BIIEPBBIC Y
pebenka. [Ipuanaa Bo3HukHOBeHHA inv dup del 8p Hem3BecTHa, BeposiTHEE BCETO, ITO
MPOCTO CIYYaHOCTb, IPOU3OLICAIIAS Ha CTaIuH (POPMHUPOBAHUS SHICKICTKH WIIH
criepMaro3onza. B aToM cirydae pucK poXIeHHS elle OJHOr0 peOeHKa ¢ TaKUM XKe
OTKJIOHEHHEM He OorbIle, 4eM y Jro00ro Ipyroro denoseka B nomymsinuu (Ergun
2010; Unique).

Cunraercs, uto Hannune nosropsronuxcs gokycoB REPP u REPD B kopoTkom
IUIeYe XPOMOCOMBI 8 SIBIISICTCS MPEATION0KHUTEILHON MPUYNHON BOSHUKHOBEHHS HE
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TOJBKO penkoi inv dup del 8p, HO 1 upe3BBIYAiHO pacpoCTpaHEHHO B 00IIeH
MOIYJISALUY HHBEPCUHU KOPOTKOTO II€Ya XPOMOCOMBI 8. DTa HHBEPCHS BCTPEUaeTCs
y 39% npencraBureneil AMoHCKON Hanuu U 26% €BpONEHIIEB; OHA 3aTParuBaeT TOT
e cerMeHT 8p23.1, KOTOpbIi HU yBauBaeTCs, HU yTpauuBaeTcs y Jiojel ¢ inv dup
del 8p. HocurenbcTBO MHHBEpPCHH KOPOTKOTO IUIeYa XPOMOCOMBI 8 HUKaK He
OTpakaeTcs Ha 3[0pOBbE U PA3BUTHUH YEJIOBEKa, U 10 POXKJICHHA peOeHKa ¢
XPOMOCOMHO¥1 ITaTOJIOTMU OOBIYHO HE BO3HHKAET ITOBOJIOB C/IENATh XPOMOCOMHBIH
aHaJIU3 U Y3HATh 00 3TOM HOCHUTEIbCTBE.

B xo71e reHeTHYECKOr0 00CIIeIOBaHUs HHBEpCHs 8p Oblia 0OHApYkKeHa Y
OoNBIIMHCTBA MaTepel, ubH ety uMenu inv dup del 8p, BKIItoUas HECKOIBKUX
unenoB Unique (Giglio 2001; Garcia-Santiago 2015; Unique; Dr Fe Garcia Santiago,
nugHOe obienue). Haauuune 3Toit pacnpocTpaHeHHON HHBEPCHH MOXET ObITh
00HAPYKEHO C MTOMOIIIBI0 XPOMOCOMHBIX aHAIM30B, TIPOBEACHHBIX Y POAUTEINEH.
HocutenscTBO MHBEpCHH O3HAYAET, YTO, €CITH Y Bac ecTh pedeHok ¢ inv dup del 8p,
TO TEOPETHYECKH Y BAC €CTh PHCK POXKICHHS €Ille OTHOro pebeHKa ¢ TaKoil ke
narojorueii. OHaKO BEPOSITHOCTh MOBTOPEHHS TIOCIIE[0BATEIBHOCTH COOBITHH,
TPHUBOJIAIINX K BOSHUKHOBEHHIO IEPECTPOUKH, BCE-TAKH OCTACTCS OYCHb HU3KOM,
Jlaxke TIPU HOCHTENbCTBE YaCTON HHBEPCHH KOPOTKOr'O Tuieya XpoMocoMbl 8. Jlis
00CYXXIEHUS BCeX BOIPOCOB BaM HEOOXOAMMO 00pPAaTUTHCSl Ha KOHCYIJIBTAINIO K
Bpayy-reHeTHKY. BakHO MOMHUTB, 4TO HU (PAKTOPBI OKPYXKAIOILEH Cpelbl, HU
IMAIICBBIC MPUBBIYKH, HA O6p33 JKU3HU HE MOI'YT BbI3BAaThb 3T XPOMOCOMHBIC
MepEeCTPOMKY 1 YTO HU OJIMH M3 pOAMTeNiel peOeHKa He HECeT 3a HUX
orBerctBeHHoCTb. (Floridia 1996; Giglio 2001; Kostiner 2002; Shimokawa 2004;
Garcia-Santiago 2015).

BUTeWNdO(HU EEXOORHIOHD |

JAuaruos

B Hekotopsix ciydasxinv dup del 8p nquarHocTupoBai eiie 10 poxaeHus peOeHKa
TI0 TIPU3HAKaM, BBISIBIICHHBIM € TIOMOIbi0 Y 3U: upe3amepHOoe KOMUUeCTBO
AMHUOTHYECKOM )KUAKOCTH (MHOTOBOJIUE), MEIJICHHOE HIIM aHOMAaJIbHOE Pa3BUTHE
cep/la, aHOMaJIMK B Pa3BUTHH TOJOBHOTrO Mo3ra u aedopmarius cror. OqHako
OOJIBIIMHCTBY JIETEH TUATHO3 MOCTABHIIM TOJILKO MOCIIE POXKJICHHUS HIIH B IETCTBE,
KaK MpPaBUIIo, H3-3a «IUCMOPPHYHBIX» (HEOOBIYHBIX) BHEIIHUX PH3HAKOB MU
3anepxku B passutun (de Die-Smulders 1995; Macmillin 2000; Soler 2003,
Pramparo 2004; Hand 2010; Sireteanu 2013; Chen 2016; Akkurt 2017; Unique).

“ Hameii Jo4epH OBLIO OKOJIO TOfa, KOTAa TMOTYYHIN Pe3yTbTaThl aHATH30B. Ham
HE IIpe/Iaragy MpoXoANTh TeHETHIECKOE TECTUPOBAHNE, HO TaK KaK y HAC €CTh
crapumii peOeHOK, HaM ObUIO SICHO, YTO OHA PACTET HE Kak Apyrue netu. Hampuwmep,
OHa He nproOpeTana BOBpeMs MONOKEeHHbIE HaBbIKK. Korna et 6110 9 Mecaes, n
e IPOBOJIMITH OTIEPALIHIO MO YCTPAHEHNIO PACIIETUHBI HeOa, BpadH COTIIACHIINCh

ClIeNaTh aHaJINu3 KPOBU ¥ —inv dup del 8p (pl1)

“ MEI pemmmi mpoiiTH 0GCIeI0BAHME, KOTA HAIIEH 04epH GbITO YeTHIPE TOJA -
Yepe3 HECKOJIBKO MECSAIIEB TOCIIE Havasa Cy/IOPOKHBIX MPUMIAIKOB. MbI ObuH
YBEPEHBI, YTO CYOPOKHBIN CHHIPOM CBSI3aH C KAKUM-TO CIICIU(DUIECKIM
3a0oneBanreM. MBI HE TyMajH O TEHETHYECKOM O0CIIeIOBAaHUH 710 STOTO, HO MBI
y’Ke BUJIeNN, YTO y Hallel I0YepH cepbe3Has 3a/iepKKa B (PU3NIECKOM H

YMCTBEHHOM Pa3BUTHU ¥ inv dup del 8p (p12)

7



BATeWdO(HU EeXOORHIOHD |

(11 o
Korpa eii 656110 MONTOpa roja, OHa Mpolia FTeHeTHIEcKoe 00CIeI0BaHne n3-3a
o 7 :
BBIPa)KEHHOH 3a/Iep KKK B pasButun , — inv dup del 8p (p21)

Pe3y.]'leaTbl 06c.11e[[03a}mﬂ

B 3aBucumoctu ot TOr'0, KaK JaBHO BallICMy pe6eHI<y IIOCTaBUJIN IUArHoO3,
PE3YIbTAThI TCHETUYCCKOT'O O6CJ'I€I[OBaHI/ISI MOryr OBITH MpCaACTaBJICHbI OJHUM U3
CJICAYIOUINX BAapHUAHTOB!

46,XY.ish del(8)(p23.1p23.3) inv dup(8)(p12p23)dn DTOT pe3ynbTar NOKa3bIBaET,
4T0 OBLIO OOHAPYKEHO HOPMAITBHOE YHCIIO XPOMOCOM [46], B TOM UHCIe O]HA
xpomocoma X u ofiHa XpoMocoma Y , TO €CTh 3TO MAJIbUUK WK MyxKuuHa. [Ipu
MIPOBEACHUH aHaJM3a ObLT HCIIOIB30BaH METO/ (TyOpECIIEHTHON THOpHUAN3AINY in
situ FISH (.ish). B pe3ynbsTaTe aHanmu3a BeisBuin otcytcTBre cermenta JIHK B
xpomocome 8 (del(8)) mexny nmokycamu p23.1 u p.23.3, B KOHIIE KOPOTKOTrO TUIeya
xpomocombl. dup(8) o3Hauaer nymiaukamuio B xpomocome 8. (p12p23) ykaspiBaeT Ha
T€ JIOKYCBI, KOTOpPBIE€ YIBOWJIKCH; B JAHHOM Cllydae OT JIokyca pl2 mo nokyca p23.
(inv) o3Hauaer, 4YTO MYIUTMKAILIMS HHBEPTHPOBaHHAas1. dn 03HAYAET, YTO XPOMOCOMHBIN
aHaJIu3 pO}]I/ITCJ’ICﬁ HE BBISIBUII Y HUX OTKHOHGHHﬁ, TO €CThb JaHHasA XpOMOCOMHas
niepecTpoiika — BIIepBbIe BO3HUKIIEE H3MEHEHUE (de novo) u He Oblla yHaclieJoBaHa
HH OT OTHA, HU OT MaTCpH.

46,XX,del(8)(p23.1p23.2) inv dup(8)(p21.3p23.1) DTOT pe3ynbTar MOKa3bIBAET, YTO
ObLI0 OOHAPYKEHO HOPMAJIBHOE YUCIIO XpOMOCOM (46), B TOM YHCIIE IBE XPOMOCOMBI
X, 4TO 03HAYaeT, YTO ITO AeBOYKA MK XxeHumHa. Inv dup(8)(p21.3p23.1) o3nauaer
HaJIW4YHe UHBEPTUPOBAHHON AYIUIMKAIIMH B XpoMocome 8p B ydactke ot p21.3 o
p23.1. Taxxe odHapyxeno 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). GRCh3703nauaer cOOpKy reHoMa 4enoBeka,
KOTOpas UCIIONIb30Batach I cpaBHeHus (cM. Coopka reHoMa (cuHee moie). B
pesynbTaTe aHanu3a Obu oOHApYxeHb! ABe anomanuu JJHK. Oxna u3 HUX
3arparuBaer yuactok ot 8p23.1 no p11.22. Anomanus JHK naentudunupyercs mo
HOMEpaM Iap OCHOBaHHUHU (TOUKaM, e BO3HUKIIO HapyIIeHHe B XxpoMocome). B
nmaHHOM cirydae, anomanust JTHK npomnsomna mexay mapamu ocHoBanuit 12580132 u
39258953 (mpu BRIYUTAHUH MIEPBOTO YHCIA U3 BTOPOrO MBI TIOJTy4aeM KOIUIECTBO
mmap OCHOBaHHi ¢ aHoManueit — 26 678 821 wim 26,7 M0). 3T0 HOMOITHUTETBFHAS
Korus (X3; HOpMaTbHOE YHCIIO KOMHH — 2 ), TO €CTh, AyIUTUKAIsL. Bropas anHoMamus
3arparuBaer ygactok oT 8p23.3 mo p23.1, u coorBercTBeHHO, JJHK, nexanryro
Mexnay mapamu ocHoBaHui 190822 u 6735381 (6 544 559 nap ocHoBaHwmii wiu 6,5
MO). (x1) yka3bIBaeT Ha TO, UTO HE XBAaTAET OAHON KOIIMH T€HETHYECKOT0 MaTeprala
(B HOpME MX JOJKHO OBITH JIBE€), 3HAYUT, TIPOU3OILIA JETICIHAST XPOMOCOMBIL.

46,XX,del(8)(p23. I pter)dup(8)(p23p21.1)[8]/46,XX[12] D10 MpuMep MO3auII3Ma,
TO €CTh, KJIETKU 3TOT'0 YEJIOBEKA Pa3INYaIOTCs 110 YHUCITY WIIM CTPOSHHIO XPOMOCOM.
3t0 neBouka wian xeHmuHa (XX). bputo uccnenoBaHo 1BaanaTh KiIeTok. B Bocemu
([8]) xneTkax ompeneneHo OTCYTCTBHE reHeTHdeckoro Marepuana (del) xpomocomsr §
(8) Ha ygactke ot p23.1 10 camoro KoHIIa KOPOTKOTO uieda (pter), a TakKe HaJI4IKe
nymukanun (dup) matepunana xpomocomsl 8 ((8)) Ha ywacTke ot p23 mo p21.1. B
nsenaanarty ([12]) knerkax ObUT BEISIBIICH HOPMaJIBHBIH XKeHCKnit kaprotut (46,XX).
8



CoOopka renoma

B 2003 romy 05110 00BSBIEHO O 3aBEPIICHUH MEKIYHAPOIHOT0 MpoekTa «I'eHom
4eJI0BeKay, MIABHOMU LEIbI0 KOTOPOro ObLIO CO3/jaHKE MOTHON IOCIIe10BaTEeNbHOCTH
4EeJI0BEUECKOro TeHOMa U KapThl TEHOB.

O1HaKO IMOCIEeA0BATEIbBHOCTh MHOTHX Y4aCTKOB ObLIa YCTaHOBJICHA HE MMOJIHOCTLIO,
1 Y4YCHBIC IPOAOJIKAIOT UCCIICAOBAHUA, BOCIIOIHAA Hp06eJ'II:I Ha KapTeC IrcHOB.
Kaxprit pa3, Koraa rosABJISICTCS HOBas I/IH(I)OpMaIII/ISI 0 T€HOMHOM
NOCICA0BATCIIbBHOCTHU, HyMEpalus 1ap OCHOBaHHH XpOMOCOM HEMHOI'O MCHACTCA, H,
CJICA0OBATCIbHO, MOXCT CABUTATHCA HyMEpalus OTACJIbHBIX 'CHOB U Z[yl'U'IPIKaI.[HfI.

OMHOIOFOII B QULHIER J

Kaxyto HOBYO BepCHIO FeHOMa OOBIYHO Ha3hIBAIOT «cOOPKOi». HoBbIe cOOpKH
reHOMa MyOJHKYFOTCS KaXK/ble HECKOMBKO JieT. [IpenocTapnsieMast rTeHeTHIeCKas
uH(bOpMAaIKs OCHOBaHA HA CAMOM MOCIEIHEH Ha MOMEHT MPOBEICHNUS UCCIICI0BAHHS
coopke renoma yenoBeka (Genome Reference Consortium (GRC) human (h)).
Takum o6paszom, nocnenoBarenbrocth JJHK Moxer ObITh 0003Ha4deHa kak hgl9 -
TeHOM YenoBeka 19 (B reHeTHIeCKOM 3aKTF0OUCHUH OHA TAKXKE MOXKET OBITh Ha3BaHa
GRCh37), koropsblit 0611 onyosarkoBas B 2009 roxy, win hg 18, koTopsIii ObLT
omyosukoBaH B 2006 roxy. Uem meHbIe HoMep hg, TeM paHblie Oblia BhIMyIIeHa
cOopka. Hogeiinast Ha JaHHBII MOMEHT cOOpKa Oblia omyonukoBana B 2014 rony u
noyunia HazBaHue GRCh38/hg38.

OcHOBHBIE NIPOSIBJICHUSA
Kaxnpiii uenosek ¢ inv dup del 8p yHHKajeH U CTalNKUBAETCs C Pa3IMYHBIMU
npobieMaMy MEJUIIMHCKOTO XapaKkTepa U TpyAHOCTAME B pa3BuTHH. Hioke
IpeCTaBIICHBI T€ MPOSABICHUS, KOTOPBIE BCTPEUatoTCst Hanbosee 4acTo W/Wik MOTYT
CepbEe3HO MOBJIUATE Ha 3I0POBbE WM Pa3BUTHE PeOCHKA:

OrmpeneneHHas CTENIeHb 3aIep>KKU B Pa3BUTHU

OrmpeneneHHble TPYAHOCTH B 00Y4EHUH

3anepxKKa peueBoro pa3BUTHS WM OTCYTCTBHE PEUH

Hwuskuit MbIeyHbIi TOHYC (THTTOTOHNS)

AHOMAaITUH CTPOEHHUS TOJIOBHOTO MO3Ta

[Natomoruu cepana, KOTOpble OOBIYHO MPOXOAT €CTECTBEHHBIM 00pa3oM

TpynHOCTH TIpH KOPMIIEHUH

XapakTepHble BHEIITHUE YeperHO-ITHLEBbIe 0COOEHHOCTH

Hapymenns, kotopeie 00bIYHO HE TPOSBIISIOTCS PU POXKJICHUH, HO MOTYT
Pa3BUTHECS B IETCKOM BO3PACTE:

VckpuBrieHre MO3BOHOYHUKA
KonTpakTypa cycTaBoB, OrpaHHYMBAIONIAs ABUTATEIBHYIO CIIOCOOHOCTD

Jpyrue nposiBjieHust

MHOeCTBO APYruX NPOSBICHUH ObIO OMUCAHO B MEAMIIMHCKOM JINTEpaType U y
yneHoB Unique. HekoTopble M3 HUX B LIEJIOM Yallle BCTPEYAroTCsl Y JeTeH ¢
XPOMOCOMHBIMH OTKJIOHEHHSIMH, APYTUE e MOTYT OBITh HE CBSI3aHBI C
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OHMHOIOEOII U QULHAIER J

XpOMOCOMHO# maronorueid. TeM He MeHee, YIUTBIBAs TOT (DAKT, YTO OHU OITHUCAHEI Y
Ipyrux jronei ¢ inv dup del 8p, Bpad Bamrero pedeHka MOKET OOpaTHThH Ha HUX
ocoboe BHuMaHue. K HIM OTHOCSTCS:

Beicokoe / rornueckoe HEOO

AHOManuu pa3BUTHS 3yOOB

AHoManuu pa3BUTHUSA I71a3

AHOManuu pykK, HOT, KUCTEH MJIH CTOIl, BKJIIOYasi KOCONANoCTh
[TaxoBas wau mynouHas rpbbKa

HenpaBunbHoe mojoxeHne KUIeYHuKa

AHOMaIMy MOYEBBIACTUTENBHON CUCTEMBI

BpoxaeHHBIH BEIBUX WIIM HECTaOMIBHOCTH Ta300€APEHHOI0 CycTaBa
[IpexneBpeMeHHOE cpallieHre KocTel yepena
[pexneBpeMeHHOE (paHHEE) ITOJI0OBOE CO3PEBAHKE
D03uHOGUIBHBIH 330(haruT

I'MnepakTHBHOCTH U ayTUCTUYECKOE ITOBEICHHE

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

bepemMeHHOCTH M poabI

XoTs y MHOTUX OEpeMEHHOCTh NIPOTeKajIa 0e3 OCIOKHEHHH, OKOJIO OTOBHHEI
OTIPOIICHHBIX TpyHNbl Unigque coodumiy o mpobieMax B TeUEHHE 3TOro nepuoaa (B
ToM umcie, 16 u3 30 yuactaur uccnenoanus 2017-20181.).

Yamme Bcero coodmaaock 00 OTKIOHEHHSX, BBUBISIEMBIX IPH YIbTPAa3ByKOBOM
HCCIIeIOBAaHMH TUIOAA, U 3aepXKKe BHYTPHYTPOOHOr0 pa3BUTHSA IUIOAa (CHHAPOM
3anepxxku pocra miozaa (C3PIN)). Y Heckonbkux MaTepeit HaOIIOJaTiCh
KPOBOTEUEHHUS BO BpeMs OEpeMEHHOCTH, APYTHe paccKas3ajd, YTo peGeHOK Majo
LIEBEJIMIICS B yTpoOe (CHWKEHHas IBUraTebHast aKTUBHOCTD IUI0AA). Y HEKOTOPBIX
OepeMeHHBIX 0TMEYaJIOCh YBEIMYCHHOE (MHOTOBOHE) UIIH YMEHBIIICHHOE
(ManoBOAME) KOIMYECTBO OKOJOIUIOAHBIX BOA. B HEKOTOPBIX caydasx B cOCTaB
ITyIIOBUHBI BXOAMIIO TOIBKO JIBA COCY/Ia BMECTO MOJIOKEHHBIX TpeX. B HeMHOrHX
CIIy4asix HabJII0aJIOCh TTOBBIIIEHHOE apTepUalbHOE JABICHUE WIIH MTPEIKIIAMIICHSL.
VY oxHoit u3 onporeHHsIX Unique Obla 3auIKCHpoBaHa YaCTUYHAS OTCIONKA
IUTALEHTHI (OTAENEHHE TUIAEHTH OT CTEHKH MaTKH).

13
AOCOIIIOTHO HOpMaJibHas 1 310pOBas 6€p€M€HHOCTL. 'V MeHst ObLIO Ta30BOE
npeaAJIC)KaHue 10 38 Henmenn. Mbl AyMaJik, 4TO U3-3a 3TOro MOryT BO3BHUKHYTh

TPYAHOCTH, HO, B KOHIIE KOHIIOB, OHA TIEPEBEPHYIACh ¥ inv dup del 8p (pl1)
T3
[Cormacuo manaeiM Y 3U B TeueHne OEpEeMEHHOCTH | HAKOTUICHHE KHUIKOCTH B
rOJIOBHOM Mo3re, cuaapom Jpumu-Yokepa (CY), oTcyTcTBHE MO30IHCTOrO TENa,
YBEITMUEHHOE CEeP/IIe U BOMISIHKA TUToa. bruto Takoe omryrenne, OyaTo OHU Ha
kaxaoM Y 3U o0Hapy)KUBAIOT YTO-TO HOBOE. MBI OBLITH TOTOBHI K TOMY, YTO HaIleH

Jlouepy Hy>KHO OyJeT MPOBOJUTH IIYHTHPOBAHUE Cpasy MOCIE POXKJICHHUS, HO B
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UTOTe, KOT/Ia OHA POJIMIIACh, M30BITKA JKUIKOCTH B MO3T€ YK€ He ObIIO, Kak U
cunapoma Jlenau-Yokepa ¥ v dup del 8p (p11)

(11 o
CHuKeHHasl [BUraTeNbHasl aKTUBHOCTh, MaJjI0€ KOJIMYECTBO AMHUOTHYECKON
KHUJKOCTH, OOPATHBIA AUACTOIMYECKUI KPOBOTOK B apTEPUH ITYIIOBUHBL. 3ajepKKa

pocra , — inv dup del 8p (p21)

“ BepemenHoCTb nIpoTeKana 6e3 ocaokHeHuit *, — inv dup del 8p (p21)

CornacHo uccnenoBanusiM Unique, y 14 u3 44 matepeit, KoTopble paccka3ald HaM O
TIPOJOKUTENEHOCTH CBOEH OEPEMEHHOCTH, OBLIH TPEXKAEBPEMEHHBIE POIBI MEKAY
32 u 36 nenensiMu. HeckosbKo W3 HUX TakK K€ COOOIIMITH, YTO POJIBI IIPOIILIH
Ype3BbIYaliHO OBICTPO. B MenuuuHCKoii muTeparype onucan noxoxuid ciaydaid (Chen
2016).

B tpetu ciayuaeB pojbl IPOU3OILIN € IOMOIIBIO KecapeBa CeueHus (UCCIe0BaHue
2017-2018 1). OCHOBHBIMH MOKa3aHUSIMU K ONIEPATUBHBIM poJaM OBLTH Ta30BOE
npeuIeKaHue IIoja JIubo Haludue KecapeBa CEUeHUs y MaTepy B aHaMHese.
WHorna onepanuio Aenany B CBA3U C OCTOXKHEHUAMH O€peMEHHOCTH, TAKUMH KaK
MIPE3KIIAMIICHsI WK 3a/lepKKa POCTa IUIOJA.

HoBopo:xaennbie

Y GONBIIMHCTBA MIIAJICHIIEB Y)KE IPU POXKICHUH HAOJIIOAINCh ONIpEeAe/ICHHBIE
npobuiembl. Y 12 mnanenueB Unique ObLIM HAPYILICHUS IbIXaHUS, MHOTHE
HY)KAQJIUCh B HEOTJIOXKHOW KPaTKOBPEMEHHOM BEHTWIALIMH JETKHX. Y YeTBEpPBIX
OTMEYaJIOCh alHO? (SMM30/bI OCTAHOBKY JbIXaHUs, YaCTO BO BPEMsI CHa).

E1e onHoO#t cyiecTBeHHON NpoOsieMoil Oblia KenTyxa, 3aperucTpupoBanHas y 14
MJIaJICHIIeB. ¥ MHOTHX JieTell OHa Oblia TSDKENIOH, U UM TpeboBanach (ororeparnusi.
VY oiHOro MajpyMKa OTMeYasaach 3aTshKHas xKenTyxa 1o 4—6 mecsues (Santiago
2014; Unique).

12 poputeneii rpymisl Unigue TOBOPUIIH, YTO UX
HOBOPOXCHHbIE «HEOOBIYHO MAJIIOAKTUBHEIE U
CIIOKOMHBIEY. 11151 Bpaduel 3TO TPEBOXKHBIN IPU3HAK, TAK KaK
OH MOXET OBITh 00YCIIOBJICH KAaKMM-JTH0O0 3a00JIeBaHUEM.
TpyRHOCTH BCKapMIIMBAHHUS - €IlI€ OJJHA PAaCHPOCTPaHEHHAs
npobniema (cM. pasaen Kopmiienne).

[11

Kentyxa Oplia yMepeHHO BBIpaXkeHa. Y HEro OBICTPO Pa3BHIIMCH MPOOIEMEI C
JIBIXaHUEM, a I10CIIe IPHUCTYIIA allHO? Ha TPETUH JEHb JKU3HHU €ro IepeBeln Ha
HCKYCCTBEHHYIO BEHTUIISIIIHIO Jierkux ~, — inv dup del 8p (p11)

“ Jlerkas ¢dopma xentyxu. HecMoTpst Ha TO, 9TO OH MaJICHBKUH % OH 37I0pPOBBINA"™,
— inv dup del 8p (p11)

“V Hero Gbuia YMEpeHHas JKeNTyxa, KOTopas He TpeOoBaja JeueHns. Y MeHs ObLTH
€CTEeCTBEHHBIC POJIBI, U OLIEHKA 10 mrkaixe Anrapa Oputa 10 Ha TepBO U MATOM
MUHYTE )XU3HHU. ET0 IMOJIOXKMIM B OTHETICHHEe HHTCHCUBHON TEPATiK sl KOHTPOIIS
3a ero TEMIEpaTypoi Tena, ypoBHEM caxapa M ycBoeHueM nuiy. OH mposexan B
OT/IEJICHUM TIOYTH TPH JIHS, a 3aTeM ObUT BeIlMcaH aoMoi™, — inv Dup Del 8p (p11)

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



OHMHOIOEOII U QULHAIER J

[
Korma on pOoanJICA, OH IJIaKaJl IOYTH 6633By‘{H0. Mama YKJIaabIBaJIa pe6eHKa B
KOJIBIOEIIb pAaOM CO cBOCH KpOBAaThblo, 4yTOOKI CIIBIIIATEL ero. OHa 4acTo ciaeauia 3a
€ro AbIXaHUEM U 3aMcvalia, KaK OH IMepecTaBajl AbIIAaTh, a 3aTCM KAaJHO I'I0TaI

BO371yX *, — inv dup del 8p (p12)

“ Wenryxa nporexana Tsukeno. [IpuMepHO 2 Hee/ T Mbl IIONB30BAIICH AMNAPATOM
L :
st pororepanuu foma , — inv dup del 8p (p21)

dusnueckoe pa3sBuTuce
VY OoJBpIIMHCTBA HOBOPOXKJEHHBIX BEC OBUT HOPMAJIBbHBIM WIIM HEMHOT'O HIDKE
HOPMBI.

Cpenuuii Bec npu poxaeHuu y miaaeniieB Unigue ¢ inv dup del 8p coctasisit 2,92
kr (ot 1,42 xr 1o 4,2 kr). CambIii MaleHbKHI BeC ObLT Y HEJJOHOIICHHBIX JIETEH.

TpyaHOCTH ITpU KOPMIIEHUH B TIEPBBIE MECSIIBI )KU3HH MOT'YT MIPUBECTH K
3aMeIEHHOMY Habopy Macchl Tejla OTHOCUTENBHO pocTa. [1o cioBam poauTenet,
INpUMEPHO ABE TPETH MiaaeHIeB Unique (COracHO UCCleOBaHuUIO - 17 u3 29)
UMEJH 33IePIKKY pPOCTa, 1O OOJIBIIEH YacTH JIETKYIO HJIH yMEPEHHYI0. 3a4acTyio y
JieTeil HeBBICOKUI POCT, a BeC HHXKe HOPMBI. TOJIBKO Y HEKOTOPBIX JETeH POCT U BecC
orepexaer cpeHue nokasaTenu ast ux Bo3pacra (Taylor 1977; Mitchell 1994; de
Die-Smulders 1995; Masuda 2002; Vermeesch 2003; Hand 2010; Unique).

Kopmiienue
TpyaHOCTH ITpU KOPMIICHUH B PAHHEM BO3PACTE BO3HUKAIHN MPAKTUYECKU Y BCEX
nereit Unique.

V GOJIBIIMHCTBA OHU OBLITH MPEOIOIMMBIMU U KPATKOBPEMEHHBIMH, OIHAKO B
HEKOTOPBIX CIIydasix IPHOOpETatd XpPOHHIECKUil XapaKkTep, TpeOOBaI JCUCHHS 1
MPHUBOAWIN K CEPbE3HBIM HapyIICHHIM. [Ipo6iIeMbl CO BCKapMIIMBaHHEM
HEOOXOMMO pelaTh Kak MOXKHO paHbIiie, 0OPaTHBIIKCH K KBATU(QUIMPOBAHHOMY
CIIELUATUCTY 10 BCKAPMIIUBAHUIO.

MHorue MaTepy IbITAIUCH KOPMHUTH IPYIbIO, HO B OOJNBIIMHCTBE CIIy4aeB IETH He
MOTIJIM IPaBUIIBHO 3aXBATUTh IPY/b, OBUTH CIHIIKOM BSUIBIMH, OBICTPO YTOMJISUIUCE,
HE UMEJIH COCaTeNIbHOro pedJiekca 1 ObUTH HECTTIOCOOHBI K OJHOBPEMEHHOMY
COCaHHIO, TJIOTAHUIO U AbIXaHHUI0. HekoTopbIM MaTepsam yzxasanocr; KOpMI/ITL
TPYIBIO, OAHAKO U B 9TUX CIy4asiX y IeTel HaOIroaanach
HemocTaToYHas mpudaBka Beca. [lo meHbIeit mepe, 15
JeTsM 13 rpynnbl Unigue TPUXOIMIOCH 00€CTIeurBaTh
MMUTaHUE depe3 HazoracTpanbHei 3007 (HI'3), koTopsrit
YCTaHaBIIMBAJICS Yepe3 HOC B IKEITYHOK (B OXHOM U3
CITy4aeB — IOCIIE TOMBITKH KOPMIJICHHS ITPH ITOMOIIH
oporactpansHoro 30a1a (OI'3), mpoxozsmero yepe3 poT B
KENYIOK). B mrectu cimydasx nmaranne BpeMEHHO
OCYIIECTBIISUIOCH € HCTIOIBb30BaHHEM I'aCTPOCTOMBI, Yepe3
KOTOPYIO TIHIIA MONajana HanpsIMyIo B xeryaok. KopmiieHne oJHOro u3 jerei
OCYIIECTBIISIIOCH TOCPEICTBOM TaCTPOCIOHOCTOMBI (KaK M 0OBIYHAs racTpOCTOMA,
TpyOKa HoMeIanach B MOJOCTh XKETyIKa, HO BBOAUMAs NI, MUHYS )KEITy 0K,
MOCTYTIaJa HETTIOCPEACTBEHHO B TOHKYIO KUIIIKY IT0 MaJICHBKOH TPyOOUKe).
HexoTopbiM AeTsIM 30HI0BOE MMUTaHNE TPeOOBAIOCH OoJiee AITUTEIFHOE BPeMS.
BonbImmHCTBO MiTaIeHIIeB KOPMIIIMCH Y€pPe3 COCKY, OJHAKO JIETH C KOPOTKON
Y3IEUKOH sA3bIKa (KOTra A3bIK (PHKCHPYETCs CKIIAAKOM TKaHH KO JTHY POTOBOM
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TTOJIOCTH ), PACIIeTHHON HEOA WITH TOTUIESCKUM HEOOM HYKITAIHCh B CIICIIHATHHBIX
MIPUCTIOCOOIEHUSX T KOPMIICHUS (TaKUX KakK MOWIBHUK XaOepMaHa), u, 1Mo
MEHbIIEH Mepe, B OJTHOM U3 CIy4aeB MNPEANOUYTUTEIbHBIM BAPUAHTOM 0Ka3ajoch
rpyaHoe BckapminBaHue. OHAKO U3-3a TOTrO, YTO MJIAJICHIIBI 4acTO JaBATCH,
KalUIIOT ¥ 3aXJ1eOBIBAIOTCS, JasKe BCKApMIIMBaHUE YePe3 COCKY MOXKET OKa3aThCs
3aTPYAHUTEIHHBIM. B OOJBIMMHCTBE CITydaeB Mepexo]] OT OYTHUIOYKH K TIOMIEHUKY C
MSITKMM HOCHKOM WJIM KOPMJIEHUIO T'YyCTBIMH CMECSMHU MPU MOMOIIH JIOKKH
MIPOUCXOIUII C 3aJIEP’KKON, MHOTHE JIETH JOCTUTAINA ATOT'0 dTara TOJIbKO K 6-12
TOAaM.

Y 3HaYMTENHHOrO YNCIIa MJIaJCHIIEB HaOIoaascs pedIIIoKC, TP KOTOPOM
MIPOMCXOJIUIT YACTHIH M HEKOHTPOJIUPYEMBI 00paTHBIN 3a0pOC COAEPIKMMOTO U3
JKeJTy/IKa B MUIIEBOA. B OTIeNnbHBIX cydasx oH ObUT BRIPa)KEHHBIM U TIPHUBOIUI K
ractpoa3odareansHoit pedurrokcHol 0one3nn (I'DPB). ¥V rpynHbeix nereit
CYIIECTBYET OIACHOCTH MOMNAaJIaHuUs! )KUIKOCTH, TIHIIH U CIIOHBI B JIbIXaTeIbHbIC
myTH Wi né€rkue (acnupanus). Y HEKOTOPBIX JeTel pedIrtoke OblT HACTOIBKO
BbIPpAXXCHHBIM, YTO ITPUBOANT K )]ed)I/ILII/ITy BECa Ha MPOTSHKECHUN MHOTUX MECALICB.
CyliecTByeT MHOKECTBO IIPOCTHIX CIIOCOOOB OOPBOBI ¢ pEdIIIOKCOM, B TOM YHCIIE
KOpMJIEHHE peOeHKa B 1103€ MOIYJIekKa U HCIONIb30BaHHE KPOBATH C MPUTIOIHITHIM
u3ronoBbeM. KpoMe Toro, nevanuii Bpad MOXKET MOPEKOMEH/I0BaTh MPUMEHEHHE
NHIIEBBIX 3aryCTUTENICH U NPENnaparos, MPEMsSTCTBYIOIINX 3a0pOCY CONEPKUMOT0
JKENyJKa U HeNTpalu3yroluXx BO3AeUCTBUE KUCIOTHI Ha MuUIeBo. B cinyuasx, korga
NOO0HBIE MEpPBl HEOCTATOUHbI, CKOPPEKTUPOBATH PAOOTY MUIIEBOJHOIO
cUHKTEpa MOXKET Oepalus 1Moj] Ha3BaHHeM (QYHIOILIMKALNS, KaK 3TO ObLIO
CHENIaHO Yy Tpoux Aerei u3 rpynnsl Unique. JJlanHas onepanys 3aKi04aercs B
00epThIBaHUM KOHIIA NTUIIEBOA BEPXHEH 4acThIO XKelyaKa, KOTopas HOJIIMBACTCS K
nueBony. ORHOBPEMEHHO C 3TUM CY)KaeTcs MUIIEBOJHOE OTBEPCTHE quadparmbl.
Heckonbkum nersiv u3 rpymisl Unigue ObUT TIOCTaBIIeH AUATHO3 D03UHOPHIBHBINA
930(harut, CAMITOMBI KOTOPOTO CXOXKH € Pe(IIIOKCOM, OTHAKO HE KYIHPYIOTCS
aHTUPEIIOKCHBIMU TIpenapaTaMu (cy. paszaen Do3uHo(UIbHBIN 230(aruT).

“ JKenynouHslid 30HA YCTaHOBJIEH Y HEro ¢ poxaeHus. Kpome toro, y Hero
nuarnoctupoBaiu ['OPB (ractposzodareanbayto peuitokcHy0 00J1€3Hb), U OH J10
CHX TIOp NMPUHUMAET IpernapaTsl B HeOonpmmx n03ax. Obcyxaanach BO3MOKHOCTh
YCTaHOBKH T'aCTPOCTOMBI, HO BPA4X TIOCYMUTAIIH, YTO MPH BCEX COITYTCTBYIOIINX
poGJieMax co 30POBbEM TaKas Oreparys OyIeT Al HETO CINIIKOM

PUCKOBaHHOU T dup del 8p (pl1), 15 ner

“ Emy 6b110 TPY/IHO 3aXBATHIBAT IPY/Ib IPH KOPMICHHH, HO TIOMOTIH HACAKH [T
cockoB. [lepBbIe YeThIpe THS KU3HHU €ro KOPMHIIM Yepe3 Ha30racTpajibHBIA 30H,
9TOOBI OH HE TPATUJI CIMIIKOM MHOT'O SHEPTHH IIPU COCAHUH, HO KaK TOJBKO OH
Hay4dHyICs cocaTh IPpyab U OyTBUIOUKY, 30H ynanwin. KopMuTs npuxoamioch
9acTo, IIOTOMY YTO BECUJI OH MaJIo M B TEYEHHE MEPBOro To/1a JKU3HH HaOUpas Maccy

Tella MeIUICHHO *, — inv dup del 8p (p11), 2 ronma

“ C xopmuteHmem y Hee He GBLTO COBEPIICHHO HUKAKUX TPOOIEM — IepBBIE
TOJIT0/1a KOPMUITH TOIIBKO TPYABIO ¥ inv dup del 8p (pl1), 3 rona

“ KopmuTh rpy/pio GbLIO TPOIIE, YeM CMECh0 13 OyThiTouky. Heckombko pas Hac

ToCenan KOHCYJAbTAHT 10 TPYIHOMY BCKApMIIMBAHUIO M B3BEIIMBAJ €TI0 BO BPEMs
KOpPMJICHHSI, HA KOTOPOE YXO/MIIO 10 45 MUHYT — CTOJIBKO TPEeOOBAIIOCh, YTOOBI
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CKOPMHTH XOTsI 061 60—90 MJ1, TOTOMY YTO OH OBICTPO YTOMIISIICS.
MBI ycnenHo npo1oikaiy rpyiHOe BCKapMIIMBaHKUE 10 OJHOTO
ro/ia BOCBMHU MECSIIIEB, ITOCJIE Yero HaOII0JaBIINi HaC
TacTPOIHTEPOIOT HOPEKOMEHI0BAT OTKA3aThCsl OT FPYJHOTO
BCKapMJIMBaHUS U3-3a pedirokca 1 MeJUICHHOro Habopa Beca.
MeHe kaxkercsl, 3T0 ObLIO HEe caMOe yJIadHOe PEIICHUE: eMy H0-

IIPEXKHEMY CII0KHO eCTh 1 JKHAKYIO, ¥ TBEPAYIO THILY °, — inv
dup del 8p (pl1)

“ B niepBbie MecsIIbI KHU3HH, KOTA COBEPIIAIIHCH [OMBITKH 19 mecsnes
YBEITUUUTH 00BEM MUTAHMS, OHA CTpajaia ot pedurokca. B

TIOJTYTO/IOBAJIOM BO3pacTe MojTydalia TOJIOBUHY CYyTOYHOH HOPMBI 38 HOUb TIPH
ITOMOIIY TIOMIIBI, YTO TIOIILTO €i Ha TOJb3Y, U Havaja HaOupaTh Bec. B MATh JIeT u
OJIH Mecs1| IepeHecia (yHIotumKanyio mo Hucceny, onepanws yinydimia ee
cocrosiHre. Mama jkaJieer, 4To He pelniiach Ha 3To paHblie. B Bo3pacre necsitu et
BCC CIIC MUTACTCS Yepe3 racTpOCTOMY, TIoJIydasi TPH BBEICHUS ITUINHU B JIcHb. [1pu

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

“B paHHEM BO3pACTE UCIBITHIBAIA CEPHE3HBIE TPYAHOCTH P IVIOTAHUHU U
cocanuu. Kpome Toro, y Hee ObLT CHIIBHBIM PE(IIIOKC U MMIOPOCTEHO3, U3-3a YEro
COJIEPIKUMOE XKEJTY/IKa HE YCIIeBAJIO MEPEXOUTh JUlsl TOr0, 4TOObI 00ecrieunBaTh
HeoOxouMoe ycBoeHue nuiy. Tpu paza oHa BibIXalia XKHJKOCTb B JIETKUE (JBa)Ibl
— M3 HOJIOCTH PTa M OJMH pa3 U3 30H[a), JaBUIACh U MIepecTaBaia Ablmath. Eil
NOTpe0OBaIach CepACHHO-IErOYHAs peaHUMaNus, U y Hee eCTh HeOOoIbIIne
MPU3HAKH [IOPa’KeHUs TOJIOBHOI'O MO3ra (BO3MOXKHO, M3-3a HEXBATKH Kuciaopozaa). B
BO3pacTe ABYX JICT IIEPEHECIa YCTAaHOBKY ['ACTPOCTOMBI, (DyHIOITHKALHIO 110
Hucceny 1 muiopoMHOTOMHIO, YTO ITOMOIJIO CIIPABUTHCS € PEIIIOKCOM U
TPYAHOCTSAMH IPH ITI0TaHUU. B Tpu roza ractpocromy ynanwiu. B Hacrosmee
BpeMsl, B BO3pACTE IISTH JIET, OHA HE MOYKET CaMOCTOSITENFHO TIEePeKEBBIBATD IHILLY,

TITAETCs TONMBKO MPOIYKTAMH B BHJE TOPE U MBET U3 HENPOIHBANKH *, — inv dup
del 8p (p11)

“ IMonauamy o BRINISIET COBEPIICHHO 30pOBEIM peberKoM. CITYCTs YeThIpe THS
TI0CIIe POXKICHUS OH IOMajl B OOJIBHHMILY, IOTOMY YTO HE MOT €CTh U OBbUI OYeHb
ociaben. [lepBrie ISATH HEENb €ro KOPMIJIN Yepe3 Ha30racTpaibHbIH 30HA. B
OJIMH U3 JIHEH, K YUBIICHNIO POAUTENECH, OH CAMOCTOATENIFHO BBITALINI 30H] U
HAyaJl eCcTh, KAaK OOBIYHBII HOBOPOXKACHHBIH pedeHok. Ceifyac OH muTaercs
CHELNAIBHBIMI MOJIOYHBIMU CMECSIMH. B Bo3pacTe 0fHOT0 rojia YeThIpeX MECSIEB
OH HE MOXKET €CTh TBEP/IYIO IHIIY, HO EMY OYEHb HPaBHUTCSI COCATh CBOM MAJIbIIbI.

Emy Ha3HaueHa KOHCYIbTANUS JETCKOTO HYTPHUIINOIIOTa ¥ v dup del 8p (p12)

“ Ona CTpajana OT KOJIUK U pedIoKca, OTIIy4eHHUE OT TPYIHOTO BCKapMITHBAHHUS
MIPOXOMIMIIO OYEHB TspKeno. OHa MMOCTOSHHO JABWIIACH TIPOTEPTOMN THIICH 1
PETYISpHO CPBITHUBaNA, IMOKA HE TIOCTHUTIIAa TOA0BAIOT0 Bo3pacTa. Ham He
MTOHA00MITUCH 30HBI Ui tuTanus. Jleurmn «[ eBUCKOHOMY» W KpaHHATHHOM

ocreonarueii >, — inv dup del 8p (p21), 4 rona

BonbmmHCTBO 1eTelt NCHBITHIBAIN TPYAHOCTH ITPH JKEBaHWHU 1 M30eranu TBepaoil n

HeW3MeNbYeHHOH muiiy. MHOTrHe, He3aBUCHMO OT BO3PAacTa, MOTJIa yIoTpeOsTh

TOJBKO MPOTEPTYIO muTy. [is pa3zperieHns mof00HbIX TPYIHOCTEH ceMbe JOJKHA

OBITH MPeUIOXKEeHA IIOMOIIb HPrOTEPAIeBTa HIIH JIOTOIe/a, HO BEITMKa BEPOSITHOCTh
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TOr'0, 4TO PallOH pebeHKa OYIeT COCTOSTh B OCHOBHOM M3 MIOpeoOpa3Hoil numm. B
psine ciydaeB AeTH Ooliee CTapIIero BO3pacTa u B3POCIble MPEAMOYHTAIIH ableBOS
KOPMIIEHHE ¥ KOPMJICHHE U3 JIOKKH C TIOCTOPOHHEH MTOMOIIBIO.

Hersam 6e3 XpOMOCOMHBIX OTKJIOHEHHH TPOIecC KOPMIIEHHSI, KaK MPaBuiIo,
JOCTaBJIAET YIOBOIbCTBUE. Y NETEH, C pAHHETO BO3PACTa CTAIKHUBAIOILUXCS C
TPYAHOCTAMU IIPU KOPMJIEHHUH, 3TOT OIBIT MOXET MIPOBOLUPOBATH CTPECCOBYIO
peaxIyIo, U Y HEKOTOPBIX U3 T€X, KTO B paHHEM BO3pacTe UMel TPYAHOCTU IpU
TJIOTaHUH, TIEPEKEBBIBAHUH WY WK pedIroke, (OopMUpyeTcs: OTBpaIlleHHe K
nuie. PekoMenayercst IpoKOHCYJIBTUPOBATHCSA C BAILIUM JICUAIlUM BpadoM WU
JIOTOIIEZIOM WJIW TIEANATPOM I10 MOBOJTY CTICIIMATN3UPOBAHHBIX JI€YEOHBIX
YUYPEKIACHUH, KOTOPbIE CMOT'YT OKa3aTh MOMOIIb B CUTYaLUsIX, KOTIa peOeHOK
OTKa3bIBA€TCs OT ITUIIU, HECMOTPS Ha TO, YTO (PU3MUECKU CIIOCOOEH €CTh.

JleTH ¢ XpOMOCOMHBIMH OTKJIOHEHUSIMU YACTO CTPAJIAIOT OT 3aI0pOB, KOTOPhIE
yCYryOJSIFOTCS HU3KUM MBIIIEYHBIM TOHYCOM, OTHOCHTEIBHON MAJIONOIBHXKHOCTHIO
U HEJOCTATOYHBIM 00HEMOM MOTPEOIIAEMOM MUK U KUIKOCTH. 32 HEKOTOPBIMU
HCKIIFOYCHUAMU, 3TO HC 6BIJ'IO BBI3BAHO IIATOJIOTUsIMH KHIICYHHKA, TEM HC MCHEC,
OOJBILIMHCTBO JieTel u3 rpynnbl Unique peryispHO NPUHUMANH TIpenapaThl s
cMsiraeHus cryia («MOBUKOI») W/HITH CTUMYIISIIAKA IEPUCTAIBTUKY KHIIIEYHUKA
(«Jlaktynosza» u «Cennay). [TonOop MHIUBHIyaIbHON TUETHI TAKKE MOXKET MTOUTH
Ha 1onb3y. [1pu 0coO0EHHO CHIBHO BBIPRKEHHBIX CUMIITOMAaX
peKOMCHleCTCH IMPUMCHAITH KJIIM3MBI.

“ Ham ouens momoriu KOHCYJbTallMU HyTpuumosora. Teneps,
9TOOBI CLIPABUTHCS € 3aIIOPaMH, MBI KOPPEKTHpYyeM aueTy. Ee
PAIMOH COCTOUT TOJIBKO U3 MIOPEOOPa3HON MHIIH, HO MBI
TaKxKe J00aBIIsAEM U3MEIbUCHHbIE MTPOAYKTHI C BBICOKUM
COZIEpYKaHUEM KJIETUYATKH, YTOOBI MOJIEP)KUBATD PEryJISIPHBII
CTYJI, U 3TO 3HAUUTENILHO MOBIMSIIO HA €€ 00IIee COCTOSIHUE
3/10pOBbs U pekUM cHa. OHa €CT MPOTEPTYIO JTOMAIIHIOO
ALY ¥ ©KeTHEBHO MPUHUMaET cradurensHoe. Peduroke

BBUICUIIIN XUPYPIHUCCKUM TIyTeM , — inv dup del 8 11), 5 et
pyp yr p p

7 net

“ Ecmu emma He HapesaHa, OHa He MOXET ee JkeBaTh i naButcs. Eie oHa He ymeer
HOPMAaJIbHO OTKYCBIBaTh Kycku. Celfuac oHa cTaplile 1 HE eCT ONpe/IelICHHbIE
MIPOIYKTHI M JJaXKe OTKa3bIBaeTcst OT HUX. Celiuac Mbl HE TIEPEXKHUBAEM, TaK Kak OHA
CaMOCTOSITETIHHO MPUCIIOCA0INBACTCS K CUTYALlNH, OJJHAKO BCE €Ille HEPBHUYAET,
Korza jaButcs. HeBposorndeckue HapymeHns IPUBOIAT K ITpodiieMam ¢
KUIIEYHUKOM: M3-32 OTCYTCTBHSI HEOOXOIMMOI0 HEPBHOT'O CUTHAJIA OHA HE MOKET
CaMOCTOSITETIBHO OITOPOKHATH KUIIEUHHK, TO3ATOMY MPUXOIUTCS UCIIOJIb30BATh

MeTUIHMHCKHE cBeur -, — inv dup del 8p (p21), 16 mer

Buemnnii Bujg

PoxuTenu MOryT 3aMeTHTb CXOACTBO MEXIY HX PEOSHKOM M APYTHMH JETBMH C inv

dup del 8p.

BremrHOCTE Kak10ro peOeHKa HHANBUAAYATbHA, U TIOOBIE TUCMOP(PIIECKIe

(HeoObIUHBIE) YEpPTHI JIUIA MOTYT OBITh €71Ba 3aMETHBI, HO THITMYHBIE BKIIOYAIOT B

ce0s1: BBICOKHMH, OKPYTJIBIH, BRICTYIAIONIMH JIOO; KPYIJIOe MIIH KBaJpaTHOE JIUIIO;

B3JIEpPHYTHIA HOC; TOHKYIO BEPXHIOIO T'yOY MM OTTONBIPEHHYIO HIDKHIONO T'Y0Y;

HEOOJBIIYI0 HI)KHIOIO YEITIOCTh, KOTOpasi Y HEKOTOPBIX JIeTeH MOXKET OBITh

MaJIEHbKOH (MUKPOTHATHS) W/MIM CMEIIEHHOH Ha3a/ (peTpOTHATHsI); 3a0CTPEHHBIA
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OHMHOIOEOII U QULHAIER J

11000PO/IOK; 1 OOJBIINE YN HEOOBIYHON (GOPMBI. Y HEKOTOPHIX JeTel OTMEUEHBI
LIMPOKO IMOCAKEHHBIE [J1a3a, ¥ HHOTJIa BHYTPEHHUI yroi I1a3a MpUKpbIBaeT KOXKHas
ckiajka (3nuKanTyc). Hekoropble n3 3THX 4epT JIMIa MOTyT OBITh HE3aMETHBI IIPU
POXAEHUH, HO IPOSIBJIIOTCS B T€UEHUE NEPBOro rojia >ku3HU. YacTo y B3poCibIX
OHU CTAHOBSITCSA MEHEe SIPKO BBIPaKEHHBIMH.

Y MHOrux nereit cyxue, BbIOIMECS BOJIOCH], KOTOpPBIE PENCIOT Y BUCKOB. HexkoTopsie
POIUTENN OTMEYAIOT, YTO Y UX JIeTel OYeHb YyBCTBUTEINIbHAS KOXa, a Y YaCTH U3
HUX — U30BITOYHBIN POCT BOJIOC Ha Tele.

Taxoke y nereit 00bIYHO KOPOTKAsI IIesl, [UTMHHAS BEPXHsIsSI YacTh Tea, Xyble
KOHEUYHOCTH U MaJIeHbKHE KUCTH PYK C JJIMHHBIMM KOHUYECKUMH TajibliaMu. B
HEKOTOPBIX MYOIUKAIMAX OTMEYEHO, UTO TAKHUE YEPThI PEXKE BCTPEUAIOTCS Y JTHOICH
¢ mo3zamyHo# inv dup del 8p (Barber 1994; de Die-Smulders 1995; Vermeesch 2003;
Hand 2010; Unique).

Pa3BuTuHe: yMeHue cuaeTh, IBUTaThCH, XOAUTH
(KpynHasi MOTOPHKA)

OOBIYHO, IETH UMEIOT 3aJIePKKY B IPUOOPETEHUH TaKUX
HaBBbIKOB KaK CHOCO6HOCTB JACPXKaATh I'0JIOBY WIH CUACTH, XOTs
OTMEYaeTCsl IIMPOKHIA pa3dopOC B BO3pacTe OCBOCHHUS HABBIKOB
KPYITHOW MOTOPHUKH (CM. HHXKE).

Bce neru, Bowenmue B uccienosanue Unique (29/29) nmenn
OIpeJIeTIeHHYIO CTENeHb 3aep KKu pa3BUTHA. OHAKO
OOJBLIMHCTBO JIETel OT paHHEro BO3pacTa A0 MIIaJIIero
IIKOJIEHOTO BO3PACTa MOTJIM POXOAUTH HEOOIBILINE PACCTOSHUS
C MIOAZIEP)KKOI U BCIIOMOTaTeNIbHBIMH CPEACTBAMH, HAIPHMED, IIMHAMH, XOLYHKaMH,
WM B ClIeNMaIbHOM 00yBH. Ha ynuile MHOrHe 1oib30BalyuCch HHBAIUIHBIMU
KOJIICKaMH, B TOM YHMCJIE BO B3pOciIoM Bo3pacte. [Ipu nombeme/crycke ¢ JeCTHHLIBI
nomorainy nepuia. Kak MUHUMYM, oJJHA IeBOYKA HOCHJIA JTaHKPOBBIHA
KOMIIPECCHOHHBIA KOCTIOM, KOTOPBII1 00JIeryal nepeBKeHHe.

Kak npaBwuio, y aereit Unique ObuH poOJIeMBI C yIepKUBaHUeM OanaHca u
HapylIeHHe KOOPAUHALIUY, TPYAHOCTH C KOHTPOJIEM BepXHEH 4acTH Tena He
TMO3BOJISUTA MM TIONI3aTh. Y HUX M3MEHYMBBIN MBIIICUHBII TOHYC, U3-3a YEr0 MHOTHE
HE MOTLJIU JIOJIT'O CUACTh WK CTOATH 03 MOCTOPOHHEH MoMOIIH. DTH 0COOEHHOCTH
pasBurust ipu inv dup del 8p onmcansl kak y cemeii wieHoB Unique, Tak U B
MenunuHckoi aureparype (Guo 1995; Vermeesch 2003; Garcia-Santiago 2015;
Unique). s

Onbit Unique mokasal, 4To IeTH OOBIYHO HAYMHAIH YJIbI0aThCs :
Mexnay | u 6 MecsiaMu; mepeBOpadnBaTHCS - MEXITY 2 MECSIIaMA
1 3 TogaMu; CHIETh - MeXAY 9 Mecsnamu 1 3,5 TonaMu; Toi3aTh -
MEXIY 9 MecsiiaMu U 3 TofaMu, XOTs Yallle OHM He TON3alH, a
MePEMEIIAINCH B MOJIOKEHUHU CUJISl WM NIEPEKATHIBAINCH; XOAUTb,
OOBIYHO C YBEH-THOO0 TOMOIIBI0, OHM HAYMHAIH MeXay 1,5 u 5
rogamu. Hajo oTMeTHTh, 9TO J€TH MOTYT HE JJOCTUTHYThH KaKOro-
00 M3 ITHX ITAMOB PA3BUTHS, TUOO MPONTH UX HAMHOTO TIO3XKE.
B ocHoBe 3T0l OrpaHMYEHHON MOABMKHOCTH — COYETAHUE
MBIIIEYHOH cTa00CTH/BSIIOCTH (THIIOTOHUHN) U UPE3MEPHOTO
HATSDKEHUS CKEJIEeTHBIX MBI, CKopee BCEro, THITOTOHHS
0c00EHHO BJIHSCT Ha BEPXHIOIO YACTh TYIOBHUINA BHIIIIE ITOACA Y
nereii ¢ inv dup del 8p, u3-3a 4ero BOSHUKAIOT CIIOKHOCTH C




yIepKaHHuEeM TOJIOKEHUs! TYIOBHIIA. [ NTIOTOHMST OOBIIHO
YMEHBIIAETCS B CTApIIEM AETCKOM BO3pacTe, HO HE MCYE3aeT
noaHoCcThI0. Co BpeMeHeM y AeTell MOXKET pa3BUThCS
IIPOTrPECCUPYIOIIEE MOBBIIIEHHE MBIIIEYHOTO TOHYCa
(THrepToHyc) B HOrax M TYrono/IBUKHOCTD B CycTaBax.
Msuorum Tpedyercs (pu3ndecKas Teparis, HHOTIa B BOJIe
(BomHast hm3mueckas Teparus), a TAKXKe MacCHBHAS PacTsDKKa,
YTOOBI OCTABATHCS KAK MOXKHO Oostee rOKiMuU. Hexotopeie
poauTeny oTMeTIN 3()(HEKTUBHOCTh MaHyaIbHON TEpaIyy.

Oxkono onHOM yeTBepTu poauteneit Unique pacckasany, 9To y
UX JeTel OTMEYaJIHCh HENPOU3BOJIbHBIEC MBIIIICUHbIE
cokpamieHus (cria3msr). VX BbI3bIBaeT MOBBIICHHBIN
MBILIEYHBIN TOHYC. Kak MUHMMYM, B OZTHOM M3 CIIy4aeB OHU
YCWIMIIHMCH ¢ Bo3pacToM. HesHauuTenbHble ciazMbl Y 20-J1eTHEH >KeHIITMHBI
yIaBaJIOCh KYIIMPOBATh C MOMOIIBIO JISKApCTB.

2 rona 5 MmecsieB

y HeKOTOpBIX }leTeﬁ OTMECYAJIOCh HATSIXKCHUC CyXO)KI/IJ'[I/Iﬁ B OGHaCTI/I TOJICHOCTOITHBIX
cycraBoB. B aToM ciydae HE0OX0MMO HEOOBINOE XUPYPTHUECKOE BMEIIATEBCTBO.
XoTst HaOMIoIeHNE 33 B3POCIIBIME MOKA3bIBAET, YTO MPOOIeMa MOXKET
BO300OHOBUTBHCS | MOCIIE OMEPaIK. Y HEKOTOPHIX JETel Oojiee cTapiiero Bo3pacra
ObLTa OTMEUEHA MOTEPs ABUraTeIbHBIX HaBBIKOB (Gorinati 1991; Barber 1994; de
Die-Smulders 1995; Masuda 2002; Garcia-Santiago 2015, Unigue).

“ Ona MoXeT cHIeTh 0YCHB HEIOMTO (MAKCHMYM, OJHY MHHYTY), €CIIH €€ [0CA/HTb.
Ho cama oHa cectb He MoxkeT. OHa MOXKET NIEPEKaTUThLCsI Ha OOK, HO HE Cpa3sy.
Heckonbko pa3 oHa Iajiana Bliepe]| 1 3aTeM He MOrjla BEpHYThCS B IIPEIKHIOI0
no3uIMio 0e3 nocropoHuelt nomouu. OHa mosy4dana GU3NIECKYIO TEPaIIio ¢
NEePBBIX HEJEIb KHU3HHU, dIProTeparuio — ¢ 6 mecsiieB. OHa y)Ke XOIUT B IIKOJY, HO

710 CHX Top 3aHEMaercs , — inv dup del 8p (p11), 8 et

“ Oma MorITa mepeKaTHIBATHCS H CHIETH CAMOCTOATENTBHO B 9 MECAIIEB, e
niepBbIe maru B 1 rox 9 mecanes. Eif HUKOraa He HpaBWIOCH MMOJ3aTh. braromaps
npo¢ecCHOHAILHON IIOMOIIN OHAa CMOIJIA CAMOCTOSITENIBHO BCTATh C MOJa, KOoraa el
Ob110 UeTbIpe roaa. Tenepb oHa MOXKET XOJUTh B ITOXO/IbI JaXKe B TOPHOU
MecTHOCTU. Takke OHa yMeeT OeraTh, HO ee CTHIb Oera He uneaneH. OHa OYeHb

cutbHas o, — inv dup del 8p (p11), 9 met

[11
OHa Hayaja CUZIeTh B BO3PACTE OKOJIO YETHIPEX JIET, HO
HEJIONTO U3-3a CIOKHOCTEH ¢ KOHTpoeM MBI, OOBIHO

OHa TOIBKO IIEPEKATHIBAIACK C OHOrO GOKA Ha APYroW
— inv dup del 8p (p11), 8 met

“c POXICHUSI U JIO TPEX MECSIIEB OH PEJIKO HICBEITUIT
HOTaMM, HUKOTa He OOITal UMHU U He TOJHUMAaI ux. B 1
TOJ ¥ 3 MecsiIia OH Hayvajl CHIETh, a B 1,5 roma — monsarh,
B 2,5 — XOAWTh, HO, €CITH HOTU OOJIENH, OH MPEATOINTAT
nos3arh. XOTs OH YMEET XOJIUTh, OH ObICTPO YCTAET, U Y
Hero npobiieMbl ¢ KoopauHaied. OH 4acTo XOIUT Ha
LBIIIOYKAX, OCOOCHHO KOT/la CUIIbHO BO30Yy i /eH. [IpaBas -
YacTh €ro Teja HaMHOrO ciabee JIEBOi, OHa MPOrudaeTcs u 6 et
Bosountcst. C BO3pacToOM MOSIBUIIACH CIIA00CTh (KaK MPH PACCESTHHOM CKIIEPO3e) U
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YCTaJIOCTb, ¥ OH C TPYJOM MOXKET XOJIHUTh. B BepxHei yacTu Tena
y HEero TUHOTOHMS (TUIEYH, PYKU B TOPC KaKyTCsl O4CHb
ciabbIMH), a B CTOMNAX, TOJIEHOCTOITHBIX U KOJICHHBIX CycTaBax —
TOHYC 1oBbIeH. OH MocemaeT YacTHOr0 (PU3NIECKOro
TepareBTa pa3 B HEJENIO U MIKOJIBHOIO - JIBa Pa3a B HEZEIIIO.
Taroke y Hero ObIIM CeaHChl THITHOTepanuu ¢ 9 mecsiues 10 10
JIET, OHH OKa3aJld caMoe 0JIarOTBOPHOE BIMSHHE Ha €ro X0Ab0Y,

pedb U CeHCOpHBIE HAaBBIKH *, — inv dup del 8p (p12), 13 ner

[ 1R ES
Ei1 661 1 Tom 1 3 Mecsina, Korja oHa cjienaia repBble [ark, a B IMIEeCTh JIET OHa
Oeraer, psiraer Ha OatyTe, 03 MpobOIeM MOAHUMAETCA U CIIyCKAeTCs I10 JECTHHLIE.
< 9 :
OHa o4YeHb SHEpPruyHasi, XOTs MPOrpecc U MeuieHHbId —, — inv dup del 8p (p12),
6 mer.

'V mameii 1ouepu GITO MHOTO IPOGIIEM, HAYMHAS C 3a6ONEBAHIS CEP/La,
3aKaHYUBAS CyJOPOKHBIM CHHIPOMOM, YTO ITPHUBEJIO K TIOBPEKICHUIO FOJIOBHOTO
Mosra. OueHb MHOTO pa3 el MPUXOANIIOCh HaYMHATh cHavaina. OHa He mpekpaiiaia
OOpOThCS U TEMEPb yMEET CaUTHCSI CAMOCTOSITEIbHO. EjKeTHEBHO OHA 3aHUMAETCS C

SProTepaneBToOM H (H3MUCCKUM TepaneBToM —, — inv dup del 8p (p21), 8 ner

(17
OHa elrie He XOJUT CAMOCTOSITENTBHO, HO YMEET MON3aTh M XO/UTh, IepiKa 3a TaJell
1L .
KOr0-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 UIPbI C MSYOM. Y Hero GbLIH IPOBIEMBI ¢ KOOPMHALMET ) — inv
dup del 8p (p21)

“V Hee Bcerna GbuH poOJIEMBI C JIBUTATEIbHON aKTUBHOCTHIO. OHa HaydHIIach
nepeKaThIBajach B MONTOa, MOTIIa CHIeTh B BozpacTte 10 mecaies, monsana B 1 rox
u 2 mecsna u xoamia B 1 rox u 8 MecsreB. MaHya bHBIN TepaneBT 04€Hb ITOMOT —
«BsUIBII» peOCHOK Haydmicsi XOAuTh 3a 4 Mecsiia. C BBIHOCIMBOCTBIO OOJIbIIHE

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

[T
Omna ymena KaTtaTbCs Ha TPEXKOJIECHOM BeJocuresie ¢ 3,5 ner. B neBsaTh et ona
KaTajxach Ha B3POCIOM TPEXKOJIECHOM BEIIOCHIIC/IC 1, XOTSI €€ pAaBHOBECHE

YIIY4IIAIOC, OHA BCE PABHO PEry/IspHO magama », — inv dup del 8p (Mosanunas
topma)
PasBurTHe: koopanHanus u padora pyk (MeJKass MOTOPUKA)

B OonpimHCTBE CiTydaeB y aereld HaOMIogaeTcst 3a1epKKa Pa3BUTHS MEITKON
MOTOPHUKH U 3pUTEIBHO-MOTOPHON KOOPAWHAIUH.

ITomoOHBIE HAaBBIKM HEOOXOIUMBI JUIs TOTO, YTOOBI, HATIPHMED, IepiKaTh OyTHUIOUKY
WJIN CTOJIOBBIE ITPUOOPHI, UTPaTh C HTPYIIKAMH WIN 3aCTETMBATh OACKTY. MHOTHE
POAWTENH 3aMEYaIH, YTO X JETAM TPYIHO JUTHTENBHO YIEP>KUBAThH IIPEIMETHI.
Hekotopble 1eTH HEOXOTHO paboTalli pyKaMH HJIH IPESAIOYHTAIH XBaTaTh
TIpeAMETHI ABYMsI nanbiiaMu. [1o MEHEHHIO poauTenei, IpUIUHAME TaKHUX
TPYIHOCTEH SIBISIOTCS TUIIEPMOOMIBHOCT CYCTaBOB B MANBIAX KUCTEH, THITOTOHHS
1 aHOMAJINH Pa3BHUTHA KUCTeH pyK (cM. «Kuctr u ctonb»). T (haKkTOpsl MEIIaroT
HAy4UTHCS IepKaTh OyTHUIOUKY, a MO3XKe — MPHOOPHI, OTYETO MIIAJACHIIAM H ICTAM
TpebyeTcsi MOMOIIb ITPY KOPMJIEHHH HA NPOTSDKEHUH JUINTELHOTO BPEMEHH.
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C BO3pacTOM HaBBIKH MEJIKOW MOTOPUKH MOTYT YAYYIINTHCS,
HO OOBIYHO JIETH, OIPOCTKH M B3POCIIBIC HE MOT'YT
CIIPABJIATHCS C PYTHHHBIMU 33J]aHUASIMHU O€3 MOCTOPOHHEH
MOMOIIH. 3eCh MOXKET MOMOYb PaHHEE HAYall0 3ProTeparnum
JUTSE CTUMYITSAIIH pabothl pyk (Unique).
“ Ona ymeer nox6upaTh GOIBIIIE HIPYIIKA U
MePeKIIaIbIBaTh UX U3 OHOM PYKHU B APYTyH0. JIepKHUT OHA UX
KPEIKO, HO BBIMYCKATh MPEAMETHI U3 pyK eil TpyaHo. C
KOOp/MHALHEH y Hee 04eHb II0Xo *, — inv dup del 8p (pl1), =
8 ner —
(17

Mernkas MOTOpHKA y Hee cTpajaet. M3-3a
THIEPMOOMIIBHOCTH €€ PYKU BCEr/Ia CXKATHI U MATBIIbI
WCKPHUBJICHBL. JIa0HM BCera CMOTPSIT BHU3, U €i TPYIHO
TOBEpHYTh HX HaBepX —, — inv dup del 8p (p11), 5 ner

(13 o
B nerckom cajy €€ HaydHIIH ecTh, UCTIONBb3YsI BIIKY/HOX M JIOKKY. EcT oHa cama,
HO XJ1e0, MSICO | T. JI. MBI BCET/Ia PEXKEM Ha MEJKHUE KYCOYKH, YTOOBI OHA HE

L .
noaaswiaack , — inv dup del 8p (pl1), 9 et
(13 o o
HaBbiku Menkoi MOTOPUKHU YITYyUIIAOTCA, HO MHUCATh 6yKBI)I €U I10Ka CJIOXKHO.
Hexoropbie OyKBbI OHa MOYXKET MTUCATh, KAK U PUCOBATh (DUTYPBI, HO TOJIBKO OYEHb
L :
6omnbinue. [Tonb3oBaThes HOXKHULAMHE erie yuumest , — inv dup del 8p (p11), 5 ner

(13
B 1 rox 1 9MecsitieB, MOXKET XJIONATh B JIAJIONIN U TSAHYThCS 3a urpyiikamu. Ooe
L :
CTOpPOHBI TeJia paboTalOT OJIMHAKOBO U OJJHOBpeMeHHO , — inv dup del 8p (p11)

“ B cBoM monTOpa TO/1a OYEHH XOPOIIO KOOPIAHHHPYET PYKH H BJIAICET IUITKOBBIM
3axBatom ), — inv dup del 8p (p11), 1,5 rona

“ Kapanzarmamu u CTOTOBBIME TIPHOOPAMH BIAJEET C TPYIOM, YACTHUHO H3-32
CIIACTHYHOCTH, JaCTHYHO M3-3a MBIIIEUHOM crnaboctr *, — inv dup del 8p (p12), 13
ner

“V Hee TPYIHOCTHU C MEJIKOM MOTOPUKOM: HE MOXKET MUCATh, 3aCTETUBATH U
paccTeruBaTh IYTOBHUIBI M MOJTHAYM U UTPATh C IIPeIMETaMU
cioxkHoit popmer >, — inv dup del 8p (p21), 4 roxa

“ Ona crioco6Ha JIepIKaTh U OpOCaTh MPEJAMETHI, HO HE YMEeT
prcoats >, — inv dup del 8p (p21), 8 ner

(17 o
XJomaeT B JIafOMIH, IUICIIETCS B BAaHHOM, TSHETCS 3a

TIpE/IMETAMH ¥ TIepEKITaIbIBAET UX U3 PYKH B PYKY ) — inv
dup del 8p (p21), 1 rog u 10 mecsmeB

Cnoco0HOCTH K 00y4CHH IO

O65b1ynHO feTsM ¢ inv dup del 8p npu 00ydeHnn TpeOyeTcs TOMOIIb, 3a4acTyI0 —
HeMaas.

Tonbko y HEKOTOPBIX JIeTeil OTMEYaloTcsl yMEpEeHHbIE TPYIHOCTH B 00ydeHnu. Kak
npaBmiIo, et ¢ inv dup del 8p cTankuBaroTCs ¢ cepbe3HBIMH TPYAHOCTSIMH B
o0y4ennn. EcTh ocHOBaHMS MoJaraTh, 9TO y MAIMEHTOB ¢ HEOOIBIIUMHA
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JOYIUTMKAIUSIMA YT MO3auIIM3MOM, HAPYIICHHUS MOTYT OBITh HE TaK CEpbe3HBI, KaK
y aereii ¢ bonee kpynubMu aymukanusiMu (Fisch 2011; Garcia-Santiago 2015;
Unique).
Hexoropsie u3 nereit Unique cMOTIIN HAy9IUThCSl CYUTATh, PUCOBATH, YUTATB,
TIOJTb30BATHCS [PKOWCTHKOM, KIIaBUATYPOI WIIK IIAHIIETOM, a O/IHA IEBOYKA CEMH
JIET C TIOMOIIBIO aJIaNITUBHBIX TEXHOJIOTUI Hadalla yYUThCS MTUCATh MPOCTHIE CIOBA.
Jpyrue netu He CMOTJIM OBJIAJIETh BCEMH HIIM TIOYTH BCEMU M3 STHX HaBBIKOB.
[outu Bce poauTeNy 3aMevay, 4To UX AETH MEUICHHO 00Y4YaroTCsi HOBBIM
HaBBIKaM. MHOTHE CYHTAIOT, YTO CIIOCOOHOCTh K OOYUYEHHUIO Y HX JIETeH C BO3PACTOM
BO3pOCIIa, Ipyrue yTBEPXKIAIOT, YTO Y UX JIETeH B ONpeeJIeHHbI MOMEHT 3Ta
CHOCOOHOCTH OCTAaETCs Ha OTHOM YPOBHE, 8 B HEKOTOPBIX CIIydasx Jake HIET Ha
craj.
HexoTopbie geTH 10 IIKONBI XOAWIIN B OOBIYHBIE IETCKUE CaJIb
VI SICJTW, MHOTJa TIOCeliasi IporpaMMbl paHHEro
BMemarenserBa. CoriaacHo HHpOpMaIyu, CoOpaHHOW y ceMei
P Unique, MpUCTYNHB K MKOJLHOMY 00pa3oBaHuI0, OOJIBITMHCTBO
‘ JIeTeH JTydllle BCEro CIpaBIisiioch B YCIOBUSIX,
HPHUCIIOCOOJICHHBIX U1 YYEHUKOB ¢ OCOOBIMHU NMOTPEOHOCTAMH:
‘h 100 B CIIENUANIBHBIX TPYINAX WX HA WHAUBHYaTbHBIX
& 3aHATHAX B 00IIC00pa30BaTEIBHOM MIKOJIE, THOO B
CrieLMaI3upOBaHHON 11KojIe. HekoTophle YUeHHKH 1MO3Ke Mepelni U3
CrHeLUaT3uPOBAaHHON IIKOJIBI B 0011Ie00pa3oBaTenbHyto. Heckonbko nereit
00y4Jasuch Ha JIOMY.

HexkoTopbie poxuren 0COOCHHO MOAYCPKUBAIH, YTO UX JETCH OYCHb BAXKHO
COLMATFHOE B3aUMOJICHCTBHE B ILIKOJIC, OHM HaXOAWIH OOIICHHE C POBECHUKAMH H
YUUTEISIMU YPE3BBIYANHO 10J1e3HbIM. HeKoTopbIe yBepsiin, 9TO UX peOCHKY OYCHb
TIOJIE3HO OBLIO OOLIATHCS CO CBOUMH «OOBIYHBIMIY POBECHHKAMU HIIH OpaThsiMu/
CecTpaMH B CTAHAAPTHOU HIKOIBHOM 00CTAHOBKE, XOTs ObI Ha HEKOTOPBIX 3aHSTHAX
win Ha nepemeHax. OIHaKo 3T0 OBUTO BO3MOXKHO HE [UTS BCEX JCTEH.

Poxurtenn oTMedanu CXOMHBIE CUIIBHBIC CTOPOHBI CBOUX JETel, HOMOTaroIiie UM B
yu€he: OHU CTPEeMSATCS U MOT'YT OOILATHCS C APYTUMH, 00JI1a/Ial0T YyBCTBOM FOMOpA,
JFOOOMBITCTBOM U LIEIEYCTPEMIICHHOCTEIO. B 11e110M, OHK G0ITbIIIe CTPEMSATCS
B3aMMO/ICHCTBOBATS C JIFOJBMH, a He ¢ npeameramu. HekoTopsie metu Jiro0mm
MY3BIKY — OCOOEHHO XOpOIIO Y HUX IOIY4aIoCh [IETh, TO3TOMY MM IMOJIE3HA
My3bIKaIbHAs TEPAIHs; OMHH PEOCHOK, HMEIOLINI
BBIP)KCHHBIC HAPYILICHHSI, MEI B XOpE.

PanHee BMeIIaTenbCTBO MO3BOMSAET YAYUIINTh BHUIMAaHNE
Y BOCIIPUUMYHBOCTH peOCHKa, a 9TOOBI yAepKaTh
TIOTy9eHHBIE HaBBIKH, TPEOYIOTCS peryiIsipHbIE,
TIOCIJIEIOBATENIFHBIE €KEAHEBHbIE WITH €XKEHEIEIbHbIC
3aaaTus. B BemmkoOpuranun pa3zpabaTeiBaeTcs
WHIMBHUIYaJIbHBIN TUIaH 00pa30BaHMUs, MEIUIIUHCKOTO
obcyxxuBanus u cormansHoi noanepxku (EHC) mocne
TIPOBEICHUS COOTBETCTBYIOIIEH OIIEHKH IMOTPEOHOCTEH
pebeHka. JlaHHBIN TOKYMEHT, UIMEIOIINH IOPHANIECKYIO
CHITy, TapaHTUPYET MPEAOCTaBICHHE TIOMOIITH B cdepe
00pa3zoBaHusl, MEUIIMHCKOI'0 OOCTYKUBaHUS U
COLMATILHON TIOIZIEP’KKH B COOTBETCTBHUH C ITOTPEOHOCTSIMH peOeHKa (paHee AeTsM,
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UCIBITHIBAIOIIUM TPYIHOCTH B O0YYEHHH, BBIABAIOCH CBUAETEIHCTBO 00 0COOBIX
oOpa3oBatenbHbIX IOTpeOHOCTAX). Ha caiite Unique B pazaene npakTHYECKHe
PYKOBOJICTBA JIJIsl CEMEN MOXKHO 03HAKOMHTBCSI C OT/ICSIbHO BBIIEICHHBIM
pykoBoacTBoM «O6pazoBanue» (Nevin 1990; Yenamendra 1999; Masuda 2002;
Hand 2010; Vermeesch 2003; Fisch 2011; Garcia-Santiago 2015; Unique).

“ Hama 1096 HCITBITBIBACT CEPHE3HBIE TPYAHOCTH B 00yueHny. CHAYANA OHA XOIUIA
B CIELMAIM3UPOBAHHBIN JETCKHH caJl U HAYaJbHYIO MIKOJY, TIOTOM TOCIIe
JUTUTEIILHBIX TIEPErOBOPOB HAM YIAJIOCh YCTPOUTH €€ B 00111e00pa3oBaTeIbHYO
cpeaHiolo 1mKory. VHKIT03us B 00111e00pa3oBaTenbHYIO KOy C MHIUBHIYaJILHON
TIO/I/IEPIKKOM J]ajla OUYeHb XOPOILNE PE3YJIbTATHI - ICUXMYECKOE COCTOSIHUE JI0Uepr
yayqnuiock. K Tomy ke, TaM el IpUXoIuiIoch U3ydaTh Topas o OobIIe pa3HbIX
MIPEZIMETOB, YTO MOJIOKUTEIHHO TIOBJIMSUIO Ha €€ CIIOBAPHBIN 3arac U My3bIKaJbHbIC
cniocooHocTH. C 16-11€T OHA 00y4aeTcs Ha JOMY I10 OTAEIbHO (PUHAHCHPYEMOM
WHJIMBH/yalIbHOH yueOHOM porpaMme. DTO MOATrOTOBUIIO €€ K Mepexo/y BO
B3pociyto xku3Hb. [Iporpamma EHC yxe 3akoHuMIach, U 104b Mepelia Bo

B3POCIIBIE CITY)KOBI ¥ — inv dup del 8p (p11), 22 roxa, BenukoGpuranus

o HameMy CbIHY 11 JIET, HO €TI0 YPOBCHb IICUXHUYECKOI'O pa3sBUTUS COOTBECTCTBYET
NIPpUMEPHO ABYM I'OJ1aM. OH TTOCTOSIHHO HaXOJUTCA B COIPOBOXIACHUU JIMYHOT'O
yuurensi. CbIH X011 B OOBIYHBIN IETCKUH Cajl, @ B TIOJTOTOBUTEILHOM KJlacce JiBa
JTHSI TIPOBOJTAJT B MECTHOMN 00I11c00pa30BaTEeILHON IIKOJIC U TPHU JHSI — B
CIeLHAIN3UPOBAHHON ILIKOJIE [UIS IeTel ¢ OrpaHUMYEeHHBIMH (PM3HYECKUMU
BO3MOXHOCTSAMH. Bclo Hezeno ¢ HUM B 00enX IIKOIaX IMOCTOSHHO MpeObIBall
JIMYHBIA yauTesb. Bo BTopoM Kiiacce KOJIM4YecTBO JHEH B 0011e00pa3oBaTenbHOM
IIKOJIE COKPATIWJIOCH /10 OJTHOTO B HEJIENIO; K IIIECTOMY KJIACCy ChIH ITPOBOAMII TaM
JIBa Yaca B HEZEIIO, Iocelast O0LIeCTBEHHbIC MEPONPUATHSA U PU3KYIBTYpY. B
00meo0pa3oBaTeNbHON MIKOJIE K HAM OYeHb XOPOIIO OTHOCHIINCH U COCTABIISIIN
pacnucaHue TakiuM 00pa3oM, YTOObI HeaKaleMUUeCKUe 3aHATHS IPUXOAUINCH Ha
JIeHb, KOT/1a Halll ChIH ITOcelal mKoxy. Moil COBET BceM: COCTaBbTE ONTHMAIbHYIO
nporpammy EHC. Ipu aToMm Oy/ibTe Kak MOXKHO TOuHEe B (POPMYJIMPOBKaX U
TpeOOoBaHuUsIX, 00pAIAWTECh 32 IOPUANIECKON MTOMOIIBI0. BpiOupast 1mikoiy,
CTapalTech MBICIUTh HENpeB3aTo. [loMecTHB chiHA B []BE IIKOJIbI, B TOM YHCIIE B
001eo0pa3oBaTeNIbHYI0, MbI TIOMOTJIH €My 3aBECTH JpY3eil 13 OKPYTH, OCeIaTh
LIKOJTy BMECTE C OpaThsIMU, & MbI IOYYBCTBOBAJIM ce0st 00bIUHOMN cembeil. B
CIICLMATM3UPOBAHHON IIKOJIE OTPAOATHIBAINCH U 3aKPEIUISUINCh HABBIKU U 3HAHMS,
NOJTy4eHHBIE B 0011e00pa3oBaTenbHOM mKone. [loHagamy chIH MOKa3bIBal HEIUIOXHE
YCIIEXH, HO IIPUMEPHO C IISITH JIET €ro ClIOCOOHOCTH OCTAIOTCS Ha OHOM U TOM K€
ypoBHe. CyIecCTBEHHOTO IIPOrpecca ¢ TeX Hop He ObLIO, HO 51 CYUTAI0, YTO KaK
JMYHOCTH OH pa3BUBaeTcs. Pu3nudecKas Tepanus moMoraia, HoO Ha ero ICHXHIECKoe

v o 1 :
pa3BHTHE JTy4llle BCEro MOBJIUsIIA IPTOTEPAIHs C CEHCOPHOU MHTEerpaluei —, — inv
dup del 8p (pl1), 11 met, Benmukobpuranus

“ B npomutom rofy oHa BMecTe ¢ GpaThSME M CECTPAMH TOIIIIA B
obmreobpa3oBarenbHyto mKoTy. OHA MHOTOE Y3HAET, TIPOBOJSA BPEMsl C APYTUMHU
netbMH. Ee criocoOHOCTH K 00y4eHHIO MEJUIEHHO, HO TTOCTEIIEHHO YITyqIIaoTCs B
Kax10¥ cepe xu3HH. [lepBoe BpeMst 104b XOIiiIa B CIEUATN3UPOBAHHBIE Ca/TUK 1
IIKOJTY, 9TO OBIJIO OYEHb BaXKHO: TaM OHA HaYYMJIaCh Pa3roBapuBaTh, €CTh U ITUTh
CaMOoCTOATENBHO. B mporiom roxy oHa momuia B 001eo0pa3oBaTeIbHYIO HIKOITY.
JIBa yuuTens 3aHUMAIOTCS C HEH U €lle C OTHUM MalbuUKOM, Y KOTOpOro ayrusM. Eil
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OmnbiT onHOM cembu u3 CIIIA B cucreme 00pa3oBaHusl...

“ Pambme Hama 104p J1. mOCeIIANA HCKITIOYHTE/IBHO CHICLHATH3HPOBAHHbIC YIeOHbIC
3aBeneHus. C 3TOro rofa OHa XOIHUT Ha HEIOJIHBIH IeHb B OOBIYHBIN JETCKUI CaJl HA YPOKH
MaTeMaTHKH, YTeHHs 1 miucbMa. OHa Jydiie Bcero BOCIPUHAMAaET HHGOPMALIHIO Ha CITYX,
MO3TOMY TECTHPOBaHHMS U 00YYEeHHE TOJDKHBI IIPOBOJUTHCS B YCTHO#H (opme. Eii TpynHO
BOCIIPHHIMATh HOBYIO HH(OpMAIHIo BH3yansHo. OHa JII0OUT 3a1aHusI, KOTOPBIE BKIIOUAIOT
YTeHHe/TIMCEMO/ IN(PHI /OYKBEI, HO HE JIFOOUT 3aHATHS HA MEIIKYIO MOTOPHKY U HE JIFOOUT
urpars ¢ urpynkamu. OHa Taxoke BCeT/ia TOTOBa IIOMOYb TOMY, O KOM OHa 3a00THTCS.
M1 xuBeM B CIIIA, v nomy4InTh HHAMBUTYaIbHBIA YIeOHBIH IUIaH HE COCTABIIIO OONBIIOro
Tpyza. OnHako OBLIO HE TaK MPOCTO JOOHUTHCS TOr0, YTOOBI STOT IUIAH YYUTHIBAI HE TOIBKO
aKa/JIeMAIECKHe, HO ¥ IIPAaKTUYECKHe 1€, U 9To05! JI. OblTa 3a/1eficTBOBaHa B IPOrpaMMe,
KoTOpas Obl CTUMYIHMpPOBaJia e 00ydeHHe. Y Hee XOpollee yMCTBEHHOE Pa3BUTHE, HO C
(bHU3UYECKIM 3/10pPOBbEM €CTh IPo0eMbl. OHAa OUEHb XOPOIIO CO BCEM CIIPABIISIETCS, €CIIH
YUYUTBIBAIOTCS €€ (hU3MIEeCKHe OCOOCHHOCTH (CEHCOPHBIE H ABUTATENIbHBIC HAPYIICHHS), 1,
KaK TOJIbKO OHA OBJIaJIela CHCTEMOM OOIEHH s, Mbl OHSIIH, YTO €€ MO3HaBATEIbHbIE
CIocOOHOCTH TOpa3io OolbIIe, YeM HaM Ka3anoch. XoTs JI. He MOXeT mucaTh/pucoBaTh
pyKam¥, OHa HadaJia MCIIONB30BaTh CIICIMANBHBIN KapaHAAI JUlsl MIChMa (CIyCTs HeJlelo
ToCIIe TOT0, KaK el HCIOHUIIOCH ceMb). B mepBblii pa3, korna JI. ero ncnonb3osana, oHa
Harcasnsa cBoe uMs. Terepb OHa yMeeT MUcaTh CBOE MMsl, «MaMa/Tara» 1 HECKOIbKO APYruX
npocThIX ci10B. OHA TaKKe Y3HAET AHU HEZIEIH, L[BETa, YacTO YHOTpeOseMble CI0Ba, U(PbI
1 OykBbl. OHa Tak)Ke MPOCHUT BKIIIOYATh IECHHU, KOTOPbIE XOUYET MOCIYIIAaTh, BEIOUpAst HX 10
nepBoi OykBe.
MBbI O4€Hb CTapalIiCh JOOUTHCS TOTO, YTOOBI yUUTEIs HCIOIb30BAH B KJIACCE €€ CUCTEMY
obmeHns. Mbl Takke He pa3 00paIlaIich K YaCTHBIM IICHXOTEPaIeBTaM, YT0Ob! HalTH
BCIIOMOTaTeIbHbIE TEXHOIOTHH, KOTOPbIE TT03BOMMIH Obl JI. y4acTBOBAaTH B OOBIYHBIX
o0pazoBaTeNnbHbIX MeponpusATHAX. OHa cMOryIa MHOTOro OCTHYb Olarofaps Tomy, 4To
celfuac OHa MOXKET OOLIaThCs. B IIKoIe OHA HYXKIaeTCst B OCTOSIHHON NMOMOIIM B OOILEHHH,
obecrieyeHnH ee 6e30MacCHOCTH, a TAKKE B OBCEJHEBHBIX IIENax.
CnocobHocTH JI. kK 00y4eHHI0 o BpeMeHeM pa3Buiiich. Kornma oHa Obli1a peOeHKOM, OHa,
Ka3aJI0ch, OTKJI0Yaiack. DToro 6oiblue He npoucxoauT. Ham taxoke ObUIO TpyIHO
OIIPENEINTb, YTo JI. OHsIA WK YTO OCBOMIIA, IOKA OHA HE Hayalia OOIIAThCS MPH HOMOLIH
Junamuaeckoro Jucruiest (PODD). Kpome Toro, moka eit He ycTaHOBHIJIM FaCTPOCTOMY, Y Hee
ObLT He00Op Beca. MbI 3aMETHIIN OTPOMHBIE YCIIEXHU B y4eOe TOIbKO MOCIE ro/ia XOPOIIEro
nuTaHus 0e3 onepanuii: OHa HayqHIach XOPOIIO XOAUTh M Hayajla COCPEA0TauylBaThCs Ha
Ipyrux Bemax. K Tomy ke, eif O4eHb MOBE3JIO € YUUTEIsIMU. B HacTosIuii MOMEHT Yy Hee
HaOJII0JaeTCsl PHIBOK B OOYUSHHUHM: OHA JENIAeT YCIeXH BO BCeX obnacTsx. S qymaro, Bce
Onarozapsi TOMy, 4TO HaM HAKOHEL[-TO YAAJIOCh HANTH MOIXOASIIME Ul Hee CIIOCO0bI
00y4YeHHS, U TO, YTO OHA MOXKET OOIIATHCS C HAMH, U YTO OHA (hH3UYECKU 30POBA.
JI. oueHp OOLIUTEIIBHA U, OTBJIEKASCH HA MPOOJIEMBI CO 3710POBLEM, MEIIAET CBOUM
OJIHOKJIACCHUKAM. MbI HaJieeMcsl, YTO B HOBOM ILIKOJIE, I/Ie A€TH HEe HACTOIBKO OCTPO
pearupyroT Ha HOJOOHbIE BEIH, OHA CMOXET JIY4Ile COCPEJOTOYUTHCA.
duzuyeckas Teparus, IPOBOAUMAs C YETBIPEX MECALIEB 10 HACTOAIIEE BPEMsl, 3HAUHTEIbHO
nomoria JI. yKpenuTh Teo U Hayquia ee MpaBIIbHO MM MOJIb30BaThes. OHa OYEeHb He XOoTela
OTCTaBaTh OT CBOMX OpaTheB, H s MOJAralo, 4TO MMEHHO PEIIMMOCTD 3aCTaBHIIa €€ Ha4yaTh
XOUTh. MBI HACTOSITEJILHO PEKOMEHIyeM HAHTH YUUTeNs, KOTOPBIi NpH Toa4e y4eOHOro
MaTepuaa 3a/IeiiCTBOBaI Obl 3pUTEBbHYIO Chepy U Haydria Obl Balero pedeHKa MpaBUiIbHO
OIpEeeNATh BET/KOHTpAcT/pa3mep u T.1. [logoOHbIe 3aHsATHS, MpoBoAKUMBIE ¢ 1 1-MecsaHOro
BO3pacTa, 3HAUMTEIBHO YIyqnniy 3peHue JI. PaHbple oHa He ymMerna ClieIiuTh 3a IpeaMeTaMu
WM HAXOJWTh MX; TEIIeph OHA MPEKPACHO BUAUT IPEAMETHI, KOTOPBIE €if HHTCPECHBI.
Oprorepanus aist JI. — camast mpobnemHast 061acTs. Eit oHa MpocTo HEMHTEpecHa, U IOTOMY
OHa HE XOYET CTapaThCs. DProTepareBTy MPUILIOCh HCKATh HEOPAUHAPHBIE CIIOCOOBI, YTOOBI
HAy4UTh €€ HEOOXOAMMBIM HaBBIKaM, IIOTOMY YTO OHA OTKa3bIBACTCS UTPATh C UTPYIIKAMH.
Mys3bika Takke O9€Hb IIOMOTJIa B aKaJleMAYecKoM 00ydeHnu JI. ¥ B yCTaHOBJICHUH CBS3EH
MEX/Ty Pa3InIHBIMEA HaBBIKAMU ¥ v dup del 8 (p11) — 7 et
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JEHCTBUTEIHHO HPABUTCS XOAHUTH B OJTHY LIKOIY ¢ OpaToM U
CecTpoil — OHa OEXUT K HUM, KaK TOJIBKO BUANT X B
IIKOJIFHOM JIBOpE. M UM TO)Ke HPaBHUTCS YUUTHCS C HEH B OJHOU
mkose. K Tomy ke, oHa MHOTOMY Hay4niach y Jpyrux JieTeil.
OHa 3aHMMaeTcsi CIOPTOM, HCKYCCTBOM U MY3BIKOH BMECTE C
pebsitamu cBoero Bo3pacra. S gymaro, Bc€ 3T0 el OueHb

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

“ B 13 ner ncuxuueckoe pa3BUTHE HAILIETO ChIHA
COOTBETCTBYET IMPUMEPHO TISITH TogaM. OH yMeeT YUTaTh
MPOCTHIE CIIOBA, U, KAYKETCs, YTEHUE HECTOXKHBIX TEKCTOB
JIOCTaBJISIET €MY YIOBOJILCTBUE, HO EMY TSDKEIO JIaeTCst
MaTeMaTHKa, ¥ HeT BUAMMBIX YCIIEXOB B OCBOCHUU JPYTUX MpenMeToB. Harn cein
YUYUTCSI [I0 UHAUBUAYAJILHOMY YUCOHOMY IUIAHY, TIOJIY4UTh KOTOPBIN OBLIO
[MOHAYAJTy OYCHB CJIOKHO. MBI TaK)Ke XOTENH, YTOOBI OH TOTYYasl IIOCTOSTHHYIO
WH/IMBUAYAIBHYIO IOMOIIb, i 3TO CTOMJIO HAM OrPOMHBIX ycriuid. OH yIHJICS 110
porpaMMe paHHEro Pa3BUTHUS JCTEH B BO3PACTE OT TPEX [0 IISITH JIET U B TCUCHHE
JIBYX JIET 10 MPOrpaMMe PaHHEro BMEIIAaTeIbCTBA B IETCKOM cafy. C mepBoro
KJ1acca U 1o HacTosiiee BpeMsi (7 Kllacc) Halll CbIH YUUTCS 110 TporpaMmme 00ydeHHst
JKM3HEHHBIM HaBBIKaM, M OH MPOJIOJDKHUT 3TO 00yYEHHe JI0 cTapiieil mkoibl. Bo Bcex
YUPEKICHUSIX OH MOTy4Yall MOCTOSTHHYIO MHAMBUAYaJIbHYIO TOMOIIb. B pamkax 3Toii
IporpamMMbl 00y4eHHe TIPOXOJUT B OT/ICIILHOM KJIAcCe B 3JIaHUH IOCY/IaPCTBEHHON
mikosibl. C TeYeHHEM BPEMEHH €ro CriocOOHOCTH K OOYUSHHUIO TaK U HE M3MEHMIIHCH.
Ho o npomen pa3nuynabie BUABI TEPAN, BKIIOYas THITHOTEPAIINIO, YTO

TOOKHTENBHO CKA3a/I0Ch HA €0 PEUH, XOIbOE i CEHCOPHOM PasBUTHH ) — inv
dup del 8p (p12), 13 ner, CLHA

“ Oma HCTIBITBIBACT CEPhE3HBIE TPYIHOCTH MPH OOYUCHHH: €€ ICHXHUIECKOE
pa3BHUTHE COOTBETCTBYET NPHOIM3UTENBHO IECTH FOaM, HO OHa BCE ellle HaXOIHUTCs
Ha P-ypoBHe [epedeHs onmucaHuil, MPUHATHIX JJIS 3aTUCH JOCTIKCHHUN, YIAIUXCS C
0co0bIME 00pazoBatenbHbIMU OTpeOHOCTIME (SEN)]. DTO 3HAUMT, 4TO MHOT /1A €
CIIOCOOHOCTH MOTYT HE COOTBETCTBOBATh BO3PACTY, U B OMOLMOHAJIBHOM IUIaHE OHA
JIOCTHUTJIa IPUMEpPHO Is1Tu JieT. OHAa HE yMeeT pUcoBaTh, YUTATh U MHCATh, HO MOXKET
MIPOBO/INTD KapaH/AIIOM IO MPAMBIM JIMHKSAM. OHa Hay4Innach BKJIOYATh U
BBIKJIIOYATh CBET, KOTa €i ObLIO OKOJIO IISITH JIET.

[Ipu momyaenuu nporpammsl EHC (EHCP) He BO3HUKIIO OCOOBIX TPYIHOCTEH, HO 5
XOPOIIO MTOHUMaJIa 3TOT MPOLECC U MOTJIa KOHTPOJIUPOBATh, YTO BCE HIAET KaK HAJO.
51 Bcerma mpeabsABIAI0 KOHKPETHBIC M YETKHE, a He 0000IIICHHBIE TPEOOBAHMIS.
[Tonauany oHa roceiana OObIYHBIN IETCKUH CaJl, HO TaK KaK TaM HE YYUTHIBAIUCH
ee MoTpeOHOCTH B O0OyUEeHNH, OHA TTOIIIA B CIEUATN3UPOBAHHBIN JETCKUH cal 1
crana HaOIromaThes y psifa creruanicToB. Celidac oHa TOMBPKO HAUMHACT 00yUeHHE
B CIICIMATBEHOM YUPEXKICHUH [T TeX, KTO crapiie 16 ger. OHa BceMy MOXKET
HAYYIHUTHCS, HO eif HYy)KHO OombIre BpeMeHH. Eciu et koM(opTHO U CITOKOITHO, OHa
MOJKET JienaTh yerexu B yuebe. Ceifgac ee moTpeOHOCTH IOHIMAIOT, M OHA
qyBCTBYET ceOs1 KoM(opTHEe, TO3TOMY OHA 3alIOMHUHAET ropas o OoJbIIe
nHpopmanuu. OHa TOBOIBLHO cOOOpa3UTEIbHAS, U Y HEe XOpOIIast 0T OBpEeMEHHas
aMsITh. TONBKO MPoOIeMbl ¢ KOMMYHHMKAITUEH MHOT A 3aMEIIISIIOT TIPOIiecc

06yquHﬂ”, — inv dup del 8p (p21), 16 ner, BenukoOpuranus
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OHMHOIOEOII U QULHAIER J

Peunb u o01mieHue

Heru ¢ inv dup del 8p UMErOT BBIPAXXEHHYIO 33ICPIKKY PEUEBOrO PA3BUTHS HUITH
OTCYTCTBHUE PEUH, OJTHAKO OOBIYHO OHH XOPOIIIO B3aUMOCHCTBYIOT C OKPyXKAIOIIHMHU.
HexoTopble aeTi NpOM3HOCUIN CBOU MEPBHIE CIIOBA B BO3PACTE OT JBYX 0 TPEX JIET,
TOrJia KaKk y APYyrux Habmroaanack 0ojiee 3HaUUTENIbHAS 3a]IEPXKKA, a MHOTHE TaK U
HE HAYUHAJIHM TOBOPUTH. DTO OTMEUECHO KaK B MEIUIIUHCKON JIUTEPATYpPE, TaK U
cpemu nereii Unique (Guo 1995; Hand 2010; Fisch 2011; Garcia-Santiago 2015;
Akkurt 2017; Unique).

B Tex ciywasix, koraa pedb Bce e pa3BUBAETCA, I€TH OOBIYHO HCIOJIB3YIOT
OT/ZIeJIbHBIE CII0BA, (hpa3bl U3 IBYX WM TPEX CIIOB U UHOTA Oolee JUIMHHbBIE
MIPE/ITIOKEHHST; B 3aBUCUMOCTH OT 00CTOSITENTLCTB MOT'YT MCIIOIB30BaTh BCE BMECTE.
Ponurenu pacckazanu Ham, 4TO Ha Pa3BUTHE PEUU UX PEOCHKA TTOBIHSLII LIEJIBIN st
(haxTopoB, B TOM YHCIIE UX SMOLUOHAIBHOE COCTOSHUE, TPYAHOCTH ¢ 00paboTKOil
nH(popMaNUK U COCTaBIIEHHEM OTBeTa. Yalle BCEro JeTsM TPYAHO MPOU3HOCHTH
3BYKH Y€TKO U pa300p4nBO, YTO MOXKET OCIIOKHUTH B3aUMOJCHCTBHE C
HezHakoMIaMu. OnHa ceMbs rpymisl Unique pacckasana, 4To y UX peOeHKa Oblia
TsDKeNasl pedeBast anpakcus (Takke Ha3biBaeMasi BepOanbHO# qucnpakcueit). 1o
NIaTOJIOT U, IIPU KOTOPOH y YeIOBEKa BOSHUKAIOT POOJIEMBI C MPABHIIBHBIM U
HIOCJIEIOBATENLHBIM BBIPAXKEHUEM MBICIIEH.

[TouTH Bce poAUTENH TOBOPHIIMA O TOM, YTO UX peOSHOK MMOHUMAI ropasio 0ojbIe,
4eM MOT BbIpa3uTh. Jlaxke Te NeTH, y KOTOPBIX peub Oblila pa3BUTa JOCTATOYHO
XOPOILIO, BCE PABHO UCTIBITHIBAIN TPYIHOCTH C BBIPAKEHHEM COOCTBEHHBIX MBICIICH,
YTO MOTJIO BBI3BaTh Pa30yapoBaHUE M IPUBECTH K BCIBIILIKAaM IHeBa. s
o0JeryeHus TpyAHOCTEH B OOIIEHNH IIPU OTCYTCTBUM WM HEJOPa3BUTHH PEUH Y
JieTeli CyIIECTBYIOT aJIbTePHATUBHBIE ¥ AOMOJHHUTEIBHBIE CIIOCOOB KOMMYHHKAIIUL.
K HHMM oTHOCATCS, HampuUMep, sI3bIK MakaToH, HCHOIb30BaHUE MUMUKH, KECTOB,
IBIDKEHHA Tena, kKaprouek PECS (cucrema KOMMYHHKAIHH C UCIIOIB30BAHUEM
KapTHHOK) ¥ O0ILIEHNe IIpY ITIOMOIIM Iu1aHmieTa. Muorue netu Unique
NPEeIIIOYUTAIHA UCIOB30BaHUE HKECTOB, HO HEKOTOPbIE IPUMEHSUIN U IpYyrue
BBILICYKAa3aHHbIE METOBI, XOTS U C IEPEMEHHBIM YCIIEXOM.

Takum 00pa3om, napaokc 3aKI0YaeTCss B TOM, YTO JIETH ¢ ayrunkaiueit Inv dup
del 8p, kak npaBuIIO0, OYEHH AKTUBHO OOIIAIOTCS C OKPYKAIOLIUMHU, XOTS U
HeBepOanbHO. MHOTHE CEMBbH OTMETHIIH, YTO UX PEOSHOK YUHIICS MPH MOMOLIH
JeTCKUX CTHIIKOB U neced. OnuH u3 neredd rpynnsl Unique B 11 et Mor HaneBaTh
6onee 50 menoauii, HO MIPH STOM TOYTH HE TOBOPHIL.

Jloronen moMoXxeT ONpeaeInTh KOHKPETHBIE IPOOIEMBI ¢ pedblo Y pedeHKa. DTo
MO3BOJIUT TI0A00paTh Hanbonee 3 (HEeKTUBHBIE CIOCOOBI PA3BUTHUS PEUH U sI3bIKa Ha
PETYISIPHBIX CeaHCaX CEMEHHOW Tepalny, KOTOpbIe OKA3aJINCh ITOIE3HBIMH JUIS
MHOTHX CEMEH.

& ” .
OHa MOXeT 4TO-TO CKa3aTh, HO He BCEr/ia B MPaBHILHOM KOHTEKCTe —, — inv dup
del 8p (pl1), 5 mer

o OHa He pasroBapuBacT, TEM HE MEHEE, Y HEC XOPOIIO IMOJTYHIACTCA N3/1aBaATh 3BYKH
1 MCHSTH TOH I'0JIOCa, YTOOBI BbIPa3nuTh paJoCTb WA I'PYCTh. Ona IMMO-CBOEMY IOCT,
" C BO3PACTOM €€ IICHUC CTAHOBUTCA I'pOMHYC. Ona YUUTCA TOKA3bIBATh B3IJIAI0M,
qTO0 el X04Y€TCA, U 3HACT HECCKOJIBKO KECTOB U3 CUCTCMBbI Canaan Barrie (FBI)IK
KECTOB C UCITIOJIB30BAHHUEM BCECTO Tena). A AyMaro, 4TO OHAa MOHUMACT ropasao

OoIbIIe, YeM AyMAroT JIFOJIN; 3TO BHIHO IO €€ MIUMHUKE ? —inv dup del 8p (pl1), 8
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“ B 2 roma u 5 Mecsues oHa JiereTana co BceMH U cama ¢ co6oil. B 2 roma u 9
MECSIIeB XOPOIIIO pearupoBasia U Ha CHTHAJIBI JKECTaMHU, H Ha YCTHBIC O0OpaIeHusl.
3pUTETBHBIN KOHTAKT CTAJl JIy4Ille, U OHa BepOaTbHO BBIpaXkaja y0BOJIbCTBUC MITH
HWHTEPEC; YCIIOKauBaIaCh, KOTJIa CIBIIIAa CBOC UM, KpUJajia WK TUIaKaja, YTO0bI
00paTuTh Ha ceOsl BHUMAaHUE, TPUYEM IUTaKaja Mo-pa3HoOMY B 3aBHCUMOCTH OT
TOBOJIa; AIMUTHPOBAJIA 3BYKH; KOITUPOBAJIa MHTOHAIUIO IPYTUX, KOTa TOBOPHUIIA
«IPUBET» WK CBOE UMs. B 5 net u 1 MecsIr oHa ro0miIa My3bIKYy  MOTJIa KPACHBO
HaIeBasia, Jake HeCMOTPSI Ha TO, YTO IUI0X0 ropopwia. B 10 JieT oHa mpaBmiIbHO
HCIIONB3YeT TPH JKecTa bpUTaHCKOT0 KECTOBOIO s3bIKa, HO MIPUOEracT K HUM

peako >, — inv dup del 8p (p11)

(13
Ona He pa3roBapuBacT, HO MbI UCITIOJIL3YEM CHMBOIJIbI, YKa3aTCIIN O6T)eKTOB,
KapTUHKU U UTPOBLIC MECPECKITIOYATEIN. Ceiiyac oHa CTapacTCsa HaJIaAUTh C HAMU

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

“V Hee 3azepkKa B peueBOM Pa3BHTHH, H3-3a KOTOPOIl OHA CTAJIa OUCHb
3acteHunBoi. OHa yMEeT CTPOUTH NMPEATIOKEHUs], HO sI [yMaro, 4TO €€ XOPOIIO
TIOHUMArOT TOJIBKO BHYTPU CEMbU. Mp1 cTrapaemMcs HaWTH JJ1d HEC aJIbTCPHATUBHBIC
croco0bl KOMMyHUKanuH. Eciu oHa OyaeT 3HaTh, YTO €€ CIYIIAIOT, 3TO HOMOXKET
YKPEIIUTh €€ YBEPEeHHOCTh B ceOe. OHa Havana MPOU3HOCUTH OT/JEJIbHBIE CIIOBA
TIPUMEPHO B Bo3pacTe oT 2,5 10 3 neT. OHa UCTIBITHIBACT CIIOKHOCTH B
IIPON3HOLICHNH 3BYKOB, B 06p8.30BaHI/II/I KOTOPBIX YHaCTBYIOT SA3BIK Y MBIIIIIBL
porornotkd. OHa HE OYEHb XOPOLIO BiIaJAEET r'ydaMu, YTO TAaKKe HHOT' 1A MEIaeT
MIPOMU3HOUIEHUIO 3BYKOB. OHA rOBOPUT OT/ENIbHBIMU CJIOBAMH U JUIMHHBIMU
CIIO)KHBIMHU TIPEATIOKEHUSIMH, HO MOCTIeJHUE ObIBACT TPYIHO MOHSATH, HOTOMY OHA
MIPOU3HOCUT X HEBHATHO. OHa, 0-BUANMOMY, HOHUMAET, 4TO € FOBOPSIT, HO caM

TIPOIIECC OCO3HAHMS IPOXOIUT MeUTeHHo , — inv dup del 8p (p11), 5 ner

“ Ona onpesenenHHo MoHMMAaeT GoNbIIe, YeM MOKET BHIPA3HTh ClIoBaMH. B ee
KOMMYHHUKATUBHOM anbOome Oosiee 1600 ciioB, HO OHa MOHUMAET ropa3zio OoJbIIIe.
OHa 3anoMHMIIA BCE ITU CJI0BA M YMEET PEelIaTh CIOKHbIE KOMMYHUKATHBHbBIE
3aJIaHusl, JOCTYI K KOTOPBIM Moy4aeT yepe3 napraepa. OHa MOXKET BbIpaXkaTh
CIIO’KHBIE MBICITH (TIOTOBOPH CO MHOM, HET PSAZOM CO MHOI), SMOLIUH (00O TEOs,

CKy4aro 1o Tede, 00ua), *KeqaHusl, BOIPOCHI, MPOOIEMbI 1 MHOTOE IPYTroe v
dup del 8p (p11), 7ner

“ On Haual NPOMZHOCHTH OT/IEIBHBIE CIIOBA TIPHMEPHO B YETHIPE FOIA H MOT
BBITOBApUBATH TOJBKO JBa CJIOBA 3a pa3 BIUIOTh A0 10 mer. Ceifgac OH POM3HOCHT
COCTOSIIIINE U3 IBYX CJIOB (hpasbl, HHOTAA YHOTPEOISsIst UX BMECTE C MPEIUIOKEHHUIMH,
Y HauMHAeT OOJIbIIE TOICPIKUBATH Pa3rOBOP C COOECETHUKOM, a HE TPOCTO
pacckasbIBaeT 4To-To 0 cede. S 4yBCTBYIO, UTO OH BOCIIPUHUMAET MHOI'O
UH(OPMAIUK U3 OKPY)KAIOLIEro MUP M IIOHMMAET ee, HO MY OYEeHb TPYIHO

BEBIPA3UTh TO, YTO OH 3HAET ¥ —inv dup del 8p (p12), 13 mer

“ B mects et y Hee BBIpaKeHHAs 3aICPXKKa B PasBUTHH pedr. OHa IOHUMAET

OOJIBIITYI0 YaCTh TOT'O, UTO €l TOBOPST, M OTBEYAET OTAEIBbHBIMHU CIIOBAaMH, HO HE

BCeT/1a TIOTHBIMY NpeuTokeHnssMU. OHa yMeeT BBINOIHATH MPockObl. Kak mpaswuiio,

OTBeuas Ha BOIPOC, OHA CHAadasa 4To-TO OOpPMOYET PO celds repest TeM, Kak

TIPONU3HECTH CIIOBO, KOTOPOE OHa XOTela cka3aTh. OHa Kak OyaTO cTapaercs

BBICTPOUTD CIIOKHOE MPETIOKEHNE, HO i TpyaHo ero chopmynuposats. Eif Tpynno
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MPOU3HOCHUTB OMpe/IeeHHbIe 3BYKOB. OHa JI0 CHX TI0p
Ha3bIBACT MaMy «6aGoit» *, — inv dup del 8p (p12)

“ Oua nauana uro-to nemerats ¢ 1,5 ner. [Ipousnocuna
OTHEIbHBIC cIoBa ¢ 4,5 11eT. BoIbIIMHCTBO U3 HUX —
3BYKOITO/Ipa)KaHUS M3-3a MPOOJICM C TIPOU3HOIICHHEM. Y
Hee XOPOIIIO MOIYYaeTcsl IOHUMATh pedb, a BOT C

OGIIEHHeM OHa UCIIBITHIBACT TPYIHOCTH *, — inv dup del
(p21), 4 rona

“ Chauana MbI ¢ Heil MHOTO TeJH, TaK Kak el Mpolle 3T0 yaBajioch U3-3a TOr0, 4TO
3a 9TO OTBEYAET JAPYyrasi 4acTh rOJOBHOTO Mo3ra. JIuiib B 4eThIpe rojia oHa Havasa
MIPOU3HOCUTH BHATHBIE CIIOBA, HO MBI MPOJIOJKUITN UCTIONB30BATh METObI, KOTOPbIE
MOMOTaJIN € MPOM3HOCUTH 3BYKH OTUETIIMBO. B 6 JieT y Hee orpaHuYeHHBIH
CJIOBApHBIN 3armac, U Jake celyac HEKOTOphIE €€ CJIOBa 3ByJaT Kak JIETIeT,
MOCKOJIbKY OHA TaK CTapaeTcsi TOBOPUTH, UTO €l MPUXOJIUTCS 3aMEJIUTHCS U
NEePEOXHYTh. DTO MPOUCXOJIUT IIOTOMY, YTO €€ MO3I' paboTaeT He COBCEM
npaBUIbHO. MBI OBTOPSIEM C HEH CIIOBA, KOTOPBIE y HEE HE MOyyaeTcs
MPOU3HECTH, ¥ ATO IIOMOraeT el B Oy/ayleM NPOU3HOCUTh MX TPaBHiIbHO. Eit
noaxoOsaT 3TU METOAbI. BperI oT BpeMeHI/I OHa FOBOpI/IT JJITMHHBIMH
l'lpellJ'IO)KeHI/IﬂMI/I, a B UHBIX cnyqaﬂx — OTACJIbHBIMHU CJIOBAMHU (3TO OITATH K€
CBSI3aHO C OTKJIOHCHHUSMH B pabOTE TOJIOBHOI'O MO3Ta, SMOIIMOHAILHBIM COCTOSIHHECM
Wi o0umM camouyBcTBreM). Koria oHa xoporiio ce0st 4yBCTBYeT, ¢ Heil
noyyaercst xopouas 6ecena. Harpumep, ona cripocut: «Jlemyiika, 3aBTpa Mbl
MOJKEM TOMTH B caJ mocMoTpeTh Ha Jlema Mopo3a?», HO BHE 3aBUCUMOCTH OT
oTBeTa OHa OYJET MOBTOPSITH ATOT YK€ BOIIPOC CHOBA U CHOBa. Yem Oosibliie oHa
B3BOJIHOBAHA, TeM OoJiee HEMOHATHOM cTaHoBUTCA (paza. OHa MOHUMAET ropasio
OoJbIlie, YeM MOXKET BbIpa3uTh. OHa OYEHb XOPOIIO IIOMHHUT O COOBITHSX. MeHs
paccTpanBaeT To, YTO OHA ITyTaeTCs B CIIOBAX, HO I/Ie-TO B TIIyOWHE AYIIH OHA

L1 .
MIBITACTCS TIOICTIUTHCS C HAMH TeM, uTo 3HaeT , — inv dup del (p21), 16 ner

2 roga 8 mMecsueB

“ Oma MHOrO cMeercs, XOTs peds eif gaetcst ¢ TpyaoM. OHa MOKET POH3HOCHT
OTZICTIbHBIE CI0BA, HAIIPHMED, CII0BA «HET», «a», «BCE», «MaMay, «Iaray,
«OpaTHK», CIIPUBET, KYTO», HO OHA TOBOPHT MX, KOT/A 3aX0UeT, U 3aCTaBUTh €€
HEBO3MOXKHO. «Mosi MaMay, BO3MOXKHO, SIBIISICTCSI CaMO# JUTMHHOH ee (pa3oi,

KOTOPYIO OHa OOBIYHO TIPOU3HOCHT, KOT/Ia 5T 3a0MPal0 €€ CO MIKOJIbI v dup del
8p (p21), 8 met

Xapaxkrep
Mo umerommMMces TaHHBIM, IMYHOCTHBIE KauecTBa AeTei ¢ nyminkanueid Inv Dup Del
8p SIBISIOTCS UX CHIIBHOW CTOPOHOM.

CeMBH IMOCTOSTHHO ONHMCBHIBAIOT CBOCTO peOSHKA KaK CYACTIMBOrO, JIFOOSILETO,
04apoBaTEIHHOIO, TOBOJIBHOTO U KH3HEPAIOCTHOTO. PoauTenyu paccka3blBaloOT HaM,
YTO X AETH YYTKHE, CTPEMATCS K TAKTHJILHOMY KOHTAKTy, OY€Hb OOIIMTENbHBIC ,
MHOT/Ia TIPEANOYNTAIOT KOMIIAHHUIO JIETEH MoCcTapIe Win B3pocibix. JleTsam
0COOCHHO HPaBHMJIMCh CEHCOPHBIE BUABI JEATENLHOCTH, CBI3aHHBIE C MY3bIKOH,
TaHIIAMH, CBETOM, ITyMOM. MHOTMUM OYeHb HPaBHJIOCh, KOTJ]a MX Ka4aloT Ha
KaveJsix; HeKOTOopbIe ooy mwaBath. OauH oHomma B 20 J1eT yMel KaTaThes Ha
JIBDKAX, UCTIONB3YsI aAalITHPOBAHHBIE IBOMHBIE JIBDKH, ¥ HACTAXKIAJICS OIIYICHUIMHI

0T OBICTPO €315I.
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Bormnpeku TakoMy KH3HEPAIOCTHOMY XapaKTepy, TPYIAHOCTH B BBIPAXKCHUH CBOMX
MOTPEOHOCTEN WM TIPH BBIMOJTHEHUH 3aIaHUI MOTYT MPUBECTH K PACCTPOUCTBY,
BCIIBIIIIKAM THEBA M «BBI3BIBAIONIEMY TIOBEICHUIO». HEeKOTOpbIe ceMbH 3aMeTHITH,
YTO U3-3a MEPEBO30YKACHUS UX JIETH MOT'YT CTAHOBUTHCS HEYNpaBJsseMbIMH. B
nporiecce OOIICHHS JETH MOTYT HEOXKHIAHHO XBATAThCS 3a JFOJICH
WM TIPEJIMETHI, 10 KOTOPBIX MOTYT JOTSHYTHCS. Y JeTeil MIIaiiero
BO3PACTa YacTO CIYYAIOTCS UCTEPUKH, OOBIYHO BBI3BaHHbIE
HEIOBOJILCTBOM, MPOOIEMaMK C CEHCOPHBIM BOCIIPHATHEM HITH,
KOT/Ia YTO-TO MPOKMCXOIUT BOIIPEKHU X KesaHuio. HekoTopsie ceMbr
OTMETHUIIH, YTO UX JETeH MPUXOAUIOCH OTYYaTh COCATh MAJbIIbI U
KycaThCs J0JIblIIe, yeM apyrux. Hekotopele poauTenu 6putn
00ECIMOKOCHBI TEM, YTO HX PEOCHOK MOXKET OBITh H3ITHUIIHE JPYKETFOOHBIM K
HesHakomiam. OYeHb PeIKo IETH JEMOHCTPUPYIOT arpecCHBHOE HITH
CaMOIOBPEKTArOIIIee MOBEICHHE, HATIPUMED, KYCAIOTCS HIIH BBIPBIBAIOT BOJIOCHI
(Unique).

(13 o o v

OHa oueHb CYACTIIMBBIH, IAJIOBIMBBIN, Becelblii peOeHOK. Bee B BocTopre oT Hee,
U OHAa 3TO 3HAeT. Y Hee NMPeKpacHOe YyBCTBO IOMOPA, U €l HpaBUTCSA HAXOJUTHCS
cpeau nroaeil. MiHorga oHa CUIIbHO paccTpanBaeTcsl, HO OHA OYE€Hb OTXOIYMBAs

neBouka *, — inv dup del 8p (p11), 8 et

“V Hee 3ameuaTenbHBbI xapaktep. OHa O4YCHb OOLIUTEIbHAS, 3a00TIUBASI, JICTKO
3aBOJUT HOBBIX Apy3eil. Eil HpaBUTCS HAXOIUTHCS B KOMIIAHUH, OHA CUJIBHO
MIEPEKUBACT 3 OKPYKAIOIINX: BCET/IA 3aMEYaeT, KOr/ia KTO-TO TPYCTUT UIIN
nopasieH. Torja oHa MbITAeTCs MOJHATh HACTPOCHUE, OOHSITH, PEJIaracT yCTPOUTh
JIUCKOTEKY MJIM HAaUYMHAET IIyTUTh. Y Hee NIPEKPacHOE YyBCTBO IoMopa. Eil HpaBuTcs
CMEIINTh HAC PA3JINYHBIMU KECTAMH WIN LIYTKAMU U3 €€ KHUTH 10 Pa3BUTHIO
HaBBIKOB 00LIeHMs. Taroke MBI 3aMETHIIN, YTO 3a MOCIIEIHIE IBa MecsIla OHa cTaja
HEMHOT'0 yIpsiMee: Korja eif He XoueTcs 4TO-TO JieNlaTh, OHAa CKPEIUBAET PyKU Ha
IpyAX ¥ TOBOPUT HaM «HET». PaHbIlle OHAa Kycajla CBOM PyKU M KallpU3HUYasa, Korjaa
MBI HE IOHUMaJIU ee. Bee 3HaunTebHO yTydIniIoch, KOrjla OHa cTajla pa3BUBaTh

HABBIKH 00wIeHus *, — inv Dup Del 8p (p11), 7 ner

“ Ona HeoOBIYHO Becenas u o0IMTEeNbHAS IEBOYKA, KOTOPast OOJIbIIIE BCEro Ha
CBeTe JIIOOUT CBOIO MIIIIIYIO CECTPy ¥ «IeTh». OHa HUKOTa He yHbIBaeT. [laxe
KOTJa eif 00JIbHO, OHA CTapaeTCs OTBIEKAThCA Ha YTO-HUOYIb. Y Hee ObLIa opasibHas
¢dukcanus. OHa JTr00MIIA Jep)KaTh BO PTY Mablbl, INIATOYKH WK UrpyIIkd. OHa He
yMeeT 4yBCTBOBATh OIACHOCTh. Hampumep, oHa Bceraa o4eHs J1ro0e3Ha ¢
HE3HAKOMIIAMH, WJIM OHA MOXKET He 3aJ{yMbIBasiCh IPHUKOCHYTHCS K YEMY-TO

TOPSTYEMY FITH OCTPOMY ¥ —inv dup del 8p (p12), 20 net

“ Tlourn Bcerna Y HEro o4eHb xopoiiee HacTpoeHue. OH O4eHb JIFOOUT
MIPUKOCHOBEHHUSI, OOBSITHSI U TIONENYH (€0 HAYYHIM B KAKUX CIydasiX ¥ ¢ KeM MOXKHO
MIPOSIBIISITH CBOM YYBCTBA). Y HETO ObIBAIOT CUIIbHBIC HEPBHBIC CPBIBBI, TOTA €0
JIOBOJIEHO CIIOJKHO YCITOKONUTh. OH BEIET aKTUBHBIA 00pa3 KI3HH, a TAKXKE TFOOUT
CMOTpETh CTIOPTUBHBIE Mepenadn. OH HEYTOMUM | onTUMECTHYeH. Ha ero mpumepe
MBI BHJIFIM, YTO CYACThE HE 3aBUCHT OT BOZMOJKHOCTEH uermoBeka. OH IPOBOIUT

KaX/IbIi JICHb C YJIBIOKOW Ha JIHIe ¥ —inv dup del 8p (p12), 13 ner
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“ Oma uynecnas, Becenas, MOGOMBITHAS, PASOCTHAS AEBOYKA. Y Hee MOBBIIICHHAS
TPEBOKHOCTB, ITOATOMY OHA ObIBAaET 3aMKHYyTas cpe iy JJroneil. Ho ecnu et ymaercs
pacciiabuThes, OHa OUYeHb JPYXKero0Hast, JTacKkoBasi M pasroBopunBas. Eif TpyaHo
UTpath C JIIOJbMH, W OHA MIPEANOYNTAET KOMITAHHUIO B3pOCIbIX. EN HpaBHUTCS
pasroBapHBaTh O IPOCTHIX BELIAX, HAIIPUMEP, O MAHUKIOPE, TaK KaK OHA IIOHUMAET, O

4YeM UJIET peub ¥ v dup del 8p (p21), 16 ner

COIII/Ia.]'IbeIe, IMOIHOHAJBHBIC H TPEBOKHBLIC pacchoﬁCTBa
CornacHO JJaHHBIM MEITUIMHCKOMH JuTepatypsl, Inv Dup Del 8p umeer cxonctso ¢
paccrpoiictBamu ayructadeckoro crekrpa (PAC) u cuanpomom nedurmra
BHUMaHUs U runepaktuBHocTH (CJIBIN). Onnako B xoze uccnenoBanuii Unique
CKJIOHHOCTb K ayTH3MY OblIa BBISIBIIEHA TOJIBKO y ofHOro pedenka ¢ Inv Dup Del 8p.
PaccrpoiictBa ayructudeckoro criektpa (PAC) BKITIOYAIOT ayTU3M M CHHAPOM
Acnieprepa. OHHU CBSI3aHBI C HAPYIIEHUEM COI[UAJIbHBIX HABBIKOB, IPOOJIEMaMH B
00IIEHNH, a TAKXKE XapaKTEePH3YIOTCs TIOBTOPSIIOIIUMCS M OTPaHMYUTEbHBIM
NOBE/ICHUEM, HHTEPECAMH U JIESITENIbHOCTBI0, (JOPMUPYIOIIMMHE Y TIAIUEHTa YyBCTBO
koMbopra. Y aerelt ¢ cunapomoM Jeduimra BHuManus u runepaktusHoctH (CIBID)
HaOJII0aeTCsl LIeNbIH Psifl MOBEACHYECKUX HAPYLICHU, K KOTOPBIM OTHOCSTCS
TUNIEPAKTUBHOCTb, HEBHUMATCIBHOCTL U UMITYJIbCUBHOCTD, B PE3YJILTATEC YE€TO ACTIAM
CJIOYKHO COCPEOTOUUTHCS M KOHTPOJIMPOBATh CBOU JIEUCTBHS U peub. JleTn yacTo
HETIOCCJIMBEI, PACCEAHbI, MHOI'O pa3roBapmBaroT U 4aCTO BMCIINBAIOTCA B
pa3roBopsl. Psisi reHOB Ha TAHHOM y4acTKE XpOMOCOMBI 8p CBSI3aH C
(opMHUPOBaHHEM COLMANIBHBIX, SMOLMOHAIBHBIX ¥ TPEBOXKHBIX PACCTPONCTB, B TOM
ynciue reasl MCPHI, DPYSL2 u STMN4, xoTopble BOBJICKAIOTCA B JCTCLUIO
(MCPH1) vnu pynmukanuto (DPYSL2 u STMN4) npu Inv Dup Del 8p (Fisch 2011;
Tabares- Seisdedos 2009; Garcia-Santiago 2015; Unique).

Con
Tperb yuactaukoB rpynmnsl Unique 0OTMEYaeT, 4TO Y HUX €CTh HEKOTOpPbIE IPOOIEMBI
CO CHOM.

OnHY HOBOPOXJEHHBIE U MaJICHBKUE JIETH JOJITO HE MOT'YT 3aCHYTh MJIN YacToO
MPOCHINAIOTCS, APYrHe OBICTPO YCTAIOT U UM TpeOyeTcst HAMHOIO GOJIbILE BPEMEHH
Ha COH, YTOOBI BOCCTAHOBHTH CBOM CHIIBL, YeM CBepcTHHKaM. Hapymienus cHa
HHOT/a OBUTH CBSI3aHBI C IPOOJIEMaMH CO 3JJ0POBbEM, B TOM YHCIIE SIHIICIICHEH 1
n000YHBIMH 3 (heKTaMK IPOTUBOSIIIEHTHY ECKUX IIPENapaToB, NATOIOrHEH
KETYIOYHO-KHIIETHOT0 TpakTa. ECTh JaHHBIE O TOM, YTO C BO3PACTOM IPOOIEMBI CO
CHOM YMEHBIIAIOTCSI.

HpI/I BBIPXKEHHBIX HAPYHICHUAX CHA HEKOTOPBIM CEMBAM ITOMOIJIO UCITIOJIE30BaHUE
Ha3HAYCHHBIX IpE€NapaToB, B TOM YHCJIC, TOPMOHA — MEJIATOHWHA. I[aHHLIC
perapaTsl MOXKHO TPUHUMATH TOJIBKO ITOCJIE€ KOHCYJIbTAallUU CO CIICIHUATINCTOM.

[Iarepo wnenoB rpymnnsl Unique cTpaiaiau OT allHO? BO CHE - PACCTPOMCTBA CHA, IPU
KOTOPOM JIbIXaHHE CTAHOBHUTCS TIOBEPXHOCTHBIM HIIH TTOTHOCTBIO MTPEKpaIiaeTcs BO
BpeMms cHa. B 3ToM ciydae, Ha onpeeieHHbII Ieproa BpeMEHH, MOXKET OBITh
pEeKOMEHIOBaHAa BEHTUILAINS B HOUHOE BpeMs ¢ momornsio CPAP anmapata

(IO IepKMBAIOIIETO HETIPEPHIBHOE MOIOKUTENBHOE IaBJIeHHe Bo3ayxa). OnHOMY
MTOJIPOCTKY OBLIIO HEYAOOHO MONIB30BaThcsa Macko 1t CPAP, u BMecTo He€ HOUBIO
OH HOCHJI MYJIbCOKCUMETP BOKPYT MaJbIla HOTH, TOKA3aHHsI KOTOPOro HabIoaaa
MezcecTpa.
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Ecnm pebeHok mi1oxo 3achllaeT Wik He BBICHINASTCS, TO BCS
CEMbsI MOXKET MCIBITBIBATh TPYAHOCTH. B pa3nene Hamero
BeO-caliTa: «IIpaKTHYECKHEe PYKOBOICTBA ISl CEMEN BBI
MOXETe HalTH pykoBosacTBO — «[IpobieMbl co cHOM y
JeTel C XpOMOCOMHBIMU OTKJIOHEHUSIMIY, TJIE COAEPHKUTCS
JIOTIOJTHUTENbHAS UH(OpMaIusL.

IIpuy4denne k Tyajery

Ilo nanueM Unique MHOTHE IE€TH JOITO HE TOJIB3YIOTCS
TyaJIeTOM, a HEKOTOPbIE TaK U HE OBJIAAEBAIOT ATUM
HaBbIkOM. Heckonbko ponuTesnelt ¢ JeTbMU B BO3pacTe OT
Ty 10 14 et cooOuuim, 4Tto ux peOeHOK YKe MOYTH
Hay4WICs XOAUTh B TyaseT. OHaKO J1Ba B3POCIIBIX YENIOBEKA B BO3pACTE ABAALATH
JIET HE CMOTJIM HAyYUThCSI XOJUTh B TyaJleT CAMOCTOSITENBHO.

“ Ona 10BOTBHO XOPOIIIO IPHYUEHA TIONB30BATHCS TYATETOM, HO MBI BCE EIIe
npuepKuBaeM e€ Ha BCSIKUUM cliydaid. Y Hee Bce ellle CIydaroTcsl Hey100HbIe
CHUTYaIMH, IOTOMY YTO OHA HE MOYKET CAMOCTOSITEIbHO MOJIb30BATHCS TYaJIeTOM U HE
BCEr/Ia yCIIeBaeT BOBPEMs 0OPATHTLCS K HAM 3a OMOIIbio *, — Inv dup del 8p
(pll), 7 ner

(13
OH xoTel ObI MOJIB30BATHCSI TOPIIKOM MM TYaJeToOM, HO HE MOXKET 00 3ToM
L
cka3ate , — Inv Dup Del 8p (pl1), 5 ner

“ J1o 13 ¢ nonoBHHO JIeT OHA MIOCTOSHHO XOJANA B MOATY3HHKH, HO B OXMH MOMEHT
YTO-TO U3MEHMUIIOCH, M OHA HAYYWJIMCh XOAUTh B Tyajer aHeM. CrycTs roj, nocie
TOrO KaK s pelIniia He IaBaTh il MHOI'O IMUTh HA HOYb U CJICJUJIA 33 TeM, YTOObI OHa
00s13aTeNIbHO CXO/MIIA B TyaJeT Mepeji CHOM, OHa MepecTalia MOYUThLCS B TIOCTEb.
IIpuxogurcst enaTh Tak MOCTOSHHO, M 3TO CHIIBHO HAJIOEAET, HO OHO TOI'O CTOUT.
W3-3a HeBpoIOrnuecKkoro 3a001eBaHNs OHA JIO CUX TOp HE BCET/Ia YCIIEBAET JOUTH
JI0 TyajieTa BOBpeMs. DTO MOKET IPOM30HTH M B HOUHOE U B THEBHOE BPEMsl, HO yiKe
ciryqaeTcs ropasno pexe. CobmroieHne pexxiuMa 1 CHCTEMaTU3UpOBaHUE JIeHCTBUI

SABIISIIOTCA KITIOUeBBIMH (axTopamu *, — Inv Dup Del 8p (p21), 16 ner
310poBbe

O01ee cocTosiHME 310POBbSI

Kapruna o0miero coctossHus 310poBbsi BecbMa HeoHo3HauHa. C OHOW CTOPOHHI,
MHOTHE POAUTENHN OIUCHIBAIOT COCTOSHHE 3/I0POBBS CBOETO PEOCHKA KaK «XOpOIIEe»
WM JJaXKe «OYEHb XOPOLIee», HO MPUMEPHO CTONBKO K€ POAUTEINICH OTMEUaloT, YTo y
WX JIeTell O9eHb cIadblii HIMMYHUTET, OHH 9acTo 0OJNEI0T, M UM TpedyeTcst OombIe
BpPEMEHH Ha BOCCTaHOBJICHHE T10CIIE TIPOCTYABI M IPYTUX JETCKHX 3a00JIeBaHHUH.
OpnHako poOIIEM €O 30POBBEM CTAHOBHTCS 3HAYHTEIEHO MEHBILE TIO Mepe
B3pocnenns pedenka (Unique).
Y HEKOTOPBIX JIeTel €CTh XpOHUUYECKUE 3a00IeBaHMU, B TOM YHCIIE
PEeLMIMBUPYIOIIUE HHPEKIMH AbIXaTEIbHbBIX ITyTel, CYIOpOXKHBIA CHHIPOM,
WCKpUBIICHHE TTO3BOHOYHHUKA M 3200JI€BaHUSI KETYI0UYHO-KHIIIEYHOT 0 TpakTa (boiee
noapoOHas nHpopMarws npencrasieHa nanee) (Unique).
(11

Ona Gbu1a 04eHb 00JIe3HEHHBIM peOeHKOM. MBI MPOBOAMIN B OONBHULIAX YYyTh JIX
HE KOKIYI0 HEJIeITI0, OJIHAKO ceifyac ee 3/J0pOBbe 3HAUMTEIBHO ynydymmiock. Ee He
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BECIIOKOSAT YaCThie IPOCTY/IHbIE 3a00IeBAHIE I KHUIICUHBIE HHpEKIHH *, — Inv
Dup Del 8p (p11)

(11
B niepBble 6 Mecs1eB KU3HN OBIIIH TOJIBKO BPOXKACHHBIE 0COOCHHOCTH, HUKaKUX
JpYyrux mpo0ieM co 310poBhEeM He HaOIoanock. B 5-netHeM Bo3zpacte Bee elie HeT

HUKAKHX 5Kal00 Ha 370poBbe *, — Inv Dup Del 8p (p11)

(1] o
Ceifuac oH yacTo OoJieeT 1 ero UMMYHHUTET ociiad. Y Hero JeuIuT BUTAaMHHOB
MHOTHUX TPYIIT ¥ XKeJie3a, HOITOMY eMY MPUXOIUTCS IPUHUMATH ClIeHaIbHbIC

nuessie 106aBku -, — Inv Dup Del 8p (p11)

B nercrBe oHa gacTo Gosena, TAaK Kak y Hee GbUIM aCIUPALIHs H IPOGIEMBI ¢
NHIIEBapEHUEM (3aMOphl U B3AyTHE )KUBOTA). [IpaBUITbHO TTOI00paHHAS IHeTa
rnoMorJia CripaBUTbHCA C STUMHA HpO6HCMaMl/I. MBI OTKa3aauch OT JCTCKUX cMmeceii
nepenuti Ha o0bryHyto nuity. Eif Tpedyercst Gornbllie BpeMEeHH Ha BBI3IOPOBIICHHE.

Ceituac eif yxe 5 1eT, u oHa Goreer odenb peako *, — Inv Dup Del 8p (pl1)

(17 o
Korzaa y Hee TonpKkO HauMHAJICA MEPEXOIHBIN BO3PACT, OHA OoJeNna OYeHb 9acTo,
ceifyac ee OpraHu3M craJ Oosiee YCTOHUnB K 3a0oneBanusM. Eil caenanu yxe nodru

BCE HEOOXO/IMMBIE OIEpPaIHH, TOITOMY €€ COCTOSIHUE YITY4IIHIOCh ? —Inv Dup
Del 8p (p12)

(17
Ee 6ecriokout Tosbko smmiencus. OHa XOpOIo MUTASTCS U CIHT, a TAKXKE OHA
cTaJia Jydille IePEHOCUTh 3UMY IO CPAaBHEHHIO C MPOIUIBIMU TofiaMu. B mepBbie Tpu

roJia KHU3HH OHA OblNTa c1a6a W3-3a CYIOPOr M YACTHIX PECTIMPATOPHBIX HH(MEKIii
— Inv Dup Del 8p (p21)

PecimpaTopHble nH(peKIUH
WHpexuny BepXHUX U HIDKHUX JbIXaTeNbHBIX MyTei 1 MpoYre pecnupaTopHble
3a00JIeBaHMs, TAKHAE KaK aCTMa U aIlHO? (OCTAHOBKA JIBIXAHMS), Yallle BCTPEYaloTcs y
MIIJICHLIEB U JeTell ¢ pEeIKUMH XPOMOCOMHBIMYI aHOMAIMSIMK, 9€M Y UX «OOBIYHBIX)
OpatbeB, cecTep WIH CBEPCTHHKOB. JTO KacaeTcs U nanuenToB ¢ Inv Dup Del 8p,
XOTs ypoBeHb 3a0oneBaeMocTH (10 u3 29 no nanHbM uccnenoBanus Unique) ObLT He
BBILIIE, YEM Y JIETEH ¢ ApYroil XpOMOCOMHOM naTtonorueil. Hekoropsle netu takxke
WCTIBITBIBAJIN TIPUCTYIIBI AITHO3, XOTS C BO3PACTOM MPHUCTYIIBI IPEKPATHIIUCE.
Heckonbko nereit crpagany OT acTMBL.
YV HekoTopbIxX aereil Unique OTMEYanuch NpOJOKUTENbHBIE pECTIUPATOPHbBIE
3aboneBanusi. HanprmMep, 15-J1eTHUIA Mallb4UK CTpaJal XPOHHUYECKUM 3a001eBaHIEM
JIETKUX, a 8-JIETHSS eBOYKA ObUIA BBIHY)KIEHA JUINTEIHHO MOIYIaTh aHTHOMOTHKN
NPH PELMANBUPYIOIIMX PECITUPATOPHBIX HHPEKIUIX. [pyrue 1eTH He CTONKHYINCh
C Cepbe3HBIMH 3a00JICBaHNSIMH WITH ITOPOKAMH JIBIXaTeNbHON crcTeMbl. C BO3pacToM
OOIBIIMHCTBO MPOOIEM C JISTKIMH TPOIILIO.

“ ACTMBI HIH pecIpaTopHBIX HH(EKIHIT HET, TONBKO 00CTPYKTHBHOE 1
[IEHTPAJIIFHOE aITHOd CHA ¥ Inv Dup Del 8p (pl1), 14 et

“ Korza ona Gbl1a MiTa/IIe, y Hee Yarie BO3HHKAIHN POOIEMBI C BEPXHUMH
JIBIXaTeNIbHBIMH MYTSMH H HOCOBBIMH Ia3yXaMH, HO C BO3PACTOM CHTYallUsI
YITydIIAIach ¥ Inv Dup Del 8p (pl1), 5 ner

“On CTpaJaeT OT arHO? BO CHE U B TEUEHUE JIHS ¥ Inv Dup Del 8p (pl1),

20 et
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1]

OmHa He MPUHUMAET MUY U JEKapCTBa Yepe3 POT U3-3a TIOBTOPHBIX aCIHPAIIOHHBIX
ITHEBMOHHM 1 TIPOOIIEM ¢ TII0TaHUEM. AITHOD OBIII0 0OHApYXEHO TOJIBKO B KoHIle 2016 roxa.
OHO MMeJI0 PUCTYIIO00PA3HBII XapaKTep: ASCATh THEW TSHKEIOTO almHod, BCE

JBaJl[aTh YETBIPE 4aca, a 3aT€M BCE IIPEKPATUIOCh Y Inv Dup Del 8p (p12), 20
JeT

(17 v L
Perunuupyromue nHGEKIUN TbIXaTSIBHBIX MyTeH U OpoHXHOIUT —, — Inv Dup
Del 8p (p21), 4 rona

(1]
YactuaHo C(l)OpMI/IpOBaHHOG JICTKOC, BO3BMOXXHO M3-3a THCBMOHUWH,
Z[PIaFHOCTPIpOBaHHOﬁ B BOCEMb HCACJIb IMOCJIC POXIACHMA. Co6 0 9 MCCALICB ObL1a

3aBrcnMa OT Kucaopoza. Ceituac nerkue B Hopme -, — Inv Dup Del 8p (p21), 5 ner

Cy0pokHbIi CHHIAPOM
[IprurHOM BO3HUKHOBEHUS CYIOPOKHOTO CHHIPOMA SIBJIICTCS H3MCHEHUE
AJIEKTPUYCCKON aKTHBHOCTH B TOJIOBHOM MO3re. CHMIITOMBI BAPBUPYIOT B
3aBHCHMOCTH OT TOT'0, KAaKOHM y4acTOK (MM Y4aCTKH) TOJIOBHOT'O MO3Ta ObLI
3aTpoHyT. OOBIYHO OHM BKJIIOYAIOT BPEMEHHOE HApYIICHHE I MOTEPIO CO3HAHMS U
HEKOHTPOJIUpYEMbIE MOJIEPTUBAHMS YacTeil Tema.

CyI0pOXKHBIE IPUCTYIIBI, B TOM YHCIIE SIHJICTICHSI, ObLIM 4aCTOW MPOOJIEMOid cpenu
uneHoB Unique ¢ Inv Dup Del 8p. IIpuctynsl Obuti onmcansl y 15 y4acTHUKOB U3
29, BolIeqIINX B UCCIIEIOBAHKE, U B JaJbHEUIIEM - ele y 14 uneHoB Unique.

OnekrposHuedanorpamma (I21") u Bupeomonutopunr I3 (O3I-BM) —
MEIUIMHCKHUE HCCIIEA0BAHMS, IPOBOIUMBIE AJIsI U3MEPEHUS U 3aIHCH
JIEKTPUUECKOM aKTUBHOCTH Mo3ra. Hapsiy ¢ npyrumu ucciejoBaHUSAMHU OHU MOTYT
[IOMOYb OIPEAEIUTH TUIl IPUCTYIIOB, OJHAKO MHOTHE POIUTEIN COOOIIAIOT, YTO THIL
IIPUCTYTIOB OcTaeTcst He yTouHeH. CylopO)KHbIE IPUCTYIIbI, KaK MPaBUIIO, CBS3aHBI C
aHOMaJIHeil TOJIOBHOT'0 MO3ra — OTCYTCTBHEM (areHe3ueil) MO30INCTOro Tena (CM.
paszaen ['onoBa u MO3r), OTHAKO MOT'YT BO3HHMKATh Y JIeTel U Oe3 aHOMaIIunii
TOJIOBHOI'O MO3Ta.

Cyznoporu Moryt OBITh (hOKaTBHBIMH (TIAPLHAIEHBIME, BOBJIEKAIOLIIUMH OAUH
Y4acTOK MO3Ta) FJIU TeHEePaTU30BAHHBIMH (BOBJIEKAIOLIIMH 00a MOTyIIapus
TOJIOBHOrO Mo3ra). B uccnenosanmu Unique He OBUIO BBISBICHO THITMYHBIX
NPUCTYIIOB. Y KaXKAOT0 MAalleHTa MOXKET OBITh Ooliee OHOTO THIIA MPUCTYIIOB,
IpUYeM BO3pacT Ie0roTa BapbUpyeTcs OT NepHoa HOBOPOXKICHHOCTH 10 Oojee
CTapIIero AETCKOro Bo3pacta. (cM. pazzmen Bumsr cymopor).

B mecTu caydasx oTMedannch TOHUKO-KIOHHYECKue mpunanaku (grand mal), B
YeThIpex Cllydasx — abCcaHCh, B TPEX Cllydasx - peOpHIbHbIe CYI0pPOTH; B
OTZENIBHBIX CITy4asx - CUHAPOM JIeHHOKca-["acTo M TUITOTTTMKEMHYECKHE IIPUCTYIIBL.
Bo MHOTHX Apyrux ciy4asx THI CyIopor ObUI HE YTOYHEH.

[pu BO3HUKHOBEHUH NEPBBIX MIPU3HAKOB CYJOPOKHOTO CHHAPOMAa HEOOX OTMMO
He3aMeUTUTENIbHO 00paTHThCS K Bpady. [1py Hannuuy moka3zaHuii MpOBOANTCS
JieYeHHe TaKUMH POTHBOAITMIICITHYSCKUMHE TIperiapaTaMy Kak BallbIIpoeBast
KUCJI0Ta, cynbTHaM 1 Kenmpa. OHM 4acTo IOMOTalOT yMEHBIIHUTH YacTOTY
TSDKECTh MpHUCTYNoB. OJTHAKO B HEKOTOPBIX CIIy4asiX MPUCTYIIBI TIOXO TTOAIAI0TCS
korTpoiro (Unique).
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THunbI CyT0pOKHBIX IPUCTYIIOB:

AOcCaHCHBbIE NPUCTYNIBI: XapaKTEpU3YIOTCS N3MEHEHHEM MOBEACHUS - pEOEHOK
Kak OYATO «OTKIIOYAETCS», MHOTIA COMPOBOXKIAIOTCS 3aMUPAHUEM B30Pa, YaCThIM
MOpPTaHHEM WM MIPUIMOKHBAHUEM I'yoaMu. AGCaHCHBIE IPHCTYIIBI OU€Hb KOPOTKUE U
00BbI9HO JJIsiTCS MeHbIe 30 ceKyH]I.

I'enepaju3oBaHHbIE TOHUK O-KIOHHMYECKUE MPUCTYIBI: B Havasne mpucrymna
MaTOJIOTUYECKast AIEKTPUIECKast aKTHBHOCTh BO3HHKAET B 00OUX MO YIIAPHUIX
roJIOBHOT0 Mo3ra. [Ipumagku xapakTepu3yroTes (pa3oi TOHHIECKOT0 HAMPSKESHUS
MBIIIIII, & 3aTeM MOAEPTUBAHUSMHU.

MuokjaoHYeCKHEe MPUCTYNbI: ['eHepann30BaHHbI € MPUCTYIIHI,
XapaKTEPU3YIOIINECS MOAEPTUBAHNSIMA I PE3KUMHU B3JPATHBAHUSIME PA3TATHBIX
MBIIII] TeJa, HO Yallle PyK Wi HOT. Kaxkmoe cokpalieHue JUIMTCS IO CEKYHIBI,
MaKCUMyM — OJIHY CEKYH]LY.

MuoToHnYecKHe MPUCTYNbI: XapaKTePU3YIOTCS TOHHIECKHM COKpalleHueM
MBIIIIII.

MHuOKJIOHNYECKU-ATOHHYECKUEe MPUCTYNbI: XapaKTePU3YIOTCS OAEPTUBAHUSIMHI
MBIIII WA PE3KAMHU B3IParuBaHUsIMH, ITOCIIE YeTO HACTYIAeT CHIDKEHHE TOHYCa
MBI ¥ TTaJICHUE.

Cunapom Jlennokca-I'acto: Penkas ¢popma smunencuu, KoTopas 0COOCHHO
IUTOXO TTOAIAeTCS JISYeHHIO. [IprcTybl 00BIYHO HAUWHAFOTCS B BO3pacTe 3-5 Jer.
CHHIPOM MPOSIBISIETCS] Pa3HBIMU THITAMU TIPUIIAIKOB, HO 9aCTO BKIFOYACT
aToHWYECKHe (TMaeHNs), Aa0CAHCHBIE, TOHNKO-KIOHHYECKUE U MUOKIOHUIECKHE
TIPHCTYIIBL.

HNudanTuiabHble cia3mbl: OOBIYHO BOZHHKAIOT B BHJIC CCPHH y MIJIATICHIIEB B
Bo3pacte oT 3 10 10 mecsmeB. Cria3mbl Yarie BO3HUKAIOT MPH POOYKACHUH. MoryT
OBITh THITUYHBIMHE WITH CITa00BBIPaKEHHBIMU.

HeonaranbHbie cygoporu: Cyaoporu, nposBIsSIONIUECs B epBbIe 28 nHer
JKU3HHU peOCHKA.

®eOpuabHbIe NPUCTYNbI: BO3HUKAIOT HCKIIOYUTEIHHO MPH MTOBBI IIEHHOU
TEeMIIepaType Tea.

I'unorimkemnyeckne cyxoporu: Cynoporu, BEI3BaHHEIC 04€Hb HU3KUM YPOBHEM
caxapa B KPOBH.

HcTopus o1HOii ceMbH....

“ Jlo Tex mop, IoKa HalIEH J0YePU HE UCTIOIHMIIOCH IIATH JIET, Y HEE MOYTH KaKIYIO
HEJISINIO CIYJaIUCh CyIOPOTH OT OJHOTO A0 OAWHHAIIATH Pa3 B ICHb,
MPOAOIDKUTENLHOCTHIO 20-40 cexyHa. Mexny cyaoporamu 3MuiIenTU4ecKoi
aKTHBHOCTH HE HAOJIFOANIOCh. Y Hee CIyYHIIOCh JABA TSDKEINBIX MPUIANKa, MPEXKIe YeM
MBI y3HAJIM, YTO y Hee SMUIICTICHs. Bpaun He cpa3y CMOTIIH IIOCTaBUTh AUATHO3.
Korna et 0bw10 1Ba roga, Mol moexanu B CILIA, 4To0bI y3HATH OOINBIIE O €e
cuHIpoMe. MBI BCTPETHIIHCH C 9KCIIEPTAMH B 00JIaCTH T€HETUKH U SMUIICTICHH, a
TaKXKe IPOBEJI HECKOJIBKO YacOB B OT/ICICHHH JUI TAIUCHTOB C HAP YIICHUSIMA
pas3ButTus. Bpaun npuinim K BEIBOAY, YTO Y HEe SIHIICTICHSL, H CO CIISIYIOLIETO THS
OHa Havaja IPUHAMATH JICKapCTBA.

VY Hee OBUIO MHOTO TIPOOJIEM JI0 ISATH JieT. Ha mpoTshKeHUH TpeX JIET MBI IPOOOBAIH
pa3IMYHBIE JIEKapCTBa M HAKOHEI[ HAIIUTM KOMOWHAIIHIO, KOTOpasi OTJIIMYHO paboTaer!
Tpunentan (975 mr yrpom u Beuepom) 1 ©puznym (Kiobdazam 10 mr yrpom n
BeuepoM). Ha ceronusimiamii 1eHp ee BeC COCTaBIIsIeT 36 KT, U y Hee ObIBaeT TOJIBKO
HECKOJIbKO HEOOJBIIMX IPUCTYIIOB B TOA. YK€ Ha MPOTSDKEHUH YETHIPEX JIET OHA He
HyXmaercs B crecomine (nauasename) ”’, — Inv Dup Del 8 (p11), 9 et
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“V Hee GBIIO HECKOMBKO CYIOPOIKHBIX PHCTYIIOB. [IepBBIM CITyUmIcs GONMBIIOH
CYZOpOXHBIN npuManok . OH BO3HUK Ha (hOHE MOIHOTO 3/10POBBS U TIPOAOIIKAIICS
naTHaANATh MUHYT. C TeX 1Mop y Hee MPOUCXOJIST TshKemble (heOpHiIbHbIE CyI0pOry.
MBI Becerzia HOCHM € cOOOH TacTat Julsl HEOTIIOKHOM ITOMOIIH, a BO BpeMs 00JIe3HN
JlaeM KJIIOHOIMH (KJIOHa3eram) Juisl MpoQHIakTUKK cypopor. OHa HaOmoaaeTcs y

HEBpoOJIora Y Inv Dup Del 8p (pl1), 7 ner

“ Cymoporu 6b1IH TONBKO OIMH Pa3 - JBYXMHHYTHEIH TIPECTYII B BO3PACTE ABYX
uenens , — Inv Dup Del 8p (p11), 14 ner

(13 < o
CymOpOXKHBIH TPHUCTYIT CAYYUICS B OTACICHUN PEAaHUMAIIMH U MHTCHCHBHON

Tepanuy HOBOPOXK/ICHHBIX HA MEPBOW Henerne *u3Hu. HeBpoutor HampaBmil Ha

obcnenosanue. [Ipuem @enodbapourana u Aunantuna (PeHUTONHA) MMO3BOJIMI

KYIHPOBATH CyI0POXKHBIE MpHanki *, —inv dup del 8p (p11)

“V nee cunapom Jlennokca-I'acto. C MOMEHTa MOSIBIGHHS PHCTYIIOB B 2012-M
rO/1y MbI HCIIPOOOBAIH MHOXKECTBO PA3JIMYHBIX MpernapaToB. OHa MPUACPIKUBACTCS
keToreHHon auetsl ¢ 2016-ro rona. Erme et moa koxy ycTaHOBIIM CTUMYIISITOD
Ony)X/aroliero Hepsa. B 0noHeHne K MeTe U CTUMYJISITOPY, OHa IPUHUMAET JIBa
npenapara: Jlamorpumxun u Oudu (Knodazam). Coueranue AUETHI, JIEKAPCTB U
CTUMYJIATOPA IOMOIJIO COKPATUTh YaCTOTY MPUCTYIIOB, HO HE YCTPAHUIIO UX
MOJHOCTBI0. Y HEe BCe €lIe MPOHUCXOANT OT Tpex 10 10 mpucTynoB B HesENto ”,
— inv dup del 8p (p12), 9 ner

“V Hee TOHHKO-KIIOHHYECKHE CYI0POrH, TIEPEPACTAIONINE B HIHICHITHICCKHIA
CTaTyC, AaTOHWYECKUE CYJ0pOry, aDCAHCHbIE 1 MUOKIOHUYECKUE MpUMaaku. B
NPOIIIOM Y Hee Takoke Obuin (peOpuiibHbie cypopord. OHa MPUHUMAET mpernapar
Kenmnpa nBaskabl B IeHb, a AJIs1 HEOTI0KHOMN ITOMOIIM MPU SIMUJICTHYECKOM cTaTyce
MoJTyvaeT ImpenapaTsl DMUCTaTyC, MapaibAeru U Auaszenam (6enzonuasenun). [lpu
MPOAOJDKUTEIIBHBIX PUCTYIIAX el HeoOXomuM Kuciopon. Bo Bpems ogHoro u3
TSDKEIBIX (peOPHUITBHBIX MPUCTYIIOB IPON30LITA ACITHPALIHS JKEeTYIOYHBIM
COZIeP’)KUMBIM, €i IOHa{00MIIaCh NCKYCCTBEHHAsI BEHTUIIALMA JITKUX U BBEICHUE B
HCKYCCTBEHHYIO KOMY B TeUeHUE IISITH AHEH. [IpopomkuTenbHble IpUajku He
HAHECIH JIOTIOTHUTENbHBINA JONTOCPOUHBINA Bpes ee 310poBbio. Ceifuac MBI Beerna

o L1
HOCHM ¢ c0o00i Muna3zonam, 4To0bl KYITHPOBATh NPOIOIDKUTEIbHBIE IPUCTYIIBL
— inv dup del 8p (p21), 4 rona
[11 >
Ha BTOpOI1 IeHb XU3HM OBUT AITH30]] CYA0pOr, HO 00JIee OHU He MOBTOPSUIHCH

BIUIOTH JI0 JIEBATHAALATH MecsueB Ki3HU. DOI mokaszana aHOMaJIbHYI0 aKTHBHOCTb

L] .
Mo3ra , — inv dup del 8p (p21)

“ K nBammath mepBoMy MecsILy KH3HH y Hee yKe CIydruIoch aa npucryma; 3930 1
MPT Obi B HOpME " dup del 8p (p21)

u I'onoBa u rosioBHON MO3T

Y MHOrux Jereil Ipu poxkKACHUN OTMEYAJICS YBEIIMYEHHBI pa3Mep POJHUYKOB MIIH
pacxoXAeHUe KOCTEN deperna.

Y HEKOTOpBIX JeTeil OONBIION POIHIYOK 3apacTall MEIUIEHHO. Y NIPyroi 4actu
JieTeil KOCTH Yepera CpacTalich CIUIIKOM OBICTPO (TaK Ha3bIBAEMbIH
kpannocuaocto3) (Unique). IIprMepHO y TOIOBHHBI JeTel roioBa nMena

HecTaHIapTHYo (hopMy min pazmep. Haubornee 4acto oTMevaInch Takue
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nedopmanuu kak Opaxuedanys (YIUTOMEHHBIN 3aThUIOK) WM IUTaruonedatms
(acuMMeTpUYHOE YIUIOIIEHNE OHON U3 CTOPOH ueperna). OObIYHO 1TOJ00HbIE
Je(heKThl NCIPaBIISIOTCS HOIICHNEM CIEeIUaIbHO MOA00OPaHHOT0 OPTONEIHIECKOTO
nuieMa. Y HEKOTOPBIX JIeTel rooBa Oblia CIMIIKOM MalleHbKOH (MHUKporedanus),
JTUOO0 CITMIITKOM OOJNBIION (Makporehans).

(1]
M3navansHo y peGeHKa HaGJ’I}OI[aJ'IaCL rmamoue(bannﬂ C OTKJIOHEHHEM B 24 MM,
O/ITHAKO ITOCJIC UCITIOJIb30BAHUA OPTONEANYCCKOIO NIJIEMa OHO COKpPAaTUJIOCh

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

(17
B MutazieHueckoM Bo3pacrte y Hee Oblia Makporehaiusi, HO ¢ BO3pACTOM 3TO CTaJO
1L .
MeHee 3ameTHo , — inv dup del 8p (12p), 9 ner

MarnutHO-pe3oHancHast Tomorpadus (MPT) ronoBHOro Mo3ra MokeT He BBISIBUTB
HaJIMYMe aHOMAaJIMK MO3Ta, HO TI0 TJAHHBIM MEIMIIHCKOMN JInTepaTyphl okoio 80%
nereii ¢ Inv Dup Del 8p umeror BpokJieHHbIE TOPOKH T'OJIOBHOTO MO3ra. OTO
MOATBEPXKIAIOT JJaHHbIE, IPEIOCTAaBIICHHbIE WieHaMu Unique: COTIacHO
pe3yabpTaTaM ompoca, y 24 u3 28 nereil BHIIBICHBI Pa3IHYHbIC IOPOKH, U ele 25
nereii B 0aze naHHbIX Unique Taxke UMEIOT BPOXKICHHbIC aHOMannu Mo3ra. (Garcia-
Santiago 2015; Unique). [lequaTtp 1 HEBpOIOr pa3bsCHAT BaM, KaKUe MPOSBICHHS
MOT'YT UIMETh 00OHapy)KEHHbIE aHOMAJIMH, U KaKOe JICYCHHE MOXKET MOHAI00UTHCSL.

Hawubosee pacripocTpaHeHHON aHOMATHEH, KaK MO JAHHBIM MEIUIIMHCKOM
JUTEpaTyphl, Tak U 0a3bl Unique, sSIBISETCS HEOPa3BUTHE MIIU OTCYTCTBUE
Mo3onucroro tena (12 u3 28 ciayuaes 1o pe3ysibraTam omnpoca; 23 ciydas B 0ase
nanHbix Unique). MozonucToe Teso — 3T0 My40K HEPBHBIX BOJIOKOH,
COEIMHSIIOLIMX IIPABOE U JIEBOE MOIYIIAPHS TOOBHOTO Mo3ra. OHO MOMKET
orcyrcTBoBath (areHe3usi (AMT)) uiu ObITh HICTOHYEHHBIM M HEJJOPa3BUTHIM
(runortazus (I'MT)). DTo MOXKET IPUBOANTD K Pa3HBIM MOCIEACTBHAM. [Ipu aTOM
MO)KET HapyLIaThcs KaK YMCTBEHHOE, TaK U (hu3mdeckoe pazsurue. [lepBriM
nposiiieHueM AMT 0OBIUHO SIBIISIETCS] CYTOPOXKHBIN CUHIPOM (CM. pa3jien
Cynopoxusiit cuaapoM). Camy anomamniio (AMT) HEBO3MOXKHO HUCIIPAaBUTh, OTHAKO
MOXHO MOBJIMATH HA €€ CUMIITOMBI.

Taxoke CylecTByeT paa APYTUX aHOMAaJIUi pa3BUTHSI TOJIOBHOI'O MO3Ta:
YBEJIMYCHHBIE JKEeTyIOYKH MO3ra (IIOJIOCTH, 3aII0OJIHEHHBIC CIMHHOM 03I OBOH
KHUIKOCTBIO) (B 8 ciydasx m3 28 mo JaHHBIM HccienoBanus Unique); HeIOpa3BUTHE
MO3XKeYKa (4acTh FOJIOBHOT'O MO3Ta, OTBEYAIOIIAst 32 KOOPIUHALHIO IBIDKSHHUH 1
paBHOBecwue) (B 2 cimydasx u3 28 mo gaHHBIM uccienoBanus Unique; | caydait B 6aze
marabIX Unique); Kombromedanus (YBETHIeHHBIE 3aTUIOUHBIE POra OOKOBBIX
KEMyJOIKOB Mo3ra ) (B 3 ciydasx u3 28 mo JaHHBIM uccienpoBanus Unique);
TIepUBEHTPUKYIISIPHAS JISHKOMATSIHA (TIopaxkeHne (pa3MsArdeHne) Oeoro BemecTBa
(BHYTpEHHEE BEIIECTBO TOJIOBHOTO Mo3ra) (B 1 13 28 cirydaeB 1o TaHHBIM
nccnenoBanus; 1 cmydait B bJ1); ruaporiedanus (MOBBIIIEHHOE CKOTUICHHE
CIIMHHOMO3TOBOH JKUJIKOCTH B TOJIOBHOM MO3T€, YTO MOXET MPUBECTH K
TIOBBIIICHUIO BHYTPUYEPEITHOTO AaBJICHHUS; B 3TOM ClTydae MOXKET IIOTpeOoBaThC
ornepanys 10 YCTaHOBKE IIYHTa — TOHKOH TPYOKH, KOTOpasi MO3BOJISIET BBIBOAUTD
M3JIMIIEK KUAKOCTH 13 Mo3ra) (B 2 u3 28 ciydaeB 10 JaHHBIM HCCIIEIOBAHU);
cuHApoM JpHIH-Y oKepa (KHUCcTa B MO3KEUKE, KOTOPBIH OTBEYAET 38 PABHOBECHE)

(8 1 n3 28 ciiydyaeB 1o maHHBIM HccnenoBanus; | cirydait B B/1); 1 kucter
LIAIIKOBUIHOM *keme3bl (B 2 u3 28 cirydaeB M0 JaHHBIM HCclleoBaHus; | cirydai

B B/I).
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Kpowme Toro, y nereii Unique 0OHAPYXKUBAJIWCh U IPYTHUC AHOMAJIUH Pa3BUTHS
TOJIOBHOT'O MO3Ta: YBEIIMYCHUE OOJBIIION 3aTHUTOYHON MUCTEPHBI, MTOJTUMHKPOTUPHS
(aHOMaIHS, TPU KOTOPOM Ha ITOBEPXHOCTH MO3Ta MHOT'O MEITKUX U3BIJINH) U
HEIOpa3BUTHE JIOOHBIX JOJICH.

“ Korna eit 66110 6 Mecsires, eii nquarHoctupoBan AMT. Jleuenue He
norpeGoanocs -, - inv dup del 8p (p11), 10 et

“ AMT oGrapyxuu B mepBbie Hefemu xu3Hn -, — inv dup del 8p (pl11)

“ Zarpumok mmockuit CIIpaBa, a CBepXy UMEET OBaIBbHYIO opmy, cymus o KT-
CHUMKY. [ledekT ObLT CHITbHEE 3aMETEH, KOria OHa Obliia MaJieHbKOMU. Eif ObLTO
TPYIHO HOCUTH OYKH, IOTOMY YTO PacCTOSHHE OT IJ1a3a JIo yXa C IBYX CTOPOH OBLIO
pasHoe. Ceifuac HEMPOMOPIMOHAIBHOCTh MOXKHO CKPBITh BoJocaMU. Taxoke y Hee

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

(17 o
V Hee AB€ KHUCTHI B INMINKOBUAHOU KEJIC3C, HO CUMIITOMBI OTCYTCTBYIOT, IIO3TOMY
v ”» .
HET moBojia Jyist OecrokoiictBa , — inv dup del 8p(p21), 4 rozaa.

(17 . .
KT-cHUMOK ToKa3al, 4To y He€ paclIupeHHbIe KeTyJOuKd Mo3ra. Takxke y Heé
HEMHOTO OOJIbIIIC KUAKOCTH B MO3T'€, UM JIOJDKHO OBITh, HO 3TO HE BBI3BIBACT

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

3abosieBaHusi cepaua
IIo naHHBIM MEIUMLMHCKON JIUTEPATyPhl BPOKICHHBIN IOPOK CEpALIA BCTPEYAETCs B
25% ciyuaes. Y unenoB Unique 3a0oneBaHus cep/ila BCTpedaroTcs yame: y 14 u3
29 nereit (mpumepHo 50%) 10 TaHHBIM HcclenoBaHus U B 18 cinyuasx B 6ase
nanHblX Unique. HexkoTopble neTH UMEOT Ooliee 4eM OIHY IaTOMOTHIO Cepia.
(Garcia-Santiago 2015; Unique)
Haubonee pacnpocTpaHeHHBIMH aHOMAJIMSAMU CepLa SBIIOTCS Oe(EeKT
Mexnpenacepanoi neperopoxu (JIMIII) (Hanudue onHOro win 6oiee OTBepCTUs
MEXy BEpXHUMHU KaMepaMu ceplia) U eeKT MEeXIKEITyI0UKOBOH eperopoaKy
(JAMXKIT) (masmnuue ofHOTO WK OOJiee OTBEPCTHI MEXTy HIIKHUMU KaMepamu
cepaua). Y HEKOTOPBIX AeTeil HaOlltoaeTcs Cy)KeHHe apTepuH U ee KialaHa, yepes
KOTOPYIO KPOBB IIOCTYIAET B JIeTkue (cTeHo3 nérounoit aprepun). AMIIIT, AMXII u
CTEHO3 JIErOYHOMN apTepUu MOT'YT OBITh YaCThIO 0O0JIee CIIOKHON BPOXKICHHON
aHOMaJIMHU cepaua - Terpanpl Pano, KOTOpYIo OOHAPYKMIN y HECKOIBKHX JIETEH ¢
inv dup del 8p.
B xoxe uccnenoBanus Unique y 9 u3 29 nereit 6pu1r 00HApY>KEHBI ITYMBI B CEP/IIIE.
Takue nrymMsr MOTYT OBITH BBI3BaHBI TIOPOKOM cepamna, Hampumep, JJMIIIL, Ho oueHb
9acTO OHM HE UMEIOT KaKOH-JIN00 cephe3HOM MPUIUHEL. B sTOM cirydae
HEOOXOANMOCTH B MIX JICUCHUH HET.

Kpome Toro, y HEKOTOpBIX JeTeH MOCIe POXKICHUS COXPAHSITICH (eTalbHbIC
KOMMYHHKauu. IIpoTok Mexay aopToi U JIESFOYHOH apTepHUEH, 0 KOTOPOMY KPOBb
TIOCTYTAET B JIETKHE, OOBIYHO 3aKPBIBACTCSI Cpasy mocie poxaeHus. Eciau o
0CTaeTCs OTKPHITHIM (OTKPBITHIN apTepuaibHbIid poTok - OAIl), B nerkne
TIOCTYTAET N3JIMIIHEE KOJIMYECTBO KPOBH, @ CEp/ILe BHIHYKAEHO paboTaTh C
OombInei Harpy3Koil. ITo OBIJIO OTMEUEHO Y HECKONBKHX AeTei. OTBepcTHe MEXIy
JBYMsSI BEpXHUMH KaMepaMH Cep/Iia, OTKPBITOE Y TUI0/Ia, Ha3bIBAETCS OBAIBHOE
okHO. Eciii oHO He 3akphIBaeTcs B EPBBI TOA KHU3HU (OTKPHITOE OBATBHOE OKHO —
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000), mporcxoauT cOPOC KPOBH U3 JICBOT'O MPEICEPANS B IPaBoe. ITO
HaOII01aNIOCh Y HECKONIBKUX sieTelt Unique.

Jpyroii cepednoli anoManuei, 0OHapyXEHHOH Y OJTHOTO WM ABYX JeTei ¢ inv dup
del 8p, sBisiercs aekcTpokapaus. JekCcTpokapaus — 3epKaIbHOE PaclooKeHUE
cepana (B mpaBoil 4acTy rpyaHoH KieTkn). Cama 1o cede JaHHas aHOMAaJIsl OOBIYHO
HE TPEJICTABISIET OMACHOCTH sl 30pOBbsi. OHA MOXKET COYECTATHCS C MONHOM
WHBEpCHEH BHYTPEHHUX OPraHOB, KOTJa B OPIOIIHON MOJOCTH ANMCHANKC U MeYCHb
PpacronoXKeHbI CIIeBa, a KeIyI0K cripaBa. HeKoTopbie AeTH pOAMITUCH C
JIBYCTBOPYATHIM A0PTATBbHBIM KJIATTIAHOM.

B jeveHunn yKa3aHHBIX MATOIOIHH CEPACUHO-COCYIUCTON CHCTEMBI UCIIOIB3YETCS
WHIUBHMIYAIBHBIN MOX0/. 3a4acTyI0 HEOOXOMM TOJBKO PETYISPHBIH KOHTPOJb 3a
cocTosiHHEM pebeHKa, ¥ BO MHOTHX CIydasx Mpodsema pasperraercs
CaMOCTOSTEIILHO B XOJI¢ pa3BUTHs pedeHka. [Ipu HeoOX OMUMOCTH MOXKET OBITh
HA3HAYCHO MEIMKAMEHTO3HOE WU Xupyprudyeckoe jieuenue. (Guo 1995; de Die-
Smulders 1995; Kostiner 2002; Masuda 2002; Santiago 2014, Garcia-Santiago 2015;
Unique).

BUITENdO(HU BeXOHUITUTIIA

(17 o

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

L) .

0CTaJICs, HO XUPYPIUICCKOr0 BMEIIATEIbCTBA MOKa He TpedyeTes —, — inv dup del
8p (11p), 5 ner
(17

VY nee ecth HeOopmoe OOO. Hair kapIuoior CYUTAET, YTO OCCIIOKOUTHCS HE O

LL) .

yeM. OH yBepeH, 4TO OHO 3aKpOeTcsi caMo 1o cede K AT rogam , — inv dup del
8p (pll), 3 roma
(17

OH POoaAnJICA C ABYCTBOPYATHIM aOpPTaJIbHBIM KJIallaHOM, U Y HETO 6])1.]'[0 MaJICHBKOC

OTBEPCTHE B BEPXHEH YacTH cepra, KOTOPOEe 3aKPhIIOCH camo o cede ¥ inv dup
del 8p (p12)

(13

VY Hee 6bUIO MAJICHBKOE OTBEPCTUE B CEPALIE, U IIOITOMY BBICITYIINBAIIUCH IIIYMBI.
bbla npoBeeHa TMarHOCTHKA, U3-3a €ro MaJICHbKUX Pa3MEPOB JICUEHHS HE
TpedoBaJIOCh, M HAM CKa3aJld, YTO OHO 3aKpoeTcs ¢ Bo3pacToM. HenaBHO

MIPOCITYIIANIN €€ CepIe U IIyMOB HEe O0OHAPYKIIN ¥ —inv dup del 8p (p21), 16 ner

[11 o o

Ha niepBoii Heenu )KU3HM OBUT ANATHOCTHPOBAH Ae(EKT MEXIKEITyI0UKOBON
neperopoaku (JAMXKII) u terpaga @amro. Onepaliiro MpoBeNr B CeMb MecsIeB. B
Oyaymem norpedyeTcs ele oHa Oeparys 1o 3aMeHe KJlaraHa JITOYHOH

apTepuu ? —inv dup del 8p (p21), 8 ner
“ Ha nesitom Mecsine GbUIO npoBeneHo xupyprudeckoe gedenne JIMIIIL. Ceituac, B
BO3pACTE MIECTH C MTOJTOBUHOM JIET, BCE B TTOPSIIIKE Y Inv Dup Del 8p (mosaic)

AHOMAJINH CKeleTa
Takne aHoMamnu cKenera Kak CKonrno3 (00KOBOE MCKPUBIICHHE TIO3BOHOYHUKA),
ku(o3 (MCKpHUBIIEHHE BHITYKIOCTEIO HAPYXKY, (hopMUpOBaHKE TOpOa) 1
Kkr(ocKoImo3 (KOMOMHAINS CKOIMO03a U Ku(o3a) 0OHAPYKESHBI Y MIECTH U3 ACCATH
MAIMEHTOB MO TaHHBIM MequIHCKoN smTepatypsl (Feldman 1993; Guo 1995; de
Die-Smulders 1995; Devriendt 1999; Garcia-Santiago 2015). 3Tu naHHBIE CXOXKH C
pe3ynbTatamu nccienoBanuii Unique.: cKonno3 BeTpedalicsi Hanbonee yacto — B 12
ciydasix; kuo3 — B 1 ciaydae; KH(pOCKOIN03 — B YETHIPEX CIydasix; CHHAPOM
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BUITeWdO(HU EBXOHUITUTOIA

(PMKCHPOBAHHOTO CITMHHOT'O MO3Ta (HIDKHSISL YaCTh CIIMHHOTO MO3Ta OOBIYHO JIE)KUT
CBOOO/IHO B TIO3BOHOYHOM KaHaJle, HO B HEKOTOPBIX CIIydasix OHa OKa3bIBAETCS
TIPUKPEIUIEHHON K O/THOW M3 OKPYXXAIOLIUX €€ CTPYKTYpP) — B JBYX CITydasix;
cakpasbHast ssMKa (YIITyOJIeHHe WIH OTBEPCTHE B KOXKE B 00JIACTH MEXbATOIUIHOMN
CKJIaJIKM) — B OIHOM ClIydae; paclieryieHue MO3BOHOYHHUKA U CIMHHOTO MO3ra -
«spina bifida» (pacmeniaa B CHMIHHOM MO3T€ ¥ TO3BOHOYHUKE M3-3a HEMIPaBUIEHOTO
BHYTPUYTPOOHOTO Pa3BUTHUsI HEPBHOM TPYOKH) — B OHOM citydae. «Spina bifiday
TaK)Xe MOXKET SBJISTHCS NPUUUHON CHHApPOMa (PUKCHPOBAaHHOTO CIIMHHOTO MO3Ta.
[Tpyu4nHO# NCKPUBIIEHHS TTO3BOHOYHNKA MOJKET CTaTh HApyLIEHHE MBIIIEYHOT O
TOHYCa, 8 B HEKOTOPBIX CITydasix — CpalleHle WM HelpaBUIbHOE ()OPMUPOBAHUE
103BOHKOB. C BO3pacToM MCKPHBJIEHHE TO3BOHOYHHKA YaCTO MPOrPECCUPYET U
TpeOyeT THIATEeIBHOr0 HAOIIOICHUS.

Hckpusnenune yeyar ¢ moMouiblo GU3MYECKOi TepaIu, JieueOHON PU3KYIbTYpBI
i xopcera. [Ipu BBIpaKeHHOM MCKPUBIICHUH MOXKET TOTPEOOBATHCS ONIEpaLust [0
(pMKcayy ITO3BOHKOB W BBINPSMIICHUIO TO3BOHOYHHKA MPH ITOMOIIN CTEPIKHEH.
Takoe JiedeHne MpOLUIN HECKOJIBKO ydyacTHUKOB Unique.

[pu curapoMe PUKCUPOBAHHOTO CIIMHHOTO MO3Ta YMEHBIIICHUE HATrPY3KH,
(usnueckas Tepanus ¥ JEKapCTBEHHbBIE MpenapaTbl MOT'YT OOJIErYUTh CHMIITOMBI,
HO B 0OJIee TSDKEIBIX CITydasiX ONepaiusi MOXKET OKa3aThCsl €IMHCTBEHHBIM

3¢ (GEKTUBHBIM METOIOM JICUCHUS.

“ M1 Hocwn OpTOIEAUYECKUN KOPCET, HO ceivac Halll OPTOIE/ CUYUTAET, UTO B
9TOM HeT HeOOXOIUMOCTH, TaK KaK CTEeIIeHb HCKPHUBJICHUSI T0O3BOHOUHUKA OYCHb
mauia. VIcKkpuBIIeHUsI TTO3BOHOYHMKA Y HEE CBSI3aHO C €ro MOBBIIICHHOM
NOJIBUYKHOCTBIO M3-32 HU3KOI'O MBIIIEYHOrO TOHYCA (TT03BOHOYHUK MOXKET
BBIIIPSIMUTBCSI, TAK YTO YrOJI HCKPUBIICHHUS COCTABIISIET TOJILKO 9 IpajlycoB, HO €CIu
OHa ycTalla ¥ HaXOJUTCS B TTOJIOKEHHUH CTOSI, TO YToJl UCKpUBJIEHHs jocTrraet 30

L .
rpajaycoB) ~, — inv dup del 8p (p11), 7 ner
(13 o
B mects ner eit Op110 poBEaEeHO 00CIe10BaHNE TTIO3BOHOYHUKA — OOHAPYKEHO
HEOOJIbIIOe UCKPHUBJIEHHE, BUIHOE TOJIBKO Ha PEHTTEHOBCKOM CHUMKE, U
L .
He3ameTHoe BHemrHe , — inv dup del 8p (pl1), 6 ner
[11 u o o
VY Hameli fouepu GYHKIHOHAIBHBIA CKONH03. OHA HOCHT OPTOIEINYECKUH
KOpCeT, 4TOOBI CKOPPEKTUPOBATh JeeKT. MBI Takke JenaeM YIpaKHeHUs 1
L] .
pactsokky -, — inv dup del 8p (pl1), 3 roma

“ HeGombImoii CKOMHO3 B HIKHEM M BEDXHEM OT/IENAX M03BOHOUHHKA.
Heo6xomumocTn B neueHny moka 9ro Het™, — inv dup del 8p (p12), 13 ner
}CKkonmo3 Hava NPOSIBISTHCS TOJNBKO ceifdac: y Hee HeOObIoe HCKPHUBIICHHE
MO3BOHOYHHKA, KOTOPOE MOCTENIEHHO YXy/Iaercsi. Mbl 3alMcalnuch Ha IIpUeM K
Bpauy " dup del 8p (p21), 16 ner

T3 . .
VY Heé 6bUT CHHAPOM (PUKCHPOBAHHOTO CITMHHOIO MO3ra. B 11Ba roza et caenanu
s¢dexTuBHYIO oneparuio. E1ie y Hee yMEpEeHHBIH CKOIMO03 B MTOSCHUYHOM OTAENE

[103BOHOYHHKA *, — inv dup del 8p (p22)

IIpobaembl ¢ cycTaBaMu
[IpobneMsl ¢ cycTaBaMu €CThb y OOIBIIMHCTBA YIaCTHUKOB Unigue. CormacHO JaHHBIM
nccnenosanus Unique 3a 2017-18 roma, mpobneMsl ¢ cyctaBaMu odHapyxmmm y 20
u3 28 nereii. 37



Oco0eHHO YacTo HAOIIONaeTCsl N30BITOUHAS TIOIBI)KHOCTH CYyCTaBOB (CHHAPOM
THIIEPMOOMIIBEHOCTH CYCTaBOB). XOTSI CHHPOM MOXET HUKaK He TPOSIBISITH CeOsl,
THIIEpPMOOMITBHOCTD HHOT/IA SIBJISICTCS] IPUIMHON OO0IH M HapyIISHUsI IBHKCHUS
CYCTaBOB U MBIIIII; TPABM, B TOM YHCIIC PACTSDKEHHS; M JIETKO BO3HUKAIOIINX
BBIBUXOB (CMEIIIEHHUE CYCTABHBIX TOBEPXHOCTEH APYr OTHOCUTENBHO Jpyra). Y
MHOTuX aereid rpymmnsl Unique Obu1 BBIBUX Oerpa.

JlaHHBIE MEAUIIMHCKOM TUTEpaTypa U ONbIT YUaCTHUKOB Unique CBUIETEIbCTBYIOT O
TOM, YTO 110 Mepe B3pocieHus nereit ¢ Inv Dup Del 8p yBenmunBaercst BeposiTHOCTD
Pa3BUTHS TPOTPECCUPYIOLIETO TUIIEPTOHYCA HOT (TTOBBIIIEHHOTO MBIIIIEYHOT'O
TOHYCa), KOTOPBIH, IIPH OTCYTCTBUH JICYEHHS, MOKET PUBECTH K Pa3BUTHIO
KOHTPaKTyp cycTaBoB. VIMEHHO MO3TOMY Ba’KHO CTUMYJIHPOBATh JETEH IBUTAaThCS
KaK MOKHO OOJIbIlIE, & TAK)KE Pa3BUBATh TACCUBHBIE JIBIKEHUS C TIOMOIIBIO
pacTspkku 1 (pu3uueckoii Tepanuu. KoHTpakTypsl cyctaBoB y neredd Unique Obun
BBISIBIIEHBI B paHHEM Bo3pacte. bonee ueM y monoBHHBI AeTelt crapiie 7 JeT
Pa3BUIMCh KOHTPAKTYphl CYCTAaBOB HIDKHUX KOHEYHOCTEH M Ta30BOTO M0sACa, YTO
OrpaHUYMBAIIO aKTUBHOCTh pEOCHKA M CHIKAJIO0 00bEeM JIOCTYIHBIX JBIKeHui. [Tpn
3TOM BBICOKMH TOHYC HE OTMEYAJICS B MBIIIIAaX BEpXHEN 4acTH Tefa , a B CycTaBax
PYK M IJIEYEBOro Hosica COXpaHsIach rUIepMOOHIbHOCTE. OHAKO y OTHOTO
pebenka Unique Habnioganack MaJIONOABIKHOCTD PaBOro JIOKTEBOTO CYCTaBa.

BUITENdO(HU BeXOHUITUTIIA

Y HECKOJBbKUX )ICTeﬁ OTMEYECHBI U30THYTBIC U TIOBEPHYTHIC BHYTPL CTOIIBI, YTO
TUIMYHO ISl 9KBUHOBApYCHOM KOocoanocty (Kocomnarocth) (cM. pazzuen Kuctu n
cTombl). Y OHOr0 MajbuuKa ObLIa MaTolorus HajKoleHHUKa («patella altay) , mpu
KOTOpOH HAJKOJICHHUK HENPaBUILHO Pa3BUT U HAXOJUTCSI BBILIE CBOETO OOBIYHOTO
MECTOIIOJIOKEHH s, BHE KOJIGHHOT 0 cycTaBa. EMy nmorpeboBaiiach orepariusi.

Mertozp! JIeUeHUS 3aBUCAT OT KOHKPETHOr0 cocTosiHUsL. HekoTopele neTu Hocuinu
OpTe3bl AJIsl TOJIEHOCTOITHOTO CYCTaBa, YTOObI CKOPPEKTUPOBATD MOJIIOKEHUE CTOIIBI
1 00JIETYUTH XOABOY MM HAXOXKACHUE B TIOJIOKEHUH CTOsA. ONUH MaJIbUYHK ITOTYIHIT
Tepanuio B BUIE HHBEKINH OOTYIOTOKCHHA IJIs CHYDKEHHS THIIEPTOHYCa
MKPOHOKHBIX MBIIIII.

Cewmb nereit Tpymmbl Unigue TIepeHECTH OTIEPAIIAO MO YITHHEHHIO TTOIKOIEHHOTO
CYXOXKWJIMSI M IPUBOIAIICH MBIIIIIBI C PA3INYHOM 3()(HEKTHBHOCTHIO (CM.
komMeHTapun Huwke) (Hongell 1978; Jensen 1982; Fryns 1985; Kleczkowska 1987;
Barber 1994; de Die-Smulders 1995; Unique).

YaanHeHue npuBoAsie MbIIIIbI

[IpuBopAIIIE MBIIIIIEI OTBEYAIOT 32 cBeZieHHe HOT. OHU KPEeTISATCs K BHYTPEHHEH
CTOpOHE Ta3a M BepXHel yacTu 6eapeHHoit kocT. Eciin HaTshkeHNe MBI CIHUIITKOM
CHIIbHOE, HOTH Balllero peOeHKa OyIyT CKPEIIMBAThHCS B TIOJIOKEHUU CTOSI, TAKIKE €ro
0epo MOXKET ITOTHOCTHIO MITH YACTUYHO BBIUTH U3 CyCTaBa (TIOJHBIA WITH
YaCTUYHBIA BBHIBHX). Bo BpeMs orepanuy Ha IpUBOJISINEH MBIIIIE YIUTHHSIOT
CYXOXFITHUSL, KOTOPBIE COSTUHSIOT MBIIIIIBI C TA30BOH KOCThIO. OOBIYHO mTOCe
OTIepaIyH IETH HOCAT TUIIC B TEUCHUE HECKOIBKUX HENENb, a 3aTeM TYTOp B
TeYEHNE HECKOIBKUX MECSIIEB.

YainHeHue MbILIL 3a/Heil MOBepPXHOCTH Oepa

MpImis! 3a1He# MOBEPXHOCTH Oeipa COSAMHSIOT Ta3 C 3aTHEH JacThIO KOJICHHOTO
cycraBa. Ecny 3TH MBITIIIE CITAIITKOM HATIPSKEHBI, peOEHOK HE MOXKET CTOSITh
npsiMo. Bo BpeMst onepaliny CyXOxKWIIHSI MBIIILL, PACIIOIOKEHHBIX MEKIY Ta30M U
3aJIHEN YacThIO KOJIEHHOIO CyCTaBa yIUIMHSIOT Ui pa3pe3atoT. [locne onepanuu
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BUITeWdO(HU EBXOHUITUTOIA

pe6éHOK HOCHUT TUIIC B TCUCHUEC HCCKOJIBKHUX HCJCJIb, a IIOCJIC OTOr0 HaKJIaJbIBacT
IIWHY Ha HOYb U HAa BPEM: OTJbIXa B TCHCHNE HECKOJIbKUX MCCAIICB.

“ S BinKy, UTO MBIIIIIB 3a/THEH TOBEPXHOCTH GEIpa CTAHOBATCA Golee
HaIpsDKEHHBIMH, U (POPMHPYIOTCSI KOHTPAKTYPHI B KOJICHHBIX cycTaBax. Houbro mim
BpEMs OT BpEMEHH TIPH OIPEEIEHHBIX Harpy3Kax, HalpuMmep, 1Mociie HaXOKACHHUS B
BEPTUKATH3ATOPE, € MBIIIIIEI CTAHOBSITCS OYeHb PUIHAHBIM *, — Inv Dup Del 8p
(pll), 8 mer

(1] o
MBIH_IHBI 3aIHCHU TOBCPXHOCTHU Gez[pa OCTAJIMCh HATAHYTBIMH.
bruta ornepanusA 1o yaAJnHCHHUIO U IEPEMECIICHNUIO CYXO0KUIINA

Ha JIeBOii cTome u ogpukke. Horu ouens craGbie i Xy/sie », —
Inv Dup Del 8p (pl1), 5 ner

“ Ou Hocur LIMHY JHEM U HOYbIO, U 3TO IIOMOracT eMy
COXPAHATH JUIMHY UKPOHOKHBIX MBIIIII, [I0OKA OH YYHUTCS
XOAUTH. JIHeM IIMHA moMoraer yJAep KUBaTh paBHOBECHE. DTO
MO3BOJIMT MPEIYNPENTh YXYALICHUE B OYIyIIeM, a TaKkxKe
YCTPAHUTh UMEIOLLYIOCS JIETKYI0 CKOBAHHOCTD B €0

TOJICHOCTOIIHBIX CyCTaBax Y Inv Dup Del 8p (p11), 2 roga

2 rona

“V Hee Gbima Onepartis 10 yITHHEHHIO aXHILIOBA CyX OIS,

OCTEOTOMHS IIPABOro Oespa U OCTAIKTOMUS (TpHU pasa), TaK Kak He yIaBajIoch
yCTpaHHUTh BBIBUX Oenipa. B Bo3zpacre Tpex-ueThipex JieT OHa OT HEe4ero Jienathb
MOI/Ia CMEIATh YACTH KOJICHHOrO CyCTaBa i 0OPAaTHO BIPABIISTH HX -, — Inv Dup
Del 8p (p12), 20 et

(11 .
E€ roneHoCcToNnHbIe CyCTaBbl OYeHb CKOBAHHBIC, CTHOaHNE U pa3rubaHre B HUX
CHJIBHO OrpaHn4eHo. B To e Bpemsi, e€ npaBas HOra IpH Xoap0e 4acto

BBIBOpPAUMBAETCA HAPYXKy. J[pyrue cycTaBpl TrUMepMOOUIbHBIE ? Inv Dup Del 8p
(p21), 16 ner

“ MBILIIIE! TIOKOTEHHOM 06IaCTH 1 0BACTH NOABDKEK OUEHb HATIPSDKEHDI -, —
Inv Dup Del 8p (p22)

Kueru u cTonbl
HexoTopbie pouTenu 0TME4al0T HEOOBIYHOE CTPOSHHE KUCTEH U CTOIL.

Kucru MoryT GbITH HEOOBIYHO MaJICHPKUMH C KOHHYECKHMHU NajblaMu. MHorna
NaJIbIBl HICKPUBIIEHB! (KITMHOJAKTHIIHS), @ HOI'TH MOTYT OBITh HEIOPa3BUTHI
(TunorutacTHYHB). Y HEKOTOPHIX MJIAJCHIIEB U JeTel HaOII0Ial0TCs TITyOOKHe
JIUHAY Ha JTaJ0HAX (M Ha mogomBax crom). Heckonsko nereit rpynmnsl Unique u
onIuH pebEHOK, CiTydail KOTOPOro OIMMMCAaH B MEAUIIMHCKOM JTUTEpaType, UMEIH
aHOMAaJIAX OOJBIIOTO MANBIA KUCTEH, B TOM YHCie Ba peOEHKa MMENH JTHITHAN
OornpImoit maner (copMUpOBaHHBIH ITOTHOCTHIO MITH YaCTUYHO). OmHOMY peOEHKY
YIAJIWIIN JTUITHAN 00JIBII0H masen B aMOyJIaTOPHBIX yCIOBHSAX.

IIpumepHo nonoBuHa aereit rpynnsl Unigue UMEET IIIOCKOCTONUE. Y HEKOTOPBIX U3
HHUX OTMEYaIach TUIIMYHAS JUIs KOCOIATIOCTH 1e)OPMAIIHS CTOITBI
(9KBHHOBapycHast) , IPUBOAAIIAS K W30THYTOMY MOJIOKEHHIO CTOITBI, KOTAa HOCKH
CMOTPST BHYTPb. MIHOTIa MaNbIbl OBUIN CIMIIKOM KOPOTKHMH (OpaxuaaKTHITHS),
N30THYTHIMH, NEPeIICTAIONMMUCS, TieperronyaTsiMi. Ha crore Mor ObITh GONBIION
MIPOMEXYTOK MEXy OOJNBIINM MajblieM U BTOPBIM MANbLEM HOTH (CaHAaIeBUAHASL
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miens). HOra HaOJIroTalTich HCTOHYEHHUE U peOpuctocTh Hortel (Vermeesch 2003;
Garcia-Santiago 2015; Unique).

3a4acTyro 3TH aHOMAJIMU HE MPUBOJAT K CEPhE3HBIM HAPYIIEHHUSM Y IeTei U
TpeOyIoT eueHus. J[eTsiM ¢ MIOCKOCTOIMEM MOI'YT IIPHHECTH MOJIb3Y CTEIbKHU JUIS
KOPPEKITHHU TTOJIOKEHHUS CTOIBI. [IpH KOCOIamoCTH MOXKET OBITh MMOJIE3€H MacCax,
(u3nyecKas Tepanys U B HEKOTOPBIX CIIydasx - HAJIOKEHUE IMHBI sl KOPPEKIIMU
(dop™mer cTomsl. Takoe jieueHne B psjie CAydaeB MO3BOIET H30EKAThH
HEOOXOAUMOCTH XUPYPTUUECKON KOPPEKIIMH U TUIicoBanus. Jleuenue s pebEHka
MoAOUpaeTCst UHAUBHIYAIbHO, M B HEKOTOPBIX CIyYasX XHUPYPrHYECKHl METOJ
Oyner HanOonee 3(PPEKTUBHBIM.

BUITENdO(HU BeXOHUITUTIIA

“V Heé ouenp MaTeHbKIE KICTH JUIS €8 BO3PACTA U OYEHb MAJICHBKIE y3KHE CTOIIEL,
KOTOpBIE T10X0 pacTyT. OHa HOCUT OJIMH pa3Mep yxke ueTbipe rofa. Ee cromsl
CITUIIIKOM BBIBEPHYTHI BHYTpPb, M OOJIBIIION MaJiel] MpaBoi HOTH Ternepb U30THYT
BIPABO (JUIs1 KOPPEKIIUK MBI UCTIONB3YeM (pUKcaTop sl manbla). Y He€ Obuia
aMHHOTHYECKasl IEPeTsKKA Ha JIEBOM HOre, U3-3a KOTOPOH y Hee HeJlopa3BHUTa YacThb
nainblieB. B pesynbrate, HorreBas (asianra 6obInoro naibla aedopmupoBana, a
HOI'TH Ha CPeIHMX MajbIlaX OTCYTCTBYIOT coBceM. Ellie y Hee mepenoHvaTsie

MasTbIgs! (Bce, KpoMe GOMBIIOro Majibiia), Koa JOXOIUT 10 IePBOro CycTaBa -, —
Inv Dup Del 8p (p11), 7 ner

“ JlnmuHHas HorTeBas ruiatuHa. [laibiibl O4eHb TOHKHME U JUIMHHBIC, KaK Y TIHaHKUCTA.
Jlajonsb y3Kasi, pacCTOSIHUE OT 3aISICThsI 10 OCHOBAHMUS MaJIbIIEB OY€Hb KOPOTKOE, HO
MBIl TIPU OTOM JUIMHHBIE, TOITOMY JIAJIOHb BBITJISIUT HEMTPOITOPIIMOHAIBHO.
OueHb TOJICTHIC JIOMKHE HOrTH. Ha o/IHOM cTore ceiiuac MoCTOSHHBIN OTEK, Ha
06eHX 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 MeIeHHO. B §8-nmeTHem Bo3pacte oHa HOCHT 25,5 pa3Mep JeTCKOM

o6yeu °, — inv dup del 8p (p21), 8 ner

(13 o
VY Hee IeWCTBUTEILHO MaJICHbKHE KUCTU M CTOIIBI, HO HE HACTOJIBKO, YTOOBI OHA
WCTIBITHIBANA KaKue-TnOo TpyaHocTr. OHa ObLTa B OONBHUIIE TONHKO OAWH Pa3, U TO

Ha aMOyTaTOPHOM JICUCHUH, KOTJa € yAaIrIi JIUIITHIA OOJBIION majerl ”, —inv
dup del 8p (p21)

NHdexuun noyexk 1 MOYEBbIBOASILIMX IyTel
VY nereii BcTpedaanch HeOONbIINE aHOMAINH PA3BUTHS TIOYEK, B TOM YHCIIE -
YBENIMYCHHE ONHOW WIIN JABYX MOYEK (THAPOHE(PO3) N3-3a CKOIUICHUS MOYH BHYTPH
MOYKH. B HEKOTOPBIX CITydasx MOYKH OBIIIM MEHBIIIE, YeM OOBIYHO, HIIM MMENN
TOKOBOOOPa3HyI0 GopMy (KOTa HIKHHE TIONFOCH IBYX OTAEIBHBIX TIOYEK
coenuHsOTCS, pruodperast U-o0pasHyo (T01K0Bo0Opas3Hyto) hopMy). AHOMATIHN
MOYEBOTO ITY3BIPSI BCTPEUYAINCH OYEHb PEIKO, B TOM YHCIIE H3MEHEHHE (OPMBI
MOYEBOT0 MY3bIps ( (popMa «enKwm»), yBeTHIEHHE pa3Mepa MOYEBOTO Ty3bIpsI.
OOBIYHO 3TV U3MEHEHHS ObIIIM HE3HAUNTEIbHBI ¥ TPEOOBAIN TOIHKO HAOMIOCHUSL.
B neuennn HeoOX0MMOCTH HE OBLIO.

Y HEKOTOpPBIX MJIA/ICHIIEB U AETeH HAOIIOAINCH PEUINBUPYIONINE HH(OEKINN
MoueBbiBosimux myreit (MMBII), naxe ecnmn Ha MPT He 6p110 00Hapy:KeHO
HUKakuX aHomanuid. Takne nH(eKyn 1eyaT aHTHONOTHKAMH, HO, B 0CO00 PeAKHX
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CITy4asx, YTOObl YCTPAHUTH CKOIUICHUE MOYH U MPEIOTBPATUTD
MOBPEXKICHUE MOYKH, TpeOyeTcs BBOA KareTrepa (10 JaHHBIM
Unique).

Cayx
XOTs TYroyXxoCTh HE SABISIETCS XapaKTePHBIM CHMIITOMOM inv
dup del 8p, HEKOTOpPBIC ETH U MIIQJACHIIBI HIMCIOT BPEMEHHOE
CHIDKEHHE CITyXa, CBSI3aHHOE C 3KCCYJIATUBHBIM CPEITHUM
otutoM. ['opasio pexe BCTpedaeTcs: OJHO- WIN IBYCTOPOHHSIS
HEWPOCEHCOpHAsl TYrOyXOCTh CPEHEH WM TSKEJIOH CTETeHH.
VY oHO¥ neBOYKHM ObLIa JBYCTOPOHHSIS KOHIYKTHBHAS
Tyroyxocts. Ilo cmoBaM poauteneii, HEKOTOpbIE JETH HE
MPOIILTH ayJIMOJIOTHYECKUI CKPHHUHT B TIEPUOJT
HOBOPOXXJIEHHOCTH, HO K JIBYM C TIOJIOBUHOM IojiaM HX CITyX
OBUT B TIOJTHOM TOPSIZIKE.

8 et

Jlyist ycTpaHeHUsI BpDEMEHHOIO CHI)KEHHMS CITyXa,
00YCIIOBJIEHHOT'O 9KCCYAAaTHBHBIM CPETHUM OTHTOM, YCTaHABJIHMBAIOT IIIYHTHI,
KOTOpBIE CHIDKAIOT JIABJICHHE B cpeiHeM yxe. OMHaKo Takoe JICUSHHEe IOMOraeT He
Bcerza. B peaxux ciydasix, npu AIUTEIbHON IMOTEpE CIIyXa, MOTYT TOMOYb
CITyXOBBIE anapaThl, KOTOPbIE MOTI'YT HA3HAYATh KAaK HA KOPOTKHIA, TaK U Ha
MIPOJOJDKUTENBHBIH MTpoMexyTok BpemeHu (Guo 1995; Unique).

Hekoropble 1eTH UMEIOT MPEIPACIIONOKCHHOCTh K OTHTaM, KOTOPHIC MOT'YT
COMPOBOKIATHCS CHIIBHOM OOJBI0 HAPYIICHHEM CaMOUyBCTBHSL. J{iist eueHus
OTHTOB MOXET MOTPEOOBATHCSA MPHUEM aHTHOMOTHKOB MJIM YCTAHOBKA IITYHTOB.
TTocKOMBbKY IETH UMEIOT PUCK 3a/IEPIKKH PEICBOTO Pa3BUTHS, JTHOObIE TIO03PCHUS
pomuTernel Ha HapyIICHHE CITyXa TPEOYIOT He3aMeTUTEIBHOrO 00CIeI0BaHNS 1
JICYCHHUs1, OPTAHU30BAHHOTO Ha JIOMY HJIH B IIKOJIC.

66 -
Eif Hazo ObUIO yCTaHOBUTH LIYHTHI B 002 yXa, TaK Kak [0 TpeX JIeT y Hee ObUTH
IIPOOGJIEMBI CO CITYXOM H3-3a CKOIICHUS KHIKOCTH B ymiax. ITocie jgedenus ciyx

npumen B Hopmy o, — inv dup del 8p (p11), 7 ner

“Vz-3a XPOHMUYECKOI'0 OTUTA €l YyCTAHOBWIM LIYHTHI HA OMH IoJ. Y Hee Jerkast
TYroyXOCTb CIIpaBa M yMEPEHHAs - CJIEBa, [IO3TOMY OHAa HOCHUT CIYXOBOMH ammapaT Ha
JIEBOM yxe. Bpaum ycTaHOBMIN, YTO y HEE HEZJOPA3BUTHE BOJIOCKOBBIX KIETOK B
yauTke yxa. Uepes HECKOIBKO JIET ei MOHaI00NTCsI KOPPEKIUS CIIyXa C ABYX

CTOPOH ? —inv dup del 8p (pl1), 3 roma

[11 o

B Bo3pacre 12-T1 MecsLeB OHa TIepeHeca OCTPbIi OTUT. B yeThipe roa oHa He
MPOIIIIA ayHOJIOTHYECKUH TECT B IIKOJIE, TIOITOMY €€ HalpaBHIIN K
OTOJIAPUHTOJIOTrY I obcenoBanus. Ceifdac eif 1Tk JeT, ¥ OHa 10 CHX MOp IUI0X0

CITBIIIINT, Ja)K€ C YCTAHOBJICHHBIMU B YIIIaX TPyOKaMH Y dup del 8p (p21)

13
V Hero ecthb HpO6HeMBI CO CITYXOM. HeKOTOpLIC N3 HUX MOT'yT OBITH CBSI3AHBI C
OKCCYAATHBHBIM CPEAHUM OTUTOM. JleBBIM YXOM OH HC CJIBIIIHWT. B ero IpaBOM yXxe€

YCTaHOBJICH IITYHT, a Ha JICBOM yX€ OH HOCHT CIIYXOBOH armmapar ” —inv dup del 8p
(p21)

I'naza u 3penue
[TpumepHo monoBuHA cemelt Unique coobmuia o mpodiaeMax co 3peHHEM H O

CTPYKTYPHBIX aHOMAJIMSIX TJ1a3a. i



Yarme Bcero y aereit 6pu1a 0nmzopykocts (Muonust) (7 3 29 ciaydaeB 1o JaHHBIM
WCCIIeIOBAHMS; TIATh CIydaeB B 0aze JaHHBIX). Jpyrue uMenu 1ansHO30pKOCTh
(rumepmerponwst) (2 u3 29 cirydaeB 1o JaHHBIM HCCIIEIOBaHMS; OAMH CiTydail B Oaze
JaHHBIX). Y YeThIpeX JeTel ObUIO IEeHTpaIbHOE HapyIIeHHe 3pEHHsI, KOTOpOe
BO3HUKJIO U3-3a NIPOOJIEMBI C TOJIOBHBIM MO3IOM, a He ¢ I1azaMu. OHoMy peGeHKy
OBLJT IOCTABJIEH JUATHO3 «clenoTa». OIHAKO ee POAUTENN CUUTAIIH, YTO OHA MOM@M
BU/IETH, HO HE MOKET TIOJIb30BATHCSI CBOUM 3pEHUEM. Y HEKOTOPBIX AETei ObLI
acturmMaTusM. Mx riasnoe 16J10K0 HAIIOMUHAIIO TI0 (hopMe cKopee MU Ul peroy,
4yeM (yTOONBHBIN MsT4, TO3TOMY MX 3peHHe ObUIO pa3MbITEIM. OUKH TOMOTaoT
JIETSIM BHAETh HOpMaibHO. OJTHAKO HEKOTOPHIE POJUTENN COODIIANIH, YTO X
peOeHOK Bce BpeMsl XOUET UX CHSITh.

OnHa TpeTh AeTel, y4acTBOBABIINX B MCCle0BaHN Unique, IMEITN KOCOTTIa3He
(cTpabusM) — cOCTOsIHME, ITPU KOTOPOM OJIMH WIIM 00a TJ1a3a OTKIOHSIOTCS
KHAPYXXH, BHYTPb, HAPYXKY, BBepX Wiu BHU3. Kocornaszue MoxeT ObITh MOCTOSHHBIM
WITH MOYKET BO3HHUKATh MIEPUOANYECKH, OCOOCHHO MPH YCTANOCTH. J[jisi KoppeKuuu
KOcoryasust ydacTHuKaM Unigue XOpOLIO ITOMOrajio NpUMEHEHHE OKKITIoIepa,
BBIIIOJIHEHUE CIICIHUAJIBHBIX pra)KHeHI/Iﬁ U HOLICHUEC OYKOB. O)IHaKO HEKOTOPLBIC
ciyyan cTpabusMa yaanoch CKOPPEKTHPOBATh TOIBKO XUPYPrudeckuM MerosoMm. I1o
MEHBIIIEH Mepe Y OJHOTO peOeHKa pa3BUiIach aMOIHoNus («JICHHUBBIH TJ1a3), 4TO
MOJKET OBITh CJIEAICTBHEM IOCTOSIHHOI'O KOCOIIIa3Hs OJJHOTO IJ1a3a.

BUITENdO(HU BeXOHUITUTIIA

Taxoke B MEIUIIMHCKOM JuTepatype u cpeau aeteit Unique ecmpeuanucy 1 apyrue
po0JIeMBI CO 3pEHHEM, B TOM YHCIIE HUCTArM (HEKOHTPOIUPYEMbIe ABIKCHHUS IJ1a3)
B LIECTH CiIydasix ¥ cHHApoM JlyditHa (HapylleHue I1a30iBUraTe’IbHoN QyHKIMN) B
IBYX CIydasx y JeTed. bpiin Takxke 3aperucTpupoBaHbl TaKUE pelikue 3a001eBaHus,
Kak KoJIoOoMa pay>KKi — MOPOK Pa3BUTHS LBETHOW YacTH IJ1a3a, IPH KOTOPOM
pagy’KKa BBITJIIUT KaK 3aMOYHAsI CKBaXKHHA; MUKPO(TAIBEMHUS (AHOMAJIBHO
MaJIEHbKHI pa3sMep IJ1a3a); IOBPEKICHUE 3pUTEIBHOIO HEPBA; aHOMAIIUU Pa3BUTUS
CeTYaTKU B 3aJHEH YaCTH IJTa3HOrO s0JI0Ka; KaTapaKThl; ITO3 (OIMYLICHHE BEPXHETO
BeKa, IPEILTCTBYIONIEE IIOJTHOMY OTKPBIBAHUIO T71a3a); U JaropTansM
(HEBO3MOYKHOCTB MOJTHOCTBIO0 COMKHYTh Bekr) (Guo 1995; Garcia-Santiago 2015;
Unique).

“V Hee KOpKOBOE HapylieHue 3peHusi. Eif 6onmbIiie HpaBUTCSI CMOTPETh Ha JIHIIA,
YeM Ha npeaMeTsl. Eif TpyiHO ceuTh I1a3aMu 3a IPOUCXOAAIINM, OHA HCIOJIB3YeT
nepudepudeckoe 3peHue, ITo0sI HabII0AaTh 3a ABIKCHUIMU. JlydIe Bcero s Hee
MYJIBTHCEHCOPHBIH 10X 0. MBI HCIIOIB30BAIN OKKITIOJIEP B TEUCHUE HECKOIBKUX
JIET, YTO XOPOIIIO IIOMOTIIO TIPH 3K30TPONHH (pa3HOBUIHOCTH cTpabm3ma). Taxke B
BO3pacTe OHOTO T0/la OHA MEPEeHecIIa ONEPALNIO Ha I1a3HoM Mblmie. Ceifuac oHa
CMOTPHT 000MMHU TIIa3aMH OJJHOBpeMeHHO. [IokazaTenb OleHKH ee 3peHUs B

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

TIEpeHeC OTEpPAIHIo Ha MTPABOM TJ1a3y MO TTOBOAY aMOIronuu 1 crpadusma. OH He
MOXET COBEpIIATH JBIKCHNUS TJIA3HBIMH S0OKAMH KaK 10 TOPU30HTAIH, TaK 1 110

BEPTHUKAJIH B ITOTHOM 00BeMe ¥ inv dup del 8p (p12), 13 net
“ Kopxosoe Hapyienue 3penns. Y Hee HET MPoGIeM ¢ IPOCTPAHCTBEHHBIM

3pCHUEM U OpI/ICHTaHI/Ieﬁ B IPOCTPAHCTBEC. YV Hee cHIDKEHA CKOPOCTb JABUKCHUS
TJIa3HBIX $I6.HOK, 1 OHa NO0JI’KHA MOBOpAavYnBaTh I'OJIOBY, 4TOOBI CJICOUTh 3a

npeameramu. OHa TI0XO BUIUT ¥ inv dup del 8p (p21), 16 mer
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(11

OuH 7133 IWI0X0 BUINT, JIETKOC KOCOIJIa3nue U MHUOIIKA IIPaBoro rjiasa,
acTHUrMaTh3M JieBoro ria3a. Hocur ouku. Ha IMPOTSKCHUM IMOYUTH YCTBIPEX JICT
JIEBEIH IJ1a3 3aKpbIBAJIM OKKJIFOACPOM Ha OJWH 4YaC B ACHb. C matu et OKKJIOJACP

yIKe He HCIIoNb30BaH , — inv dup del 8p (p21)

Hedo
VY nereii ¢ inv dup del 8p BbICOKOE /TOTHYECKOE HEOO BCTPEUATIOCH OYCHB YacTo, a
paciienuHa ryosl U Heba — KpaliHe pefko. AHOMaIMU pa3BUTHs Heba, B YaCTHOCTH
PpacIeNuHbI, MOTYT BBI3BIBATH MPOOIEMBI C KOPMIIEHHEM, CIIYXOM, POCTOM 3y0OB U
peubio. XUpYpruueckoe BMENaTeIbCTBO MOMOraeT He TOJBKO YIYUIIUTh BHEIIHUN
BUJI, HO M OOJIETYUTD WM JaKe MOJTHOCTBIO YCTPAHHUTH MO00HbIE TIPOOIEMbI
(Garcia-Santiago 2015; Unique).

(13 o o
VY nHee Pa3aABOCHHBIN He6Hbll/l SA3BIYOK, UTO MOXKET CBUJACTCIILCTBOBATH O HAJIMYUU
CKpBITOM paclieinHbl Heba. Y Hee TOCTOSTHHBIE POOJIEMBI C €101, OHa He

pasroeapuBaer. Oneparuu He 66110 °, — inv dup del 8p (pl11), 5 et

(13
VY Hero o4eHb BBICOKOE HE0O, KOTOpOE MelIaeT NpUHUMATh TuILy. OpTOIOHT
paccuuThIBa€T CKOPPEKTUPOBATH HEOO C MOMOLIBIO CIICLUATIBHOTO

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

“V Hee ouenp BHICOKOE HEGO, M OHA HE MOXKET XKEBATh nuiry. OHa He XKyeT, a
MPOCTO MPOIJIATHIBACT MHUILY HETUKOM. Y He€ ObUIO MHOI'O IIPUCTYIIOB Y/YIIIbS,
MIPEXKIEe YeM MBI ITOJTHOCTHI0 OCO3HAIM MPoOsieMy. Mbl Hauanu JaBaTh ei Oomee
MSATKYIO MUY U MEJIKO HapE3aTh €€. MEI YHUCTHM SIOJIOKH U rpymu, usmMejiibdas ux,

TaK Kak OHa He JIIOOUT KycaThb U MOXKET MPOCTO MPEKPATUTh €CTh ¥ inv dup del
8p (p21), 13 nmer

He3nauuTtenbHbIe AaHOMAJIMH Pa3BUTHS MOJI0BBIX OPTaHOB
HesnaunrenbHble aHOMAJIMU Pa3BUTHUS NTOJIOBBIX OPTaHOB MHOTIAa HAOIIONAIOT y
Manp4ukoB ¢ inv dup del 8p, eie pexe - y neBouek. OnbiT Unigue moKa3pIBaeT, 4TO
Y BOCBMH MQJIBYUKOB IIPU POXKACHUH SIMYKH HE OBUTH OITYIIEHBI B MOIIOHKY
(kpunTOpXU3M). SINUKH HAYMHAIOT OIYCKAThCS M3 OPIOLIHOI MOJIOCTH B MOIIOHKY
BHYTPUYTPOOHO, M K MOMEHTY POXKACHHUS OOBIYHO OKA3bIBAIOTCS B MOILIOHKE. Y
MHOTHX MaJIbUUKOB, Jake 03 XpOMOCOMHBIX OTKJIOHEHHH, SIMUKH OITyCKAarOTCS B
MOIIOHKY HE K MOMEHTY PO’KACHHS, a B TEUCHHE HECKOIBKUX MECAIIEB TIOCTIE
poxaenusi. Eciu 3Toro He MpoM301III0, TO SUYKH MOTYT OBITh OIYILIEHBI 1
TIPUKPEIUICHBI K MOIIOHKE XUPYPTUUECKUM IIyTeM (OpXUAOINEKCHs). Y IBYX
MAaJIbYMKOB HAOIOaIH THAPOIIETe (CKOIIICHUE XKHUKOCTH B 000JI0UKAX SIUYEK),
KOTOPOE MOXET OBITh YCTPAaHEHO C IIOMOLIBIO NPEHUPOBaHMUS. Y OIHOTO MaJlbulKa
Unique OBbI BBISIBIICH MaJICHBKHUN TIOJIOBOH WJIEH. JTO TaKOKe OIMCAHO B
MeIUIMHCKOH auTeparype. OnHa IeBOYKa POAHMIACE C ABYMSI MATKaMH U IByMS
BIaragumaMy. MHOTHE U3 TAaKUX aHOMANNI TaKkke MOTYT OBITh BBISIBIICHBI Y JIETEH,
HE NMEIOIINX XPOMOCOMHBIX HapymeHniH. OObIMHO OHM HE BBI3BIBAIOT CEPHE3HBIX
npo6siem (Kleczkowska 1987; Unique).

I'unepcaauBanus U CJIOHOTEYEHHE
3HaunTenpHOE KonmudecTBo poaureneit Unique (13 n3 29) ormeTHio, 4To y nerei
Ha0Ir01a710Ch N30BITOYHOE BBIIEJICHNE CITIOHBI (THIIEpCaTUBALINS) W/ WK
cioHOTeYeHne (cuasiopes) B OOJbIIeH mim MeHbIel crenen. B ogHoM cirydae 3To
BO3HHKAJIO TIepe T AMMIEIITHIECKIM IpUcTyroM. CIIFOHOTEYeHHE MOXKET OBITh
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CBSI3aHO HE C M30BITOYHBIM BBIJICTICHUEM CITIOHBI, & C TPYIHOCTBIO YACPKHUBATH POT
3aKPBITHIM WITH C HAPYLICHHEM TJIOTAHHS, YTO B CBOIO OUEPEIb MOKET SIBIIATHCS
CIIEICTBUEM HEBPOJIOTMYECKHUX HAPYIICHHH, TAKMX KaK LepeOpaibHbIil Mapaiuy Wi
YMCTBEHHAsI OTCTanoCTh. CYIIECTBYIOT Pa3IMYHBIC CIIOCOOBI JICUCHHUS TAHHOTO
cocrosiHus. [Ipu HEOOXOMMOCTH MOT'YT OBITh HA3HAUCHBI JICKAPCTBEHHBIC CPE/ICTBA,
HaNpUMep, IIACTBIPH, COMIEPIKAIIME THOCIIHH, HO HEOOXOIMMO YUHUTHIBATh PUCK
no604HbIX 3 hekToB. HekoTopble poauTean OTMETHITH, YTO CO BpeMEHEM
CIIIOHOTEYeHUE Yy ux aerei ymensimiock (Unique).

(1]
V Hee ObLTO OOMIILHOE CITIOHOTEYEHUE IIPpUMEPHO 10 10 JICT, HO OHO ITOCTCIICHHO
YMEHBIIATIOCH. CIIHOHU MHOT/IA TIOSIBJISIFOTCS B Yrojikax pTa, HO UX YK€ HE TaK

MHOr0, KaK panbie >, — inv dup del 8p (p21), 16 ner

BUITENdO(HU BeXOHUITUTIIA

I'pbiku
V HEKOTOpBIX JeTei OBUTH BBISIBICHBI IIAXOBBIC H/WIM MYMOYHbIE TphKU. O0 3TOM
€CTh YIIOMHHAHHE B MEIHUIIMHCKOIT tnteparype. IIpn HeoOX0MMOCTH, TPBIKH MOTYT
OBITh YCTPAaHEHBI C IIOMOLIBIO XUpyprudeckoro sMemarenscTa (Kleczkowska 1987;
Goa 1995; Unique).

Jo3uHOPUIBLHBII 330(arut
[TpumepHo nmonoBuHa poauteiei Unique (13 u3 29 10 maHHBIM HUCCIIEIOBAHMS)
COO0OIITHIIA, YTO UX JETSAM ObLI MOCTaBJICH AUArHO3 303MHOMMIBHBIH 330(arut (33),
XOTA B MC}II/IHI/IHCKOﬁ JIMTEPATypC HET YIIOMHUHAHUA O CBA3H JaHHOI'O AWarHosa c inV
dup del 8p. I1umieBos coeMHsIET POTOBYIO MOJOCTH C XKeITyIKoM. Bocnanenue
MUIIEBO/IA Ha3bIBaIOT 330(haruToM. Ero nHoria BeI3bIBalOT S303UHO(MIIBI (0COObIH
THI OEJIBIX KPOBSHBIX KJIETOK), B OOJBIIOM KOJIHYECTBE HAKAIUTMBAIOIIMECS B
CIU3UCTON 00010uKe muuieBoaa. CUMITOMBI 930(aruTa BapbupyOTCs B
3aBUCUMOCTH OT BO3PACTa, OHU TAKXKE MOT'YT HAIIOMHHATH CHMIITOMBI
racTpoasogaraibHOro peuitokca. JleTH MoryT oTka3pIBaThCA OT IpHeMa MHIIH,
YyBCTBOBATh TOIIHOTY, CTpaaTh PBOTOH 1 He Habupath Bec. IlonqpocTku MoryT
’KaJOBaThCs Ha OOJIb B )KUBOTE MIIU TPYIH, COMPOBOXKAAEMYIO PBOTOH. B3pocism
JIOISIM TPYIHO IJI0TATh MUY, a TAKKE Y HUX MOXKET BOSHHKHYTD OIIyIICHHE,
OyaTo OHa 3acTpsila B IMIIEBOAe. Jluera n j1eyeHne CTepOUIHBIMUA TOPMOHAMHU
MIO3BOJISIIOT KOHTPOJIMPOBATh CUMIITOMBI, 3a4acTyl0 TpeOyeTcs JIINTeIbHOE JIeUeHHe
JU1s PpOoGHIIaKTHKY peruauBa. [logpocTkaM 1 B3pOCIIBIM JFOISIM MOXKET OBITh
TIOKa3aHO OIePAaTHBHOE BMEIIATEIBCTBO, HAIIPABIEHHOE HA pacTsHKEHHE MMULIEBOA
(Furuta 2015; Unique).

T3

Hamemy ceiay moctaBmnu nuarao3 93, koraa eMy 60610 9 set. [IpuMepHo 3a 1Ba
WJIN TPH TOJIa JI0 TIOCTAaHOBKH 3TOT0 AMArHo3a y HEro Hayajaach pBOTA MO HOYAM pa3
B JIBe Hezenn. Hamr neauaTp cumTal, 9To 3TO HE CIMIIKOM YacTo, U BPS JIH
SIBIISIETCSI CEPHE3HOM MpoOseMoit. OTHAKO MOCTETIEHHO PBOTA CTaja TIOBTOPSITHCS
Bce yame. Ham perymsipHO IpUX0JuIoCh TOCTIMTAIM3UPOBATh €ro B OT/IENICHNE
HEOTJIOKHOW TIOMOIIM B CBS3U C HEYKPOTHUMOW PBOTOH, KOTOPYIO yIaBajoCh
OCTAHOBUTH TOJIBKO MMPUEMOM OHAAHCETPOHA (YTO IMOMOrajio He BCeraa), JInoo
BHYTpHBEHHBIMU HH(Dy3ussMu. EMy mocTaBmin quarHo3 99 mocie
9HJIOCKOITMYECKOr0 00CIIeI0BaHusI 1 OMOTICHH. 3aTeM Bpad BBITHCAIT JIAHCOTTPA30JT
(ucnionp3yrouuiics npu sedernu [ OPB), HO B UTOre MPHUCTYIIBI PBOTHI
TIPOJOJKHMIINCH, M HAIIETO ChIHA FOCTIMTAIM3UPpOBaIN HA 5 tHeH. C TOro MOMEHTa OH
COOJIIO/IaeT AMeTy M He YHOTpeOIIsieT MPOIYKTHI, COJIEPIKAIIHE MIIEHHUILY, MOJIOKO,
coro u stina. [Ipucrymnos pBoTs! Oonblie He Ob10. [Tocnennee oOcnenoBanue
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I10Ka3aJio, 4YTO KOJIMYECTBO 303I/IHO(1)I/IJ'IOB 1 BOCHAJICHHUE CIIM3UCTOM nUmeBoaa
YMCHBIIACTCAL. OH, HaKOHCII, HayaJ1 Ha6I/IpaTI> BEC U BBITJISIAUT TCIICPb HAMHOI'O
Jry4qime. 3a 310 BpEMs IPUOCTAHOBUJIOCH €TI0 Pa3BUTHC, U XOTECJIOCh OBl 3HaTh, CCTh

M 37ech B3auMocB3b? ), — inv dup del 8p (pl1), 11 mer

3yonb1
[TpoGnems! ¢ 3y6aMu yacTo HaOMIOAAIOTCS y IeTel C XPOMOCOMHBIMH
OTKJIOHCHHSIMH, B TOM YHCIIC U Y WieHoB rpymnmbl Unigue ¢ Inv Dup Del 8p (y 28 u3
28 YelioBeK 10 pe3ylibTaTaM HCCIICOBAHMS).

[pumMepHO JBe TPETH JeTEH UMEIOT CaMYI0 PACIIPOCTPAHEHHYIO MPodieMy —
CKpexeT 3ybamu (OpYKCHU3M), YTO YaCTO TPUBOAUT K MPEKICBPEMCHHOMY CTHPAHHUIO
3yOHOU maiu. JIBa rccnenoBatenst oTMETHIIN, YTo y Aeteid ¢ Inv Dup Del 8p
HEKOTOpbIE 3yObl HA BEpXHEH YENIOCTH UMEIOT MAJICHBKHI pa3Mep HIH JKe
otcyTcTBYIOT. OnbiT Unique OKa3bIBaeT, YTO PUMEPHO y OIHOI YeTBEPTH JAeTeil
OBLIM HEECTECTBEHHO MAJICHBKUE 3YObl. Y MPHUMEPHO TAKOMU JKe YacTH JeTei
HabIroanack 3aepiKKa pope3bIBAHIS MOIOYHBIX 3yOOB M MO3/IHSISI CMCHA 3y00B.
WHorna BcTpevazach OUeHb TOHKAs U ci1adast 3yOHast SMalib (THIIOTUIA3US dMAaJTH).
Yactb seteli ObUIH TO/IBEPKEHBI Kapuecy. B OTJeNbHBIX CTydasx poauTenn
COOOIIIANH O CPOCIIUXCS, TUIITHUX HITH XK€ CIUIIKOM KPYITHBIX 3y0aX y UX JeTei.
Taxoke HHOT/a HaOII01a7I0Ch paHHee MPOpEe3bIBaHNE 3YOOB, CBEPXUHCIICHHBIC
KOPCHHBIC 3y6BI 1 YTOJIICHHBIC ACCHBI.

UYTtoOBI CHU3UTH PUCK BOSHUKHOBEHHMS OCIOKHEHHH H3-3a Kapueca U 9PO3UH AMaIIU
HEo0XO0MMO BBICOKOE KayeCTBO OKa3aHMs BrIcOKOKauecTBeHHAs
CTOMATOJIOTMYECKasi IOMOLb O3BOJISET YMEHBIIHUTH PUCK OCIOXKHEHUH Kapueca u
paspymenus sManu. CTOMaToIoryecKkast OMOLIb AETSAM H B3POCIBIM MOXKET OBITh
6onee 23PeKTUBHOI B yCIOBUSIX cTalMoHapa. FiMeHHO oTpeOHOCTD B
CTOMATOJIOTMYECKOM JiedeHNH ObUTO Hauboree 4acTol MPUYNHON TOCTIUTANIN3alUH.
(Gorinati 1991; Mitchell 1994; Garcia-Santiago 2015; Unique).

(13

VY Hee 60NBIIOE pacCTOSIHUE MEXKAY 3y0aMu, a eIle oHa
CHJIBHO CKpPEXKeIeT 3ydaMu, 0coOeHHO Korjaa eif 6ompHO. B
20 et y Hee BCe elle eCTh TPU MOJOYHBIX 3y0a, HO KapHueca

HUKOr/a He 66110 *, — inv dup del 8p (p12), 20 ner

“ M3-3a puema ekapcTB ee 3y0bI OKPAIIHBAIOTCS,
MIO3TOMY HYXXHO PEryJISIpHO JieNaTh Mpodh)eCCHOHANBHYIO
YHUCTKY T dup del 8p (p21), 8 ner

Jpyrue npodjeMsbl co 310poBseM (Wwienbl Unique) &
I'mnornukemust (HU3KKH ypOBEHB TIIIOKO3BI B KPOBH): JIBA 14 net
ciry4ast (B OTHOM CIIydae B COUYETAHUH C CYJOPO’KHBIM CHHIPOMOM)

Creno3 (HapymeHne MpoxXoIMMOCTH) CIE3HOT0 KaHalla: YeThIpe Cirydast
Tpaxeomansmus u/nny JapUHIOMAIISIINS: ABA CITydast

Jedumut nMMyHOTITOOYTHHA A B KPOBU: OIIUH CITydai

SI3BEHHBIN KOJIUT: OOUH clydal

DK3eMa: 4eTsIpe cirydast

[ToBBIIIEHHAST YYBCTBUTEILHOCTD KOXKH: TPH CIIydas

Hapymenus kpoBooOpatienus: TpH cirydast (B TOM YHCIIe, OJUH CIydail CHHIpoMa
Petino)
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ITosioBOE co3peBanue

[TonoBoe co3peBaHUe — HEMPOCTOMN TEPUOJT TS JTFO00H CeMbH. Y HAC Majio
nH}opmanuu 06 0COOEHHOCTSX MOIOBOTO co3peBanus rpu inv dup del 8p, HO
W3BECTHO, YTO Y IsITH 4ieHoB Unique (M1 MaJIbYMKOB, ¥ IEBOYEK) TIOJIOBOE
CO3peBaHNe HaYaJoCh BOBPEMS, Y JIBYX JIEBOUEK OTMEYaIach 3aJiep)KKa MOJII0OBOTO
pa3BUTHSL, 2 Y OMTHOM JEBOYKH — IPEXKIEBPEMEHHOE TI0JIOBOE co3peBanue. Takxke u
B MEIUIMHCKON JINTEpAaType ONMUCaH OAWH CITydail MpekIeBPEMEHHOTO TI0JIOBOTO
CO3peBaHus y A€BOYKH. BONBIIMHCTBO ceMel CUMTAET, YTO MPOLIECC MOJI0BOTO
CO3peBaHMs MPOXOAUT HOPMAJIHHO U HE BBI3BIBAECT CEPHE3HBIX MPUYNH IS
0EeCIOKONCTB, XOTS Y MHOTHX JIeTel oTMevaroTcs nepenasl Hacrpoenus (Guo 1995;
Unique).

(13 9y

Celiyac MbI HaxoAuMCsA Ha TPOMEKYTOYHOM ITAIIC IMMOJIOBOTO CO3PEBAHM.
BO3MO)KHO, HCKOTOPLIC IMOBEACHUYCCKUEC l'lp06.]'leMbl CBsA3aHbI C TOPMOHAJIbHBIMH
N3MCHCHUAMU, HO Mbl HE YBEPCHEBI B 9TOM. [Toka uTo moysoBoOE CO3pCBaHUEC HE

BBI3BIBAET Y HAC OOJIBIIUX TPYAHOCTEH, HO BPEMSI IIOKAXKET ” -
inv dup del 8p (p12), 13 ner

“ K cuacTblo, MOJIOBOE CO3PEBAHME UTHTCS JOJITO 1
MPOSIBIIICTCS [TO-PA3HOMY, TIOATOMY Y HAC €CTh MHOT'O
BpPEMEHH, YTOObI HAOPATHCS OMbITA. B 111KOJIE M JOMa MBI
paboraem Haz 3TuM. Kaxkayro HEIEII0 OHa MOCeIiaeT
CIEHHAIbHBIC 3aHATHS IS ACBYIICK, HA KOTOPBIX
OOBSICHSIIOT, KaK MEHSIETCSI €€ OpraHu3M. Y HacC 3aBE/ICHBI
OITpEe/IC/ICHHBIC [TPABHJIA, HAIIPUMED, BO BPEMs
MEHCTPYaIlMU OHA HOCHT C COOOM CHCHUATBHYIO
KocMeTHuKy. KocMeTnuka ciiykuT CBOero poaa
«HAIIOMHUHAHUEMY, €CITH MBI HETIPABUIBHO MOUMEM JPYT
apyra. OHa HEIUIOXO CIPABIISETCS, HO BCE )K€ MEHCTpYyallusl
MIPOXOJUT TSDKENO U OOJIE3HEHHO, TOATOMY B MIEPBBIE JTHU
LIUKJIAa OHA 3apaHee NPUHUMAET JekapcTBa. OHa
JICUCTBUTEIBHO XOPOIIO CIIPABJISIETCS ¥ B AMOIIMOHAIILHOM,

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

B3pociblii Bo3pacT 1 caMOCTOATENbHOCTH

Ilo aTromy Bonpocy nannble Unique 1 MEJULIMHCKOW JTUTEPATYPhl OTPAHUYEHBL, HO
BCE OHHM YKa3bIBAIOT HA TO, YTO MOJABIISIOIIEMY OONBIIMHCTBY Jtojeii ¢ Inv Dup Del
8p Oymer HeoOXOaMMa CyIIECTBEHHAs MOAACP)KKa HA POTSHKCHUH BCEH KHU3HU.
Bo3moxHa TOIBKO HEOOJIBIIAS CTENIEHb CAMOCTOSTENBHOCTH. CIIOCOOHOCTH
KOHTPOJIMPOBATH (DYHKIIMH MOYEBOTO ITy3bIPs M KAIIEYHUKA SBISIETCA CKOpee
HCKITIOUYEHHEM, YeM IpaBuiioM. 1 B crapiiem 1eTCKOM BO3pacTe IPUXOJUTCS
CJIEINTD 33 IUTaHNWEeM pebeHKa. Jlaxke caMbIM B3POCIBIM JIFOSIM M3 HAIIIETO
coobmecTBa TpedyeTcs IMOCTOSHHAS TOLICPKKA B TIOBCEHEBHOM XKMU3HH, A TAKXKE
(hHAHCOBASI TOMOIITH.

Tpoe B3pocibIx uieHoB Unique WK C POIUTEISIMH, XOTSI OIWH U3 HUX TOTOBHJICS K
OTAEIHHOMY MPOXHUBAHHIO, HO C TIOAJEPKKON pouTeneil. YUacTHIKH 3aHIMANNCh
Pa3IMYHBIMH BUAAMH JEATEIHHOCTH: OHU TSN, XOIMIH 10 Mara3uHam H
3aHUMAJINCH criopToM. OHHM HE MOTJIH PaboTaTh U MPOXOJUTH NPOdecCHOHATLHOE
o0yJeHue, HO OJIMH U3 HUX MOCEIIa] COUATIBHBIA IIEHTP.
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VY 0HOTO U3 B3POCIIBIX YYACTHUKOB, BO3MOXKHO, HAOJIOIaINCh OTACIbHbIC MPU3HAKU
npexaeBpeMenHoro craperus (Guo 1995; Unique).

“ Jloun sxuBeT BMecTe ¢ HamMu. OHA TOJNBKO uTOo 3aBepumia nporpammy EHC (ruan
WHJIMBHU/YaJIbHOTO 00y4YeHUsI, METUIIMHCKOM N COIMAILHOM MOMOIIN), ¥ TETeph ee
TIEPEBEIIN B CHCTEMY OOCITY)KUBAHHS B3POCIIOro HacelneHus. Eif Hy)kHO, 4TOOBI ¢ HEel
00paImamuch Kak co B3pociaoi. JIMYHBIH OFOKET MO3BOJISIET €if OYyBCTBOBATH ATO.
Tarxoke MBI TIOHSUTH, YTO 3HAKOMCTBO C OOJIBIIMM KOJIMYECTBOM JIFOACH U3 HAIIETO
OKpY)XeHHs oOecrieunBaeT el 0oipiryto OezonacHocTh. Ee noBenenue BrionHe
HOPMaJIbHO, €CJIM OHA HE UCITyraHa WM ee He 0eCrIoKOUT 00i1b. OHA OYeHb JIIOOHUT
METh, UTPaTh Ha CIIEHE, UIABATh U TOTOBUTEL ey ~ , —inv dup del 8p (p11), 22 roma

“ Harmeit nouepu 20 JieT, ¥ OHA KUBET BMECTE ¢ HaMu. Bl HpaBUTCS IPOBOAMTE
BpEMsI KaK CpPe CEMbH, TaK U B OKPY)KEHHH ApYrux jtojed. OHa oueHb
oOuMTenpHas, Muiast, KOHTaKTHasl ¥ Becenas. OHa JITOOUT KaTaThCs Ha JIbDKaXx,
XOJIUTh TI0 Mara3uHaMm U B 1oxojisl. Eif HpaBuTCst 00enath B Kade u HaOIoaaTh 3a
moybMu. Ee criocoOHOCTH OrpaHuyeHsbl, TI09TOMY OHa HE MOXKET paboTaTh W
NpOXOAUTh NpodeccronanbHoe 00yueHue. Y Hee HaOII0Ja0TCs NPU3HAKH
NPEKIAECBPEMEHHOI0 CTAPEHMSI: TIepBasi CeAMHA MOSBUITUCH ellle B § JIET, a ceiiuac y
Hee Bce BOJIOCHI cejble. Ee Koka ToHKas 1 cyxasi, ee (Pu3nueckrue CriocOOHOCTH SIBHO
yxynmmnuck. Ho ona He yubiBaeT. [laxke xorna et 6onbHO, oHa He caaercs. OHa
MHOTO cruT: 110 12 wacos! XKusnb qaercs eii mempocro ™ , — inv dup del 8p (p12),
20 set

“B 16 et ona TOHsIA, YTO BBIPOCIIA M XOUET CTATh HE3aBUCUMOM JKEHIIUHOMY . OHa
0CO3HAET, UTO €€ BO3MOYKHOCTH OTPAaHWYCHBI U 33 HEW yXa)KWBaIOT oneKyHsl. OHa
BOCIPUHUMAET 3TO CIIOKOMHO. Eff 04eHb HpaBUTCS €€ MOJIOAOM ONEKYH, KOTOPbII
TIOKA3bIBAET €l pa3HbIe MOAPOCTKOBBIC IITYYKH, BPOJie Tele(OHa U MOOHIbHBIX
MIPUIIOXKEHUH. Y Hee eCTh KOCMETOJIOT, K KOTOPOMY OHA OYEHb JIFOOHUT XOHUTh Ha
MaKWsDK ¥ MAHUKIOp. Y Hee THIUYHBIC I IeBOUEK MHTEPECHI: MAacCaXK, COIAPHIA,
MonHas onekaa. OHa XOpOIIo TIaBaeT, yMeeT e3UTh Ha Benocunene. Kpytutsb
nefiaay y He€ He TIOTyJaeTcsl, TOATOMY OHA KaTaeTcsl Ha CIeHATbHOM BEJIOCHUIICHE.

Ona He X04eT ObITh MMOXOXKEH Ha IPYTUX MOApOoCcTKOB. OHA MPEIOunTaeT
3aHUMAThCSA CBOUMH «IEBUAYBUMI» JeNlaMi B OMMHOUKY. OHa HHTepecyeTcs
MaJbuYUKaMHU U CMOTPHUT BHeo Ha YouTube ¢ ydacTreM MONOABIX JTFoIeH (KOHETHO,
O] IPUCMOTPOM). | 'opMOHBI, HIYeTo He monenaenisb. OHa BO MHOTOM BEZET ce0sl Kak
HOPMAaJTbHBIN TIOIPOCTOK, U MBI €€ B 3TOM moomipseM. OHa TIOOUT KaTaThCA Ha
BeJocuriene 1 miaBate. OHa XOJUT C HAMHU TI0 Mara3uHaM, HO €l HHTEPECHO TOIBKO
KOTJ[a MBI TIOKyTIaeM 4To-To [t He€. OHa obokaeT Bcé mpumepsTh. B mpuMepodHoit
Cc Helt OBIBAET TSDKEIO, TOATOMY MBI 30BEM ONEKYHOB, KOT/Ia XOTHM MPUKYIIHTH YTO-TO
U3 MOIHOM onexasl ” , — inv dup del 8p (p21), 16 ner

“ Hamemy cbIHy 25 €T, 1 MBI HAUMHAEM IIPUYIATh €T0 K OOJIEE CaMOCTOSTENLHON
JKU3HU: cefuac OH KUBET C TpEMs ApYyrumMu MasibuukaMu. He mory ckazarts, 4To
rOTOBA OTIYCTUTH €0, HO KaXKAbI U3 HAC JIOJIKEH KUTh CBOEH KU3HBIO. B N1eHb,
KorJa eMy ucnonamics 21 rox, Mul moxapwau eMy iPad, i 3T0 OBIT TydITmii s HeTo
mogapok. OH OBICTPO HAYYMIICS UM TIOJIE30BAThCA, U TEIIEPh MOKET HAWTH B
WHTEpHEeTe BCE, 9TO 3axoueT. OH MO-MPEeXKHEMY HE TOBOPHT, HE YMEET OJIeBaThCs U
pa3aeBaThes, HO MOXKET €CTh CaMOCTOsATeNNbHO. OH MaJjo CIIUT, paHO BCTAET U OYCHB
TpeboBarteneH k cede. OOBIYHO OH OUCHB BECEIIBIH, HO MHOTIa BEIET ce0st OUCHb
BbI3BIBatOIEe. Ho MBI ipojiomkaem yneibathes  , — inv dup del 8p (p21), 25 ner
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B KOpOTKOM I1jI€4e XPOMOCOMBI 8 PACIOI0KEHO MHOI'O T€HOB, KOTOPBIE MOT'YT
BITUSTH HA BOSHUKHOBEHUE OMPEICICHHBIX MpU3HaKoB mpu inv dup del 8p.
HexkoTopble U3 TaKuX T€HOB-KaHANUIATOB TIEPEUHCIICHBI HIKE. BhIsIBIICHHE T'€HOB,
OTBETCTBCHHBIX 3a ONpejIeicHHbIe pu3Haky pu inv dup del 8p, Oe3ycioBHO,
MPEJICTABIISET HHTEPEC K MOXKET MIOMOYb B MPOBEACHUH JaIbHEHIIINX
uccneaoBanuidt. OTHAKO 3TO HE MOJPa3yMEBAET, YTO HOBBIC METOJBI JICUCHUS OYIyT
n300peTeHsl B Onmkaiiiiee BpemMs. Kpome Toro, mpu AyIUTHKAIMA I JIETEIHN
OIpeIeJIEHHOr0 TeHa TAIeKO He BCET/Ia MPOSIBUTCS CBA3AHHBIM C HUM MPU3HAK. ITO
3aBHCHT TaKXKe OT JIPYIrHMX T'CHETHYECKUX M BHEIITHECPEIOBBIX (haKTOPOB.

STMN4
Hynnukanus rena STMN4, pacrionokeHHOro Ha yuactke 8p21.2, gaie Bcero
obHapyxuBaetcs npu inv dup del 8p u MoxkeT 00yclTaBIUBATh HAPYIIICHHE
MTOBEJICHUS U PACCTPOMCTBO ayTrcTHIeckoro crekTpa (Ozgen 2009).

DPYSL2
Hymuukanust rera DPYSL2, pacniofioxeHHOro Ha ydactke 8p21.2 , gacto
BcTpevaercs npH inv dup del 8p 1 MoXKeT ObITh MPUUUHOW ayTOarpeccuu, Moao0Ho
TOMY KaK OIpeJIeTICHHBIM I'eH Ha XpoMocoMme X ToXe ABJSeTCS MPUIUHON
ayroarpeccud y nereit npu cunapome Jlema — Huxana (Ozgen 2009).

NRGI1
W36bITounHas skcnpeccust rena NRG1 (8p12) MoxkKeT SIBISITHCS BO3MOYKHOM
MIPUYMHOM TSDKENIOW TUIIOTOHMH, KOTopast yacTo Habmonaercs 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), MoxeT ABIATHCSA MPUIMHONW BO3HUKHOBEHHUS
MIOPOKOB Pa3BUTHsI KOHEUHOCTEH 1 an3mopduunbix 4ept nuia (Garcia-Santiago
2015).

CDMD1
I'en CDMD1 pacnionoxeH Ha ydactke 8p23.2, KOTOpbI yrpaunBaercs mpu inv dup
del 8p, 1 OTBEeTCTBEHEH 3a pa3BUTHE IIEHTPATILHOWM HEPBHOI crcTeMbl (Garcia-
Santiago 2015).

CembHu paccka3bIBaloT ...

“ Tonauany 66110 TPy/IHO MPUBHIKHYTH K HOBOMY 06pasy sku3Hi. Ho co BpemeHem
OH CTaJl €CTECTBEHHBIM U1 Hac. [lomumo ouepu y Hac ene Tpoe aerel. bpatbs u
cECTphl 00OXKAIOT €€: Beeraa NpUCMATPUBAIOT, 00EpEraroT M UTIparoT ¢ Hel. S, kak
MaTbh, HACTOJIBKO BJIOXHOBHIIACH PAOOTOM C JOUEPHIO, UTO PEInia CTaTh
sprorepaneBToM! Y Hac OUeHb ApYKHast CeMbsl. MBI PEryisipHO Bce BMECTE
TIOCEII[AEM Pa3HbIE MEPONPHUSTHS M 3aHUMAEMCsl TIOBCETHEBHBIMHU JCNIaMH, KaK
apyrue cembr. KoHEYHO, HHOT]a BO3HUKAIOT MTPOOJIEMBI, HO Mbl HAXOMM PEIICHNS,
1 J109b Y4acTBYET B 3TOM. Takxke y Hee eCThb JINUHBIN moMouTHuK. OH MO3BOMISET eit
OT/IOXHYTb OT HAaC, a MBI MOXKEM IIPOBECTH BPEMSI C €€ CTAPIINMHU OpaThsIMU U
cectpamu. Ham KkaxkeTcst, A71s1 HUX 3TO O4Y€Hb BaXXHO. Eif cTAaHOBUTCS BCE CITOXKHEE
TIepeIBUraThCsl, TIOITOMY MBI CTaJIM UCTIONB30BaTh NOIBEMHUKH. Ham ¢ ee oToM
MIPUXOUTCS YaCTO BCTABATh PAJM HEE 110 HOYaM, HO MBI CTapaeMcs YepeioBaThes,
9T0OBI XOTS OB OZIMH M3 HAC MOT OTAOXHYTh. OOIIEHNE ¢ IPYTUMH CEMBSIMH — 3TO
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OTJINYHBIN UCTOUYHHUK MHPOPMAIWHU 1 TOIEPKKHU. Tak y
HAC MOSIBUJIOCHh MHOT'O 3aMeyaTeNbHbIX Jpy3el. Tak uTo,
OIIPEJIENIEHHO, CTOUT IIPUCOEAMHUTBCS K
0J1aroTBOPUTEIHHBIM OPTaHU3AIMAM U BCTYIIHTH B
MECTHBIE IPYTIIbI MOIEPHKKH POUTENEH .

“ He cyerurec, He 3a0bIBaiiTe 0 camux cebe,
o0cyxkaliTe ¢ IpyruMu JIETbMH UX 9yBCTBA U
HaOmonenust. Oxkunaiite OONBIIEro OT JeTei ¢
XPOMOCOMHBIM OTKJIIOHEHHEM, U BbI YIUBUTECH, HA YTO
OHH MOT'YT OBITH CITOCOOHBI. Upe3BhIYaiiHO Ba)KHO HAJIAIUTh CUCTEMY OOIICHUSL.
JKusure Hacrosinm. OOmIalTeCh C APYTUMH CEMBSIMH (HE0O0sI3aTEIILHO C TEM JKe
JIMarHo3oM). XOpollue Bpauu TaKk)Ke UIParoT BasKHYIO poiib. Eciiv BbI B 4eM-ToO
COMHEBAETECh, Y3HANTE ellle Oy TOUKY 3peHHUs], a JIydlle aABe. Bel He cMokeTe
clienath BCe, 4TO BaM coBeTyIoT. Ho crapaiiTech AenaTh XOpOIIOo TO, UTO MOXKETE.
[IpucoenuHuTEeCh K OHJIAMH-TpyNNaM NOAJEPKKH U 3aaBaiite Bonpockl. M3yuaiite
paznuuHble pecypebl. [lonnepkka oHIaiH MOXKET ObITh O4EHb Iosie3Ha. Bl HUKOrIa
He OyJlieTe TAKUMH, KaK KTO-TO ellle, HO 3TO BOBCE He MI0XO0. S 0010 HAllly CeMbIO
TaKoM, Kakas oHa ecTb. Hala noub u3mMeHuIa MeHsl 1 MOETro My»Ka B JIYULIYIO
cropoHy. OHa Hay4nsia MeHs JIIOOUTb. MBI CTaJIM JIydIle - ¥ Kak JIIOAU, U KaKk
pomutenu. OHa JaeT To, 4ero HU CMOryT Aath aApyrue. [logymaiite, uto mogapun

L
Ball peOSHOK BaM ~ .

“ Pebenok HaydauT Bac MHOromy. ITycTh 1MarHo3 H3MEHHUT
yKJIaJ] Balllel CeMbHU, 3TH U3MEHEHHS MOT'YT OBITh K JIy4IIEeMY.
CrapaiiTech He IUIAHUPOBATH HUYEro OOJIbIIE, YeM Ha MOJIroaa
BIEpEJl, 5TO MOKET yrHEeTaTh Bac. Y Ballero pedeHKa MOKeT
OBITh IIPEKpacHasi >KU3Hb Jake C OrPAHUYECHHBIMHI (DH3HIECKUMU
criocobHocTsAMU. [TocTapaliTech BOCIIpUHUMATD JTHATHO3
CIIOKOWHO U He 3a0bIBaliTe 1O BO3MOXKHOCTH YJEISTh BPEMsI
cebe ”.

(17 o
VY Hammx jereit ectb cBoe pacnucanue. OHU OYyIyT JenaTh
BCE B COOTBETCTBUM ¢ HUM. He paHbuie u He no3xe. Bam

L]
0CTaeTCst TOJIBKO OBITh psaaoOM

[11

51 GBI HOCOBETOBAIA APYIMM POIUTEIISIM MPUHSATH, YTO Balll peOCHOK YHUKAJIEH, U
HE CPaBHUBATH €ro CIIOCOOHOCTH MIIM UX OTCYTCTBHE C BO3MOKHOCTSIMU JIPYI'HX
nereil. Bamemy pebeHKy BayKHO, YTOOBI BBI OBLTH CHUTBHBIMH, HACKOIBKO 3TO

1% L1
BO3MOXXHO, HO HUKOrga HE CTCCHANTECh 06paTI/ITLCH 3a IIOMOIIBIO .

“ M1 cunTaeM Hamero chiHa 61aroCIoBEHHEM, HO TI0 Mepe TOT0, Kak OH B3POCTIEeT,
HaIlled CeMbe CTAHOBUTCS BCE TPYAHEE CIPABIISATHCS C TEM, UTO
€ro BO3MOYKHOCTH OTpaHU4YEHbI. BpeMeHaMy BO3HUKAET 4yBCTBO
OZIMHOYECTBA 1 M30JIMPOBAaHHOCTH. [I03TOMY OUEeHB Ba’kKHO
TIOTY4aTh MCUXOJIOTHYECKYIO MOAIEPKKY U 3a00THUTCS O CBOEM
tene. 110 BO3MOKHOCTH NPUBIIEKANTE K IIOMOLIH JIpYy3€i U

1% L]
4JIeHOB ceMbH. 1 camoe TJIaBHOC, OTABIXAWUTC CaMH .

“ Iletu ¢ Inv Dup Del 8p 1uKTYIOT cCBOM COOCTBEHHbIE PABHIIA,
HaIepeKop BCEMY, YTO O HUX ObLIO Koraa-nmnbo Hamrcano. OHn
JIep3KUe, yMHbIE, CMEIIHbIE U HEBEPOSTHO 0UYapOBaTEIIbHBIC.
OmHn Bcerga cTpeMsTcs cTaTh aydmre. Ham ckaszanu, 94To oHa
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HUKOrZla HE CMOXET XOAUTh U TOBOPUTH U3-3a

TCHCTUYCCKHUX OTKHOHGHHﬁ, HO OHa J0Ka3ajia O6paTHO€! ”

“ Moii coBeT — MPHCOEAMHUTBLCS K TPYIIAM MOIEPKKH
B Facebook, 4To0OBI AEIUTCS CBOMMU JOCTHKEHUSIMH C
JIIOJTbMU, KOTOpPbIE TOHUMAIOT, KaK MHOTO 9TH

JOCTHXXCHUA 3HA4YaT ” .

HOWAD 191990

“ Jletnt ¢ 5TUM IMATHO30M MOTYT Pa3BHBAThCS
COBEpLIEHHO [10-Pa3HOMY, OCOOEHHO €C/IU OTKJIOHEHHE
ObL10 0OHapyXxeHO B paHHeM Bospacte. He cymecTByer
XPYCTaJIbHOIO 11apa, B KOTOPBIH MOXKHO OBLIO ObI
MIOCMOTPETH M CKa3aTh, YTO Balll PpEOCHOK CMOJKET JIeaTh B Oy/1yllieM, HEBaKHO B
OmmkaiinieM win otnaneHHoM. CrieyliTe TOIBKO TeM COBETaM, KOTOpbIE BaM
TIOAXOMAT, HAIIPUMED, BBl MOXKETE OT/IAaTh peOEHKa B IETCKHI caJl, 4TOOBI OH
pa3BUBAJICA, KOUPYS CBEPCTHUKOB, a MOXKETe MPOCTO cka3aTh «Ham 310 He
TIOAXOINT, ¥ OTO a0COIIOTHO HOpMaIILHO. [1J1s1 HAC OYEHBb BaYKHO UMETh
YBEPEHHOCTDL, YTO MbI HE OTrpaHUYUBACM HALICTO CbIHA, AyMas O TE€X BEIIax,
KOTOPEBIC OH HE MOXKET UJIN HE CMOXKET A€IATh. BmecTo 3TOro Mbl XO0TUM JAaThb EMY
J'I}O6y1-0 BO3MOXHOCTb Pa3BHUBATLCA U I'OTOBBLI TPUHATH J'l}O6y}0 IoMol1ib, CBA3aHHYIO

C 9TUM. DTO CHJIBHO BBIMATBIBACT, IIO3TOMY OYCHb BAXXHO NMPUHUMATH MIOMOLIbL OT

< 99
po(eCcCHOHATIOB M Pa3IMYHBIX OPTaHU3AIUA .

“ Kak MokHO G0IbIIIE MPHBIIEKAITE K TIOMOIIH YIEHOB CEMbH:
B MIEPBBIE I'O/IbI MBI CTAPAJINCH CIPABIATHCS CAMU U MHOT A
9TO IIPUBOJMIIO K CHIIBHOMY MepeHanpsukeHuto. S taxxke
COBETYIO MOIPOOOBATH TEXHUKY OCO3HAHHOW MeauTannm. 5
coetyto mnpunoxkenue «Ha 10% cuactiausee» ot [I3Ha
XappucoHa, B KOTOPOM pa3iIM4HbIE ASSITENH, IPAKTUKYIOLIIE
OCO3HAHHYIO MEIUTALUIO, y’KE MHOTO JIET JEJISITCS COBETaMU 1
OIBITOM. f] cTasa KUTh HACTOAIIUM OOJIbLIE, YEM MTPOLIIBIM 1
oynymmm. CoBceM kak Haria J1oub! Ham ouens mosesio, uto y
HAC POJUIICS TaKOH peOeHOoK. S Bepro, YTO HUYEro
HEBO3MOXHOTr0 Her!

“ BpemMeHaMu CTAaHOBUTCS MO-HACTOSATIIEMY TSKEO, HO HUKOT/IA He 3a6biBaiiTe, uTo
BaIlIM IETH MOTYT KUTh TOJTHOHN 1 CYaCTIIMBON JKU3HBIO, IPOCTO VISl HUX 3TO I10-
npyromy. IlepBeie rofpl, MOKa BBl MBITAETECh HAYIUTHCS UX TOHUMATh, SBIIAIOTCS
CaMbIMH TPYIHBIMH, HO CO BPEMEHEM CTaHET JIET4e, U B BaIlICH )KU3HU OyeT MHOTO
PaZlOCTHBIX MOMEHTOB. BBl BCTpeTHTE MOTpsICAIONNX JIFOAEH 1 y3HaeTe o ce0e OueHb
MHOT'0 HOBOTO. BaM mpuiercst nepexxnTh AeHCTBUTENBHO TPYJHbIE IEPHOJIBI U
MIPUHATH CIOKHBIE PELICHUS]; NHOTIA BbI Oy/IeTe UyBCTBOBATh, YTO HAXOANUTECH HA
TIpeziesie, HO BBl CIPaBUTECh, M OJIaroiaps 3TOMY Bbl HAYUHTECh MPEOA0JICBATh
TPYAHOCTU. DTO JOITHH MyTh, HO BCE XOPOIIHE COOBITHS OyTyT Ka3aThCs
TPaHIMO3HBIMH, M BaC *kJIET MHOXECTBO MOMEHTOB HCTHHHOHN PaIoCTH OT
JOCTIDKEHHH Bariero pedeHka. Y cepiHo paboTaiiTe, He peKpaaite crapaTbes,
MPUCITYILIMBAUTECh K COBETAM U MPOIYyCKANTE MUMO YIIEW HEKOTOPBIE U3 HUX. BBl
— caMoe TJIaBHOE, YTO €CTh JIPYT Yy JIpyTa, a BPEMs JIETUT Tak OBbICTPO.
Hacnaxnaiitech BpeMeHeM, IPOBEJEHHBIM ¢ HUIMH, TIOTOMY 4TO, HECMOTPSI Ha BCE

”
CJIOXKHOCTH, KOrJa Bbl 1OMa BMECTEC, OHU — Ballll AC€THU, U OHU MTPCKPACHBI .
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nuewdo(pHI IIUHROLOY]

CooomectBa B Facebook

Co00111eCTBO MOJIEPKKH POIUTENEH JIETel ¢ aHOMAIMSIMK KOPOTKOT'O Iieda
Xpomocombl 8 (644)

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

Anomanu xpoMmocombl 8 (402)

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

Cunnpom peneryn/aymnukamun 8p23.1. Penkue xpomocomubie aHomanuu (473)
— https://www.facebook.com/groups/939907672688019/

HWccenenoBarenbekas rpyria 1o Aeneun/aymikann 8p (283) — coBMecTHO ¢
HCCIIe0BATEIbCKUM ITPOEKTOM MO 8p

(B crobkax yka3aHO KOJIMUECTBO YYaCTHHKOB coolriecTBa Ha aBryct 2019 rona)

Bupgeo na YouTube

«AHoMannu 8-oif XxpoMocoMbl — YUTO Takoe XpOMOCOMHBIE OTKIOHEHHUS 7
https://www.youtube.com/watch?v=nWhxzaiNqjE&t=1s

«HBepTUpOBaHHAS AeTelrs U TyIUIHKaus 8p»

(B BUICO, CHATOM HECKOJIBKHMMHM CeMbsIMH KO JIHIO penkux 0oJIe3HeH, moKa3aHo
HECKOJIbKO JIETeH C TaKoil maTojorueil v npejcraBiieHa KpaTkas HHpopMaIus o
caMoi MaToJIOTHH )

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

«Yro Takoe xpomocomublie aHoManuu? [IpocToe pyKOBOACTBO LISt CEMEii»
https://www.youtube.com/watch?v=aeAnKkqcPIs&t=20s

Beo-caiiTh1/010r1

https://patient.info

— uH(popMaIys 0 3a00IeBaHUAX U MEAULMHCKUX TEPMHUHAX
https://www.nhs.uk/conditions/

— MPOCTO 0 3a00JIEBaHMAX M MEIUIMHCKUX TPOLENypax
https://hannahmeandinvdupdel8p.com/

— 0OJI0T, KOTOPBIN BeJET OOIIECTBEHHBIN JIESITENb - MATh PeOCHKA C aHOMAJIHEH
KOPOTKOT'O IIe4a XPOMOCOMBI 8

chromosome8.org

specialbaby.org

HexomMmepyeckasi opranuszanusi

https://www.project8p.org/

— ¢oun Project 8p siBiseTCs HEKOMMEPYECKON OpraHU3alneii, CO31aHHON B
coorBercTBUH ¢ TyHKTOM 501(c)(3) 00 OCBOOOKIEHNH OT HAJIOTOB, ¥ TIpeIHA3HAYCH
JUTSL TIOMOIIH JIIOJISIM C aHOMAJIMSIMH KOPOTKOTO TIeYa XPOMOCOMBI 8 M BCEM, KTO
CBSI3aH C 3TUM.

Knurn

«Chromosome Kids Like Mey, aBTop Annette Fournier (merckas KHura, HarmvcaHHas
MaTepbio pedenka ¢ Inv Dup Del);

«Redefine Special» aBrop Melanie Gomez (1yxoBHast KHUra, HallMCaHHAsI MAaTEPhIO
B3pocioro ¢ Inv Dup Del 8p);

«Playing in the Mud» aBTop Annette Fournier (fomopucTH4ecKie BOCHOMUHAHHS O
KHM3HU C 0OCOOEHHBIM peOeHKOM, HaITMCAaHHbIE MaTephio pedernka ¢ Inv Dup Del 8p)
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Nudopmanus 1 moaaepxrka

\ Rare Chromosome Disorder Support Group
I'pynna noanepkku ceMei ¢ peIKMMH XpPOMOCOMHBIMU OTKJIOHEHHSMH
The Stables, Station Road West, Oxted, Surrey RH8 9EE, UK
Tel: +44(0)1883 723356

U ni Oe info@rarechromo.org | www.rarechromo.org

Understanding Chromosome & Gene Disorders

[pucoennusiirecs k coodmectBy Unique, 9TOOBI MTOTYYHTH JIOTOIHATEIBHYIO HHPOPMAIIHUIO,
HEOOXOMMYIO TIOMOIIIb ¥ KOHTAKTHBIE JaHHBIE CeMeH ¢ aHaJOTMIHON MTPOOIISMO.

Unique — 3T0 61aroTBOpUTENbHAs HETOCYIapCTBEHHAs OpraHn3arst. OUHaHCOBas
MOJUIEPKKA OCYLIECTBIISIETCS 3a CUET [PAHTOB U IOKEepTBOBaHUI. Bbl MOXkeTe caenars
TIO)KEPTBOBAHNC HA HallIEM O(I)I/IIII/IaJ'ILHOM caire:

www.rarechromo.org/donate. [Toxxaiyiicta, moMorure Ham OMOUYb Bam!

Co3panue 3TOoi OPOLIIOPBI CTATI0 BO3MOXKHBIM
Onaromaps BKJIajly O1aroTBopHuTebHOro (hoHaa

Bormpa — Xunrona J* Boshier-Hinton
Foundation

I'pynma nopiep>xKu ceMeit ¢ peIKUMHA XPOMOCOMHBIMH OTKJIOHCHUSIMH.
Howmep B peectpe 611aroTBopuTebHbIX opranusanuii: 1110661
Homep B peectpe komnanuit Aurnumm u Yamisca: 5460413
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