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KakoBbl ¢aKTbI?
Brnepsble cBeAeHMA O geneunn
2937 noABUIUCL B
MeaMLUMHCKOM XypHane B 1989
roay, 6blamn onucaHbl 74
nauMeHTa - MIageHLbl, AeTU 1
B3POC/Ible C KYNCTOMN»
neneumnent 2937, KoTopas He
3aTparusana gpyrue
Xpomocombl (Leroy 2012). B
2004 roay amepuKaHCKUM
reHeTMKom goktopom Kari
Casas ony6/11KoBaHo
LeTaNbHOe onucaHue
cuHAapoma pgeneumn 2937 y 66
yenosek (Casas 2004). B 2007
rogy KanmbopHUICKME yYeHble
noktop Casas u goktop Rena
Falk ony6ivKoBanu nonHbIv
0630p cuHapoma (Falk & Casas
2007). B 2013 rogy rpynna
HOHUMK HacunTbiBana 88
Y4YaCTHUKOB c aeneumeii 2937 B
BO3pacTe OT HOBOPOXAEHHOIo
0o 44 net. Nocne obuiero
onpoca (2003r.) n onpoca
NoApPOCTKOB M B3POC/IbIX
(2010r.), 8 2012 rogy 23 cembu
c AetbMu 40 14 net nposenu
nogpobHoe obcnenoBaHue
3/10POBbA U Pa3BUTUA CBOUX
aeten. 310 obcnesosaHme
ccblnaetca Ha rpynny FOHuK. B
anpene 2013r. B cocTas rpynnol
B Facebook no aeneunn 2937
BX0AMN0 167 y4yaCTHUKOB. TeKCT
COZLEPKUT CCbIJIKM Ha CTaTby B
MeaULMHCKoM nnTepaTtype. Mo
nepBOMY aBTOPY U rogy
n3gaHua Bbl moxeTte HalTh
QHHOTALLMW WU CTaTbK-
NepBOUCTOYHUKM 13 VIHTepHeTa
Ha cavite PubMed
(www.ncbi.nlm.nih.gov/
pubmed). Mpu HeobxoaMMOCTH
60/1bLWNHCTBO cTaTen Bbl
MOKeTe MoJIly4YnTb B rpynne
HOHUK.

CuHpapom aeneuunm 2q37

CuHapom geneummn 2937 - XOPOLLO ONMCAHHOE XPOMOCOMHOe
3aboneBaHue. Jlloan ¢ 4aHHbIM CUHAPOMOM YTPaTUAM HeBO/bLLOE,
HO pa3HOe KONIMYeCTBO reHeTU4eckoro matepuana (OHK) 86ausu
KOHLL@ OHOM 13 ABYX XPOMOCOM 25, 4TO B/IMAET Ha pa3BuUTHe, Npu
3TOM CTeneHb NOPAXKEeHWA U XapaKTep BO3AENCTBUA MOTYT CUNbHO
pasnnyatbea. MccnepgoBaTteni HEOAHOKPATHO HaXoAUAN
CyLLeCTBEHHbIE Pa3INinA MeXay NI04bMU, TULWMBLIMMUCA NOYTU
MAEHTUYHOro yyacTka AHK. Ecaun y rpynnel ntogen
NpoCaeXnBaeTca 3aKOHOMEPHOCTb NPOAB/EHNA COBOKYMHOCTH
onpegeneHHbIX NPU3HAKOB, BbI3BaHHbIX OAHOM NPUYMHON, Takoe
COCTOAHME Ha3blBaeTcA CUHAPOMOM. OCHOBHbIE NPU3HAKK
aeneumnmn 2937 Tak 1 NPOABAAIOTCA, MOITOMY 3TO OTK/IOHEHMWE
M3BECTHO Kak CMHApPOM Aeneuunn 2q37.

Kak uacTo BcTpeuaetcs cuHapom geneuuun 2q37°?
TOYHO NOKa HEM3BECTHO, HO CUHAPOM Aeneunmn 2q37 AO0BOJIbHO
YacTo BCTPEYaAEeTCA Cpean AeTel, HYKAALWMXCA B NOMOLM Npu
0b6yueruu (Falk & Casas, 2007).

FeHbl n XpomMmocCcombl

Hawwwu opraHmMambl COCTOAT U3 TPUNZIMOHOB KNETOK. BonbLIMHCTBO
KNEeTOK coaep»KaT Habop okono 20 000 pa3nyHbIX reHOB; 3Ta
reHeTuyecKan MHbopmaLmsa roBOPUT OPraHM3My, Kak pPa3BMBaTLCA,
pacTv 1 GyHKLMOHMPOBaATb. [eHbl pacnonaratoTca Ha CTPYKTypax,
Ha3blBaeMbIX XpoMocomamm. OBbIYHO XPOMOCOMbI NapHble, No
OZHOI OT Kaxkporo poantens. U3 46 xpomocom ABe napbl
XPOMOCOM MoJ0BblE (fBE X-XPOMOCOMbI Y ¥KeHWMHbI, X 1Y —y
MYKUMHbI). OcTanbHble 44 XPOMOCOMbI 06beAHEHbI B 22 Napbl U
NPOHYMepoBaHbl 0T 1 A0 22, OT YCNOBHO 60/1blel K MEeHbLUEN.
OHM Ha3bIBaOTCA ayTOCOMHbIMU. Kaxaasa xpomocoma umeet
KOpOTKOE (p) naeyo (oT ppaHLy3cKoro petit, "manbiin") u anMHHoe
(g) nneyvo (cm. cxemy).

Paccmotpum yyactok 2937

XpomMocomMbl HEBO3MOXKHO YBUAETb HEBOOPYKEHHbIM 1a30M, HO
€C/I1 OHM OKpaLLEeHbl U yBEIMYEHbI MO MUKPOCKOMOM, Kaxaan u3
HUX MMEET XapaKTEePHbIA PUCYHOK U3 CBET/IbIX U TEMHbIX
cermeHToB. Ha cxeme xpomocombl 2 (cTp.3) Bbl MOXKeTe BUAETb,
YTO HymepaLmAa CErMeHTOB XPOMOCOM BO3pacTaeT OT TOYKM, rae
ONVHHOE NAeYo coegmHAeTCA C KOPOTKMM. YyacTok 2937
HaxoAMTCA BHWU3Y U pa3aeneH Ha TPU cermeHTa - ceeTbli (37.1),
TEeMHbIN (37.2) 1 cBeTAbin (37,3). Kaskablit CErMeHT COAepUT
MUANOHBI Nap ocHoBaHwui AHK. Mapbl OCHOBaHMUI - 3TO
xvmuyeckme Belwectsa [IHK, KoTopble 06pa3ytoT OKOHYaHMUA
"cTyneHek" ero NeCTHUYHOM CTPYKTYpbl. Kaxablit cermeHT 2937
nmeeT yyTb 6os1ee 12 MUANMOHOB Nap OCHOBaHWI. KaxeTca MHOro,
HO Ha caMom Zene 3To f0BoAbHO Mano: AHK B yyacTke 2937 Ha
0fHOM XpoMmocome 2 cocTaBnseT npumepHo 0,2 %oT obuiero uncna

B KaXK40W KneTke.
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FEHeTMHECKOeTeCTMPOBaHMe

EcnM nocMoTpeTb Ha XPOMOCOMbI MOJ, MMKPOCKOMOM, TO MOYKHO YBUAETb OTCYTCTBYIOLLMIA
reHeTMYeCKUii maTepuman, B cayyae, Korga obpasel focTaTtouHo 6oabwoli. MonekynspHaa JHK
TexHosorua gaet 60s1ee TOUHOe NpeacTaB/ieHMe O PpasMepe U NOMONKEHMM Aefieumm. ITO BaXKHO,
MOCKO/IbKY YYeHble NAEHTUPULMPYIOT FreHbl U TOYHO OMNPeAEenAtoT X MECTOMOJIOMKEHWE Ha
XPOMOCOMaX.

MeToabl, KoTopble 06bIYHO UCNONb3YIOTCA, BKAoYatoT FISH (oT aHra. il

fluorescence in situ hybridisation ¢nyopecLeHTHas rubpuamnsaumsa in

situ) u MUKpoumMnbI: > Mape! .
L _OCHOBaHUI1

®  dnoopecueHTHaA rmMbpuamsaumsa in situ ncnonbsyer -

dnyopecLeHTHbIE METKM, YTOObI BU3Yann3nMpoBaTh Mo MUKPOCKOMOM
YUCIO KONUIA MasleHbKMX CeKL Mt xpomocom. Mpynna KOHUK nmeet
oTaenbHyo bpowtopy no FISH guarHocTuke. 1 napa ocHoBaHuit = bp
OpaHaKo peaKMe XPOMOCOMHbIE HapyLLIEHWUA MOTYT 6bITb BbI3BaHbI 1 000 nap ocHoBaHuii = 1 kb
TaKMMM U3MEHEHUAMM B XPOMOCOMAX, KOTOPble CAMLLIKOM Mabl, 4To6b 1 000 000 nap OCHOBaHMIA =
Pa3IM4ynUTb X B MUKPOCKON. 1 Mb

®  (CpaBHWUTe/NbHaA reHoMHasa rMbputamsauma Ha mukpounnax (array CGH) asnaetca
YYBCTBUTE/IbHbIM METOA0M, NMOKa3blBaOLLMM yBeMYeHWe (M noTepu) KpoLeyHblx y4acTkos JHK
Mo BCeW A/IMHEe XpoMOocom. CpaBHUTENbHAA rEHOMHas rMbPUAN3aLIUA Ha MUKPOYMMax
naeHTnduumpyeT 4y6anMpoBaHHyo, paspyLleHHyo uan otcyTcTeytowwyto AHK. Fpynna FOHUK
MMeeT OTAEeNbHYI0 BPOLLOPY MO CPAaBHUTEILHON FEHOMHOM FrMBPUAM3aLLIMM HA MUKPOYMMAX.

MonHbI Habop XPOMOCOM HesloBeKa — 3TO ero/ee KapuoTun. Yenosek ¢ geneuuein 2q37 moxeT
MMeTb KapuoTMN, KOTOPbIN BbIFNAANUTD KaK OAMH U3 3TUX TPEX MPUMEPOB:

1. 46,XY,del(2)(g37.1) - 3TOT pe3ynbTaT NOKa3blBaET, YTO BbINO HANAEHO OXKUAaEeMOoe YNCIO
XpOMocom [46], Tak:Ke NOKa3bIBaeT, YTo 6blan 06HapyKeHbl X U Y XpOMOCOMbI, C1lef0BaTebHO,
3TO - MaNb4YMK MK MyKYMHa. del(2) o3HauaeT, 4To B Xpomocome 2 ecTb geneuus (yTpaTta 4yactu
Xpomocombl) (g37.1) NoKasblBaeT CErMEHT B XpOMOCOME, rae 6bli HalgeH paspbis; B 3TOM

npumepe 4acTb XPOMOCOMbI OTCYTCTBYET C 3TOr0 MmecCTa A0 KOHUa.
3



2. arr[hgl9]2q37.3(239836918-243016613)x1 - 3TOT pe3y/abTaT NOKa3bIBaET, YTO TEXHONOTUA,
M3BECTHAA KaK CpaBHWUTE/IbHasA reHOMHas rMbpuamsauns Ha MMKpoumnax (array CGH),
06HapyKMna ToNbKO 0AHY KONuio (x1; HOpManbHOE YNCNO KONUI paBHAETCA ABYM) YacTu
CEermeHTa, u3BecTHoro Kak 2¢37.3. hgl9 nHbopmupyeT, Kakaa Bepcus reHoma YesloBeKa
MCMONb30BaNACh, YTOObI BbIABUTL 3TM U3MeEHeHUA. B HacToswee Bpema hgl9 sensaetca
nociegHen sepcueit. Nepean oTcyTcTByOWaAA napa - 239836918, nocneaHsa - 243016613, Ecau
Bbl4YeCTb MepBOe YNC/I0 U3 BTOPOTO, TO MOXKHO BbIYMCANTD, YTO cyllecTsyeT 3 179 695
HeA0CTaloLWMX NAp OCHOBAHWMIA, UAKU pa3Mep YTPAYeHHOro y4acTka cocTaBaseT NpubansnTenbHo
3,18 Mb.

3. 46,XX,der(2)t(2; 14)(g37.2; g32.33)mat. Mpnb61M3NTENbHO NATb NPOLLEHTOB /t0AEN C
aeneuveint 2937 meeT TpaHCIOKaLmio (BMA, nepectpoliku), rae AHK nomeHsanacb mectamu
MeXAy ABYMA XpOMOCOMamu. B pesynbTaTe 3TON NepecTpoKu MOXKET BO3HUKHYTb
HEeAOCTaLWan YacTb O4HOM XPOMOCOMbI U AOMNONHUTE/IbHAA YaCTb APYroM XpOMOCOMbI. JJaHHbIN
NpUYMep YKasblBaeT Ha 0XMUAAEeMOe YNCN0 XPOMOCOM [46], TakKe NOKa3bIBAET, YTO O6HaPYKEHbI
age X xpomocombl [XX], TaKUM 06pa3om, 3TO - AeBOYKA UM KeHLWMHA. der(2) o3HavaeT, YTo
CyW,ecTByeT usmeHeHHan (NponssogHan) xpomocoma 2. t(2; 14) o3HavaeT, 4To cyuiectsyeT
TpaHcnokaums (t) mexay xpomocomamu 2 u 14 (2; 14). (q37.2; 32.33) 03HayaeT, 4To
XPOMOCOMa 2 «CnoManacb» B cermenTe 2937.2, n ¢ atoro mecta [AHK oTcytcTByeT; xpomocoma 14
«cnomanacb» B cermeHTe 14932.33, n ot xpomocombl 14 noasunace gononHutenoHasa JHK. mat
0O3HayaeT, YTo TPaHC/NoKaLMA Nnepeganacb ot matepu. Ecam 661 oHa Bblna npuobpeTeHa oT oTua,
TO yKasbiBaetca 2. Fpynna FOHMK nmeeT oTaenbHyo 6powwtopy no c6asaHCMPOBaHHbIM
TPAHC/IOKaUUAM.

Cnesa Hanpaso
pebeHoK ¢
peneumeii 2q37.1;
peneumeii 2q37.2;
peneuueit 2q37.3.

Y Bcex 1M 0A4MHAKOBbIN pasmep aeneuumn 29377

HeT, He y Bcex. Xpomocoma MOXKeT noBpeauTbea B lob6om cermeHTe, Hanpumep B 2937.1, 2g37.2
nnu 2937.3, Taknm 06pas3om, pasmepbl OTCYTCTBYHOLLMX Y4ACTKOB XPOMOCOMbI Y Ntoaei
pasnunyatoTcs.

Hopma B 06Lweit nonynauum HaceneHus

Ha camom KoHLe XpOMOoCOoMbI 2 CyLL,EecTBYeT MaTepuan, KOTOpbI MOXKET BbiTb NoTepsH, BoobLe
He HaHOCA HMKaAKOro Bpeaa 340poBbto. Mo KpaliHel mepe, y oaHoro yenoseka us 20 B o6wei
NonynALMKU HaceNeHUA He XBaTaeT KPOLIEYHOM YacTu 3TOro matepuana. HackosibKo Mbl 3Haem,
3TO He MOBbILWAET BEPOATHOCTb MMETb pebeHKa ¢ aeneunelrt 2q37 (Falk & Casas, 2007; Leroy
2012).

EcTb 1 KaKoe-nubo pasnnyune mexay BO3AEVICTBMeM Ha AeBOYKY U Ha

ManbyuKa?

HackosibKo n3BecTHo, HeT. [leictBuTenbHO, aeneuus 2g37 6onee pacnpocTpaHeHa cpegm
LeBOoYeK, Yem cpeam ManbuuKoB. 10 AaHHbIM MeAULMHCKOM NUTEpPaTypbl ONUCaHOo 42 AeBOYKM 1
26 ManbyMKoB. B rpynne KOHWUK 3apernctpnpoBaHbl 63 KeHWMHbI U 25 myKunH (Leroy 2012;
«HOHMKY).



Al 6bl xoTenN..

“ . A 6bl XOTeNa, YTOBbI KTO-HMBYAb CKa3a MHE, Y4TO BCe B MOPAKE C TEM, YTO Yy MOero pebeHKa
€CTb reHeTUYeCcKoe OTKNOHEeHUe. BMeCTo 3TOro A YyBCTBYIO, UTO KaXKAbli MbiTanca IM60 3acTaBUTb
ee 6bITb 'HOpManbHOI', NM60 ybeauTb MeHs, YTO A A0JIKHA NPOCTO ‘CAATbCA, MOTOMY YTO U3 Hee
HUYEro 3Ha4YMTeIbHOro He BbIMAET' (L0CN0BHbIE CNOBA OT NeAMaTpa, KOTOPOro Mbl Hoblue He
yBMp,MM).” Leneyus 2q37.1937.3, 19 mecauyes

“ . 3HaTb, U4TO BPAUM BCEro He 3HatoT. OHM CKa3a/u, YTO OHa BYAET HU3KOPOC/ONA, HO OHa HIKE
MEHS TO/IbKO Ha 1 Atoim. To, YTO Y Hee ecTb NaTo/I0rMsA XPOMOCOMbI, HE 03HAYaEeT, YTO OHa He
LOCTUTHET TOrO, YEro OHa XO4YeT J0CTH rHyTb.” Aleneyus 2q37.1, 11 nem

. 4TOBbI KAkl NPodeccUoHas, C KOTOPbIM A CTa/IKUBAsICA, TPOYNTA 06 TOM AeNeLun 1
Noay4Yna HEKOTOPOE NMOHMMAHME TOro, C YeM Mbl UMeeM neno.” fleneyus 2q37.3, 6 nem

“ . 3HaTb, UTO 3HaHWe He 03HauaeT myapoctb.” Jeneyus 2937, 26 mecAues

“ . 4TOGbI ee rnyxoTa 6biia 4MarHOCTMPOBAHA HAMHOTO paHbLle, Yem B 2,5 roga.” Jeseyus
2q37.2, 3% nem

“ . MmeTb 6osible MHOPMALIMM U 3HATb, F4E MONYYNUTL ee, BKAYaA rpynny KOHWK. OH 6bin
OMNarHOCTUPOBAH NPU POXKAEHUM, U Mbl aBCOIIOTHO HUYETO He 3HaNU, KPOMe Ha3BaHUsA
XPOMOCOMbI, U YTO Yy HEro oHa mcyTUBosana.”ﬂeﬂeuun 2q37.1, 4 200a

CywiecTByOT I N0am ¢ geneuuneit 2937, y KOTopbiX HET npobaem c

peybto, noseaeHUeMm, 05yl-IEHMeM “u 3A0p03beM?

O6bluHO Ntoan ¢ aeneumelt 2q37 HYXKAAKOTCA B MOMOLLM NPU PA3BUTUK, U Y HUX MOTYT TaKKe
6bITb NPO61EMbI CO 340POBLEM U, BO3MOXKHO, HEKOTOpPbIE TPYAHOCTM C noBeaeHnem. OaHako,
cpeav uneHos rpynnbl FOHWK 1 rpynnbl Facebook ectb monoapie ntoan TobKO ¢ ymepeHHbIMU
TPYZAHOCTAMM; NO KpaliHel mepe, OAWNH U3 HUX TpyAoycTpoeH. B 2013 Ha peLieH3MM Haxoaunach
CTaTbA, ONUCbIBAIOLLIAA HECKONBbKUX NtoAel ¢ geneumen 2937, UMeloLWwmx HoOpMabHYo
KOTHUTUBHYIO AeATE/IbHOCTb.

OCHOBHbIE KIMHUYECKUE NPOoABAEHUA cuHApoma 2q37

Y maneHbKux geteit

B Huskuit MbileUHBIN TOHYC, BbI3bIBAIOLMI MbILLIEYHYIO CNABOCTb (FUNOTOHMA)
B TpyaHocTv BckapmanBaHma

B B HekoTOpPbIX CAYYasX, NPOBGAEMbI CO 34,0P0BLEM

Mo3sxe

B 3agepKa B pasBUTUM - Tepanua nomoraeT

B Huskuit MbleYHbIN TOHYC M TMNEePNOABUKHBIE CYCTaBbl — TOMOTaeT ¢p13nyeckan Tepanus
B XapakTepHble 0COBEHHOCTM INLLA, PYK U HOT

B TpyaHocTv 06yueHns - 06bluHO TpebyeTca NoaaepsKKa

B TengeHuma nocTeneHHo NPUBaBAATL B Bece — MOMOTalOT GU3MUECKME YIPaKHEHNS 1

noaxoAaauian ameta

B B HekoTOpbIX CAYYaRAX, TPYAHOE NOBEAEHME U HEKOTOPbIE 0COBEHHOCTH, CXOXKME C ayTU3MOM
- HO MHOTVE A,eTV O4YeHb XOPOLLO COLMANN3NPOBAHHbI

B B peaxux cayyasx, cymoporv - 06bIMHO XOPOLLO NOAAAIOTCA EYEHMIO

B XapakTepHbl 3K3ema, acTMa, 1 YacTble MHPEKLMM AbIXaTeNbHbIX NYTel 1 yilHble UHbEKLUN

B fanee o6cyanm 3Tn ocobeHHOCTH 6onee NoApo6HO.
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Mepsble Nnpu3HaKu

XapaKTepHa 3HaunTeibHasA BapmMabesibHOCTb

MepBble NPU3HAKN CUNbHO BapbUPYHOT. BONBbLIMHCTBO MNAAEHLEB POXKAAIOTCA 340P0BbIMM, HO
nmetoT ‘cnabble NpM3HaKkK’, TakMe Kak nepBoHavanbHble TPYAHOCTM NPU KOPMAEHUN 1
npubasneHne B Bece Uan HeobbluHaA TMBKOCTb, AN HECKObKO HeO6bIUHbIE YepTbl ANLA UK
dopma pyk. Mo33Ke, 3a4epiKKa B PasBUTUN ABAAETCA 06LLMM NepBbIM NPU3HAKOM, 06bIYHO
BMecTe C APYrMMM CUMNTOMaMK, TAKUMM KaK TAXKeNan 9K3ema WA NOCTOAHHbIE TPYAHOCTU Npu
KopmneHuu. NMpun 3agepsKKe pasBuUTUA Y POAMTENEN YacTO eCTb OLLYLLEHME, YTO YTO-TO He TaK, HO
OHW He MOryT TOYHO onpeaenuTb Npobiemy. MeHbluee YMCI0 HOBOPOXKAEHHbIX MUMEIOT
NPU3HAKM CUHAPOMA C POXKAEHMWSA, HANPUMep, UMEoT 3aTPYAHEHHOE AbIXaHWe UAN CUMMITOMbI
CepAeYHbIX NN XKeNyLoYHO-KULWEeYHbIX 3a601eBaHUI, U Y HUX eCTb OnpeseneHHble
0COBEHHOCTH, TaKME KaK MaNeHbKMe FreHUTaIMM AU LUMPOKO PACMOIOKEHHbIE COCKM.
[loCTaToYHO peaKo NepBbIMM NPU3HAKaMM ABAAIOTCA BO3HUKAIOLLME MO3KEe CUMMNTOMbI, TaKMe KaK
cyaoporu.

Cpeam 17 cemeit u3 rpynnbl FOHMK, 11 cemelt 3HaNK, YTO YTO-TO 6bIIO HENPABUIBHO C POXKAEHUA.
B 04HOM 13 HUX CKPUHUHT NpK BepemeHHOCTH B cpoKke 20 Heaeb MOKa3aa PUCK CUHAPOMA
[JayHa. Y gpyrux oTmevanacb 3agepxKa B pasBUTUK B BO3pacTe C BOCbMW HeAeb U A0 ABYX fieT
(Unique).

“ BcriomuHan 06 3TOM cerogHs, K KOHLYy 6epeMeHHOCTM Habnto4anoch OTCYTCTBME ABUNKEHUA
nnoga. C poxkaeHna Munam MHOro notepana B Bece M He MOr/1a BCKapMamMBaTbea rpyabto. Koraa
Mwunnm 66110 3 Hepenn, ee 6abyLuKa 3ameTWNa, YTO OAMH ee FNa3 He ABUTa/CaA TakK XKe Kak Apyrow
(y Hee 6bin cuHapom [yaiiHa). Ee Bec ocTaBanca 3aHWKEHHbIM, 1 Y Hee Bceraa bbina 3agepiKka
TEMNoB pa3BuUTUA. MaTpoHaxKHas cecTpa bbla BHUMAaTeIbHa C CaMOro Havana, v ybeamna Hac,
YTO YTO-TO 6bIJIO HEMPABU/IBHO, KOTAA Ta Ha WECTOM MeCALLe He MOT/1a NepeknaabiBaTh
npeameTbl U3 pyku 8 pyky.” eneyus 2936.3 unu g37.1

“ ApeiinnH poamnachk ¢ TPaxeonuLLEBOAHBIM CBULLEM, KOTOPBIN 6bi1 06HapYXeH crycTa
HECKO/1bKO YacoB Moc/ie PoXAeHMA, MOTOMY YTO OHa CpbirMBania cnusbio.” feneyus 2q937.1

“ BeHTa 6blna 04YEHb, OYEHb TUXOIi U cNaboit ¢ poAeHUA. OHa He M1Aa U3 ByTbIIoUeK cama
nuTanacb Yepes TpyoKy. Y Hee Bblan HEKOTOpble ANCMOPOUYHbBIE YepTbl U NMOMepeyHble
Naf0oHHbIe CKNAAAKM Ha 06enx pyKax. Y Hee pa3BUJICA BblpaXKeHHbI ped)mor(c.”,[[eﬂeuun 2q37

He3HauuTenbHble anuesble ocobeHHOCTU

MnageHubl 1 getv ¢ geneumeit 237 4acTo MMEIOT CXOXKMEe YepTbl MLA, U 3TU 0CObEHHOCTH
COXPaHAOTCA Y B3pOC/bIX. Kak NpaBMa0, 3TO HOC C MasleHbKUMU CTPEI0BUAHBIMU HO3APAMM U V-
06pa3HbIM KOHYMKOM, HEMHOTO CKNOHAIOLLMMCA BHU3 (CTPENOBUAHBIN BUA); TOHKAA BEPXHAS
ry6a u maneHbkuit poT; AyroobpasHbie 6poBU; ryBOKO NOCaXKeHHble y3KuUe rnasa, MHorga
packocble; 4edopMMPOBAHHbBIE HU3KOPACTIONOMKEHHbIE YLIWN; OKPYTAbIM, BbINYKAbIA UK
BbICTYNAOLLMI N106; NOJHbIE WEKW AW KPYTI0e NIULL0; CIAIaXKeHHan Uan KopoTkaa bopo3aka
MeX4y HOCOM M BepxHel ry6oit (M3BecTHas Kak rybHoM »enobokK); MHOrAa MasieHbKaa HUKHAA
YentoCTb; U, B HEKOTOPbIX CAyYasnX, TOHKUE UAN HeNOCAYLHbIe BOOCHI. Y BONbWNHCTBA AeTei
€CTb HEKOTOpPbIE, HO He BCe 3TU MPU3HAKK; Y AEeTel C 04eHb MasIeHbKOM MHTEPCTULMANBbHOM
(BHYTpPMXpOMOCOMHOW) aeneumeit 2q37 MOXKET He BbITb HM O4HOTO NPU3HAKA; U3-33 3TUX
CMMNTOMOB HEKOTOpPbIE HE POACTBEHHbIE APYT APYTY AETU BbIrNALAT YAUBUTENIbHO NMOXOXKUMMU
(Falk & Casas 2007; Leroy 2012; Unique).



PyKu n Horm

KocTu B N1afloHAX (NACTHbIE KOCTM) HEOBbIYHO KOPOTKM
nNprMbAn3nTEeNbHO Y NONIOBUHDBI Ntoael ¢ geneument 2q37. MHoraa Koctu
nanbues (banaHrun) Takxke KopoTKMe (6paxmaakTUANA), HO Y HEKOTOPbIX
nasblbl CIMWKOM A/IMHHbIE OTHOCUTE/IbHO PYK. Koraa pyKa cxkaTa B
Ky/1aK, MOXKeT 06pa3oBbIBaTLCA 'BNaguHa’, Tam, rae A0KeH b6biTb
cyctaB. IHOrA4a 370 MOXKHO TaK»Ke HabatoAaTb U Ha HOrax: OYeHb
KOPOTKME N HEOBLIYHO PACNONIOMKEHHbIE NasbLibl HOT, M YacTO KOPOTKUE
W LUMPOKME HOTU, YTO 3aTpyAHsAeT Bbibop 06yBu. OcobeHHO M3meHeHbI
cpepHune, 6e3bIMAHHbIE MasibLibl, MU3UHLLBI HA PYKaX U HOFax uaun,
WHOTAa, TONIbKO 6€3bIMAHHbIE NasbLibl HOT U PYK. 3Ta 0CO6EHHOCTL He
BCeraa 3ameTtHa y pebeHKa, HO CTaHOBUTCA Honee o4UeBUAHOM C
BO3pacTom. KopoTKue nanbLbl PyK M HOF camu no cebe He OKa3biBaloT
BANAHUA HA GYHKUMOHMPOBAHMU pebeHKa.

MoryT 6bITb Apyrve HeobblYHble 0COOEHHOCTU, HECMOTPSA Ha TO, YTO
OHW He ABNATCA cneunduyHbIMU ANA CMHAPOMa Aeneumn 2q37:
HecTaH4ApPTHOE PaCcCTOAHWE MEXKAY MaNbLaMU PYK U MeXAy nanbuamu
HOT; Y3KMe, KOHycoobpasHble NasbLbl; 60/blMe WMPOKME NasbLibl HOT; KOCOMANOCTb
(nnaTMnogmsa), KOTOPYO MOXKHO KOPPUTMPOBaThb Gpusmyeckoi Tepanueit (Leroy 2012; Unique).
Mnockoctonune 1 HeobbIYHO TMBKME NanbLibl TAKXKE OYeHb pPacnpocTpaHeHsbl (Cm. CycTaBbl, CTP.
26).

bepemeHHOCTb

O6bIYHO HEe OCNOXKHEHa

Y matepeit 13 rpynnbl KOHUK 6epemeHHOCTb 06bIYHO NpoTeKana 6e3 0CNOKHEeHWUA, HECMOTPA Ha
TO, YTO HEKOTOPLIMU MaTEPAMM BblN0 3aMeyeHO, YTO MX PeBEHOK LIEBEINIICA MEHbLUE, YeM OHU
oxunganu. Y asomx mam us 20 passuaca anabet Bo Bpema 6epemMeHHOCTH, U B O4HOM Ciyyae
yeTblpe roga cnycrsa guabet Bo3obHOBMACA. Y 04HON MaTepu Bbia10 KpoBoTeyeHne. MaaaeHubl ¢
neneument 2q37 noasepKeHbl ONACHOCTU NPeXAeBPEMEHHbIX PoAoB He 6osiee, Yem 0bblUYHbIe
mnageHupl (Falk & Casas 2007). Ho B uccnegosaHum rpynnbl KOHKK, y 3 13 20 maTtepeit 66110
NMb0 NOBbIWEHHOE KPOBAHOE AaB/ieHNe, MO0 NPE3KNAMNCUA, U LIECTb MIAAEHLEB, T.€. YCN0BHO
KakablVi TPETUI, POAUAUCH NPEXAEBPEMEHHO, B CAMOM paHHeM ciydae B 28 Hegenb (Unique).

HoBopoXaeHHbIN
BONbWMHCTBO MNAAEHLEB POAUIUCH C AOCTAaTOYHO XOPOLWMMM MOKa3aTeNAMM, HO C 06LLMMHM
HapyLlweHUeM AbIXaHWUA U NUTaHUA

Mpu poXKaeHUK BONbLIMHCTBO MNAAEHLEB U3
rpynnol FOHMK Bbl1 B OCHOBHOM B XOpOLLIEM
cocTosfHuu. lKkana Anrap sBnsetca mepon
06LLEr0 COCTOAHUA MPU PONKAEHUN, U
601bWNHCTBO MNaseHLeB rpynnbl FOHUK
NOJIYY4MAIN BbICOKYIO OLLEHKY, HECMOTPSA Ha TO, YTO |
MIAAEHUbI C HAPYLIEHMEM AbIXaHUA CTONKHY/INUCD |
¢ 60nbWKNMM TPYAHOCTAMU. BEPOATHOCTb HbITH
HETUMUYHO MANEHBKUMU UK BONBLUMMU NPK
pOXAeHUU y MaageHLes ¢ aeneumeit 2937 He
BbIlLE, YeM y BCex ocTanbHbIX (Falk & Casas 2007). |
MnageHubl rpynnbl KOHWK, poauslunecs B

PasHble mnaaeHubl:
cnesa, 2 mecaua;
cnpasa, 6 mecaues




HaMeYeHHbIV CPOK POLOB UK Nocse, 06bIYMHO UMENN HOPMA/IbHbIW BEC NPU POXKAEHUMN U BECUAN
mexay 6 dyHtamu 1 yHumii / 2.749 kr n 9 dyHtamm 11 yHumin / 4.4 Kr. Bec npu poskaeHun
MNAAEHLEB, POAMBLUMXCA NPEXAEBPEMEHHO, Bbl/1, KOHEYHO, HUXKe, OT 2 GyHTOB 14 yHumi / 1.3
Kr 40 6 GyHTOB 6 yHUMIA / 2.9 Kr. MaageHupl, POAMBLIMECA OT MaTepei ¢ AMabeToM, CKIOHHbI
6bITb 60/1€€ KPYMHbLIMU, M 3TN ABa MAaaeHua Becuan 7 dyHToB 9 yHumi / 3.43 Kr n 9 dyHTOB /
4.082 kr.

Y HEeKOTOpbIX MAageHLeB ¢ aeneument 2937 ecTb U3HAYaNbHO 3aTPyAHEHHOE AblxaHue. Y
M/IAZEHLEB C Pa3pbiBOM B cermeHTe 2g37.1 TPyAHOCTM C AbIXaHMEeM MOTYT BbiTb Bbi3BaHbl
pasmsaryeHnem xpaLLen, NoaaepKUBatoWMX Tpaxeto (Tpaxeomanauma, cm. [ibixaHue, u aeTckue
uHdekuuu, ctp.27-28). Y mnaaeHues c geneuneit 2q37 ¢ paspbiBOM XPOMOCOMbI B 1t060M
CermeHTe AplxaTesibHble NPobiemMbl MOTYT NPOU30MTM U3-33 MATKOCTU TKaHel 3a4HelN CTeHKM
rNoTKu (napuHromanauma) (Casas 2004; Kitsiou-Tzeli 2007; Unique). Y 14 u3 21 mnageHues B
rpynne KOHMK He 6b110 3aTPYAHEHHOTO AblXaHUA NPU POXKAEHUK, ¥ 7 Bbino. Kpome ogHOro
pebeHKa ¢ Npoonep1MpoBaHHbIM TPAXEOMULLEBOLHBIM CBULLLOM, CIOKHOCTU HOCKUAK
KpPaTKOBPEMEHHbIV XapaKTep, HO 3TO 03HAYAET, YTO MNAAEHLLbI HYXXAAOTCA B AONONHUTENIbHOM
nomowy npu GopmMMpoBaHUM AbIXaHUA U B AONONHUTENbHOM KUCNOPOAE B TEUEHWE HECKOIbKUX
OHEeWN Noc/e PoXKAEHUA.

MeHbLuas YacTb MNafeHLeB Poannach C BUAUMbIMU BPOXKAEHHbIMU AedEKTAMM, TAKUMU KaK:
HETUMNMYHO ManeHbKan ronosa (Casas 2004); maneHbKne reHUTannn y manbumkos (Conrad 1995;
Reddy 1999; Unique); Koconanoctb uaun aepopmauus cton (Leroy 2012; Unique); «Bon4bs
nacTtb» (pacluenmHa cpegHeit yactn HéBa) (Leroy 2012; Unique). YacTb maageHUEB, TakKe
MEHbLLAA, HO CYLECTBEHHAA, POXKAAETCA C CePbE3HbIMU MESULMHCKUMIN Npobaemamu, Takumm
KaK NopoK cepALa Uan aHoManmMm nNuuLeBapuTenbHoro Tpakta. Cm.MeguumHckmue npobnembl,
cTp.23-29.

PaHHAA runoToHusA

MHorne miaZeHLbl POXAAIOTCA C HU3KUM MbILLEYHBIM TOHYCOM

MHorne mnageHubl - MO KpaiHe mepe, NONIOBUHA - POXKAAIOTCA C HU3KMM MbILLEYHBIM TOHYCOM,
KOTOPbIN NpUAaeT UM HeobblyHYO TMBKOCTb. M3 19 HOBOPOXKAEHHbIX MafeHLeB rpynnbl KOHKK,
12 6bI1M 04eHb TMBKMMU, 1 3TO BblI0 BoNee TMNNYHO ANA MAaLeHLEeB ¢ 6obLIONM geneumen
2937.1, yuem ¢ manoi. TOHyC MMeeT TeHAEHLMIO MOCTEMNEHHO YyYLWaTbCA, MPU 3TOM NOMOLLb
oKasblBaeT ¢usmyeckas Tepanua (Falk & Casas 2007; Unique).

NMutaHue u yBennyeHume Beca

CnoXKHOCTW C NUTaHMEeM ¥ BecoM. HacTo BCTpeyaeTcA CKAOHHOCTb K 3anopy

Mpobaembl BCKAPMIMBaHMA 3aTParnBatoT, COrNacHo Uccae0BaHuio rpynnbl FOHKK, 2/3
MNageHLeB, HeE3aBUCUMO OT pasmepa UxX Aeneunn. TUMUYHBIA HU3KUI MblLLIEYHbIA TOHYC
BbI3blBAET TPYAHOCTU C COCAHWEM IPYAU NPU eCTECTBEHHOM BCKapM/IMBaHUMN UAN COCAaHWUMU COCKM,
4acTo HapyLweHa KOOPAMHALMA COCaHUA C rNOTaHUem U abixaHuem. Okono 1/3-5 mnageHues
nmetoT BbicoKkoe Hebo (Falk & Casas 2007; Unique), KOTOpoe MOXKeT 3aTpyAHATb KOpMIeHMe.
Opyrumn dpakTopamm 3aTpyAHAIOWMMM BCKaPMIMBAHUE ABNAIOTCA: OTCYTCTBME TpeboBaHMA
pebeHKoM Kopm/ieHUa (nnava oT ronoga), bbicTpas yToMaaeMocTb NPU KOPMAEHUU, Hannume
cepAeyHol He0CTaTOYHOCTM UK Npobaem ¢ KUWweyHUKOM. bonee peaKo BCTpeyaeTca aTpesna
X0aH, NP KOTOPOW CBA3b HOCa C HOCOrNOTKOM 3a610KMpoBaHa MeMbpaHoi, NosTomy pebeHoK
UCNbITbIBAET 3aTPYAHEHUA NPU KOPMIEHUU € poxaeHua (Unique).

KOpMﬂeHMe n3 6yTbIl’IO‘-IKM MOXeT 3aHMMaTb O4€Hb MHOTO BpeMeHU, a KopmaeHue rpyabto He
Bcerga 6biBaeT BO3MOXHbIM, UV MN1IaeHUbl MOTYT TpeGOBaTb O4Y€eHb YaCToro KopmneHuaA.
MnageHupbl MOTYT MUTb CLEXEHHOE MOJIOKO U3 NNOXKN UAN YaLKK, NN U3 COCKU AN 6yTbI}10LIKVI,
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KOTOpble He TAMKEeN0 cocaTb, HO AOBO/IbHO MHOTO MaTepei
HecnocobHbl NoAAEepPKMBaTb HEOHXOANMOE KOIMYECTBO
MOJIOKA NPU TaKMX TPYZAHbIX ob6cToATENbCTBAX. TPYAHOCTM
C KOPM/JIEHMEM CO BPEMEHEM NPOXOAAT, HO NPU 3TOM
CyLLecTByeT MHOIo CNocob0B NoMoub pebeHKy,
MCNbITbIBAOLLLEMY 3aTPYAHEHMUA NMPU KOPMAEHUU U, NPU
HEeob6X0AMMOCTU, MOXKHO BPEMEHHO KOPMUTb pebeHKa ¢
NOMOLLbIO HAa30racTpasbHOro 30HAa WU Yepes
racTPOCTOMMYECKYHO TPYOKY, YCTAaHOBNEHHYIO HAaNPAMYHO B
KeNy[oK, YTobbl 6bITb yBEPEHHbIM, YTO pebeHoK
no/y4yaeT LOCTaTOYHO MUTATE/bHbIX BELLECTB.

PacnpocTpaHeH ractpoasodareanbHblii pedatokc.
MnageHubl ¢ pedtoKcom (Korga MoJsIoKo Bo3BpaLlaeTca
U3 XKenyaKa B NULLEBOA), MOTYT BAOXHYTb MOJIOKO, YTO
noAaBepraeT UX pUCKy 3aboneBaHnA acnMpaLmoHHOM
nHeBmoHWel. OCTOPOXKHOE KOPM/IEHWEe M NpaBuIbHOe
NoNoXKeHne pebeHKa MoryT momoyb U3bexkaTb pedtoKc,
BO3MOXKHO MPUMEHEHUe CrycTuTenein 1 cnosb3oBaHue
npenapaTos ANA NOAABAEHUA ¥KeNyao4yHoro coka. C
pocTom mnageHua pedatoKe ymeHbLaeTcs, 0Co6eHHO
KOr/ja OHW HauyMHaIoT MUTaTbCA TBEPAON NuLel, HecmoTps i
Ha TO, YTO AaXKe C TBEPAOM NULLEN Y HEKOTOPbIX AeTei
NPOAOMKAETCA OTPbIKKA HEOONBLIMM KOIMYECTBOM efbl
nocse npuema nNum. PedatoKc MoKeT 6biTb MOCTOAHHbLIM,
HO 6ONBLWMHCTBO CeMEN MOKET KOHTPOIMPOBATbL €ro ¢
NOMOLLbIO Ha3HAYEHHbIX 1eKapcTB. EcM NpocTbie mepbl
HEeA0CTaTOUYHbI, MOXHO BblN€YNTbL pedtoKC C
NPUMEHEHMEM XMPYPrUYECcKoW onepaLyn, U3BECTHOM KakK
dyHAONAMKALMSA, NPU KOTOPOM yayyLWwatoT
YHKLMOHUPOBaHME KanaHa Mexay NULEeBoaoM 1
KENyAKoM.

HoBopoaeHHbIN, 1 B 8 net

OnbIT rpynnbl KOHMK NoKasan, YTo MHOrne mnageHubl
MMEKT 3aTpyaHEHUA C I'IpVI6aBI'IeHl4€M B BeCe, B
MeanumnHe Tak Ha3blBaemMoe «OTCyTCTBUe I'IpM6aBKl4 B Bece». Bo3aMoXHo, getam HEOGXO,DMMO
OﬁOFaLU,eHHOG WA BUTAMMHU3NPOBAHHOE MOJIOKO U BbICOKOKaﬂOpMVIHaﬂ AveTa 0 TexX Nop, NoKa
OHU He nepeﬁ,u,y'r Ha TBepAyto nuLly. bonbwurHCTBO MNaaeHuEeB YAO0BNETBOPUTENBHO npm6aBnﬂeT
B BeCe, KaK TO/IbKO CNpaBAATCA C Ha4a/ibHbIMU npo6nemaMM BCKapMInUBaHUA, HO Y HEKOTOPbIX
COXpaHAKTCA I'IpOGﬂeMbl C BECOM.

MnazeHLbl MOTYT NO34HO NeperTV Ha TBEPAYHO NULLY, Y HEKOTOPbLIX BUTAMMHU3MPOBaHHbIE UK
aflanTMpPOBaHHble PAa3HOBUAHOCTM MOJIOKA MOTYT 6biTb 3GPEKTUBHBIMU ANA YA0BNETBOPEHMUSA
O0NOTHUTE/IbHBIX NOTPeBHOCTeN nocsie WecTn mecAues. Heobxoanm LNMPOKKUIA CNEKTP eapl,
KOTOPYIO €4AT PYKamu, U NUTaTe/IbHbIX HAaNUTKOB, MOKa AETU HE YMEIOT AepXKaTb /IOMKKY.

K cyacTbto, 3HaunTenbHoEe 6ONbLWMHCTBO MIAAEHLEB, B KOHEYHOM CYeTe, CNPaBAAeTcs C
npo6aemamu B MUTaHUU U K TOMY BPEMEHM, KaK OHM HauYMHAKOT XOAWUTb UM BCKOPE NOC/e 3TOro,
OHW e4AT C OCTaNbHbIMM YsleHaMK ceMbM. [laxke A4EeTU C CamMbIMM TAMKENbIMM 3aTPYAHEHUAMMU B
NUTaHWM B MIIa4EHYECTBE Y4aTCA eCTb M MOJIy4atoT OT 3TOro YA0BOAbCTBME, HECMOTPSA Ha TO, YTO
n3-3a Npobaem C }KeBaHMEM OHU HyXKAaloTCA B NtopeobpasHoi, nepeTepToit UAK Nope3aHHoM
nuiLe Jo/blue, YeM HOPMaA/IbHO Pa3BMBatOLLMECS AETH.
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Y HeKoTopbIx AeTen ¢ aeneumneit 2937 cnabble AN YpesBblYaiHO TMOKMeE pyKU. HekoTopble aetu
NONb3YHOTCA CTONI0BbIMM NpUbopamu, Koraa Bol oxknaaeTe, HO y ApYrux IOBKOCTb Pa3BUBaeTCA
TO/NIbKO K YeTblpemM Uau nNath rogam. Cembsim NOMOTatoT YallKK C ABYMA PyYKaMM, AETCKUE UK
afanTUPOBaHHbIe CTO/I0BbIE MPUBOPLI U TapeKKn B NIACTUKOBOM onpase. [leTh AeiNCcTBUTENbHO B
UTOre y4aTCsA CaMOCTOATENbHO NUTATLCA, HECMOTPA Ha TO, YTO UCMNONb30BaHME HOMXKA U BUSTKK
BMECTE UM HOXKa BOO6LLE MOXKET BbITb OTAENbHOM Npobiemoii. s HEKOTOPbIX AeTel NUTaHUe
CTAHOBMWTCA NoBeaeHYeckon npobaemoi.

Y HeKoTOpbIX AeTei HabogaeTca mea/eHHan nepectanbTka (MpoasusKeHue) - ega meaieHHO
nepemelLaeTca no NULLEBapUTENbHON CUCTEME M3-33 TMMOTOHUN.

M3-33 HM3KOro MbILWEYHOrO TOHYCa PacrpoCTPaHeHbl 3anopbl, 0CO6EHHO Yy MAaAWNX AeTel.
MonosuHa aetelt u3 rpynnsl KOHUK MMenu Npobiembl CO CTYIOM, MO KpaliHei mepe, Koraa OHU
6b11M HOBOPOXKAEHHBIMU WM MaNbIlLaMu, U 3TV NPobaemMbl MOTYT BbITb CEPbE3HbIMM; MO3TOMY
€C/I1 MPOCTble CPeACTBa, Tak1e Kak yBenndeHne o6bema BbINMBaemMon KMAKoCTH, notpebneHne
MULLM C KNETYATKOM U ynpaxHeHMA HeabPeKTUBHbI, CEMbM LO/IKHbI HeMea/ileHHO 06paTUTLCA 3a
MeAMLMHCKOM nomoubio. OfHA cemMba KOPMUIA CBOEro pebeHKa rpywammu, Camsamu,
YyepHoCANBOM NMBO NepcMKamu, NOMUMO NPEANUCaHHbIX Pa3MmaryuTeneli cTyaa uam Nerkoro
cnabutenbHOro cpeacTsa, Apyrue UCMoib30BaM Macca, ynoTpebasam Kueu, 4yaum v
pacTMTeNbHble NeKapCTBEHHbIE CPeacTBa. HeKoTopble M3 geTeil MMenn NpoTUBOMO/IONKHYHO
npo6aemy - NOCTOSHHYIO AMapeto, M CEMbW KOHTPO/IMPOBanu ynotpebieHme ppyKTos CBOMM
pebeHkom.

“ lpyaHoe BcKapmauBaHue Ao 7 mecaues. O4YeHb CNI0XKHO Ha NepBbIi B3rA4, HO XOPOLO, Kak
TO/IbKO Mbl HAYYUIUCb, KaK 3TO ,u,enaTb.”,ﬂeﬂeuug 2q37.1

“ Y BpyKa 6blAK OYeHb Y3KME HOCOBBIE XO/bl, NOITOMY MY BbIN0 TPYAHO AbllaTh U KOPMUTHCA
rpyabto. Mbl MUCMONB30BaNW YBAAXKHUTEb, YTOObI BO34YyX OCTaBa/ICA B/IA*KHbIM NPU KOPMIEHUN U
conesble Kanau, 4tobbl HO34pW BblIM YUCTBIMM e Heneyua 2q37.3

“ HecmoTpa Ha To, UTO A He Kopmina KB rpyablo, A CLiEXMBaNa rPyAHOE MOMOKO BECh NepBbIit
ros. 3aTem Mbl NepeLLIv Ha KO3be MOJIOKO U NUTbeBble orypTbl. OH 0TKa3anca oT YMCTO
KOPOBbLEr0 MOJIOKA, Kpome iorypTta. MHe npuwwanoch 06aBAATb KOKOCOBOE MAC/0 B NULLY, YTOObI
OH MOT M0J1y4aTb AOMO/IHUTENbHbIN KUP U NUTaTe/IbHbIe ewecrsa.” [leneyua 2q37.1

“ Munau notepsna MHOrO Beca, 1 fi CKIOHUAACh K NEPEBOZY Ha CMECh. Y Hee NoJy4anoch
BbICACbIBATb HEMHOrO MOJIOKA MPU KOPMJIEHWUM TPYLbI0, HO 3TOTO BbII0 HEAOCTATOUHO.
BO3MOKHO, OHa He Bblia rofI0fAHa, TaK KaK AaxKe Ha CMecH oHa He npubasuna B Bece, Kak
OKMAAN0Ch, NMMBO OTCYTCTBME MbILIEYHOTO TOHYCA U KOOPAMHALMM, BMECTE C MOEi]
HEOMbITHOCTbIO, OCAIOKHANM eii KOpMEHHMe rpyAbto. Ee Bec NoBbIcKACA Ha 0.4 LEeHTUAA B
Bospacte 3,5.” Jleneyus 2q36.3 unu g37.1

“ Bonbluyio YacTb BpemeHM beHTa Kopmuiach Yepes 30Hs,. Ka3anoch, OHa CMLLKOM ycTaBana,
4yTo6bl NNTb JOCHITA, Y HEE OTMEYaNach 3ameasieHHan (cnaban) KoopauHauma (BCocaTb-CrAOTHYTb
-ObIWATh), Y HEe COBCEM He BblNIo anneTuTa, OHa HUKOr4a He npocuna eabl. Ee yBennyeHune seca
nepBoHaYanbHO b6blN0 B HOpME, HO Nocne 14 mecaues el 6bina ycTaHoBAEHA TpyOKa
racTpoctoma, a nocne 20 mecsues KHonka Mickey. Koraa et 6bin10 Bcero 2 roaa, beHTa ycnewHo
npucoeaMHUNACh K CrieLnanbHOoM MeaULMHCKON NPOrpaMmme «MpoBOKaALMA rON0L40M» B AETCKOM
60nbHULEe B [oNnaHaMKU. Ee OTyunam oT racTpocToMmnyeckon Tpyoku 3a 3 Hepenu. CerogHa oHa
€CT IycTble }XuaKocTu (oBowwm, GpyKTbl, MorypTbl). OHa Nnpunaraet 6oablINE YyCUAUA, YTOBDI
nprbasuTb B Bece, HO 06beM NOTPEBAAEMON el0 MUK eLle He A0CTAaTOUHbIM A4/1A XOPOLUEero
Habopa Beca.” [eneyus 2937, 2 200a 2 mecaya
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“ 3Mma Ternepb ecT Bce, UTO eaum Mbl. Y Hee TPEXpPa3oBoe NuTaHue 1 1-2 nepekyca B AeHb.”
Aeneyuna 2q37.1q37.3, 20 mecayes

“ 9 ucnbiTbiBaNa 3aTPYAHEHUSA NPY KOPMAEHUU KOAM, KOTAa OH TONbKO POAMACA: Sl MbliTanach
KOPMUTb €ro rpyabto, HO OH OTKa3biBasCcA. Ham NpuxoamMnocb KOPMUTb €ro, MOIOKMB COCOK Ha
OCHOBaHMe ero A3blka. Kogu nepeseniv Ha KOpMaeHUe crneumanbHbiM MOJIOKOM, KOTopoe
nomorno emy npmbasuTh B Bece. MNepes 3TMM ero Bec o4eHb 6ecnokounn meHs u goktopa. MNocne
BBEeAEHMA MOJIOKa y Koam nosBuICA XOpoLIKUIA anneTuT, U OH Hava ecTb, HO OH BCe elle C
Tpysom npmbasnsan B Bece. CerogHs Koam ecT Bce. Y HEr0 0O4EHb XOPOLLMIA anmneTuT, U B UKo/ y
Hero MHoraa 6oiBaeT 2 ob6eaa. OH NOOUT 604 C COYCamM M YECHOYHYIO NOAMBKY. Ha
CEroAHALIHUM AeHb KaXKeTCs, YTO OH eCT BCe BPEMSA, M OH He 3HAeT, KorA4a OCTaHOBUTLCA, MO3TOMY
A A,0/KHA BHUMATENbHO CAeanTb 3a HI/IM.”ﬂeﬂeulIﬂ 2q37.3, 4 200a

“ Tom ecT Bce NoapA U B U3AULLHUX KonnyecTsax . Jeneyus 2G37.3, 6 nem
“ Teneps ect Bcé.” feneyus 2937.2, 7 nem

“ AUMAOBUAMH OKa3anca OYeHb NOE3HBIM 417 NPESOTBPALLEHNUA AUapen U 6aronpUATHLIM
N8 NULLEBAPEHNA U UMMYHHOI cuctembl.” fdeneyus 2q37.1, 13 nem

TeHaeHUMA K N36bITOUHOMY Becy?

Bo3MO’KHa TeHAEeHUMA K M3BbITOYHOMY Becy

CyLuecTByeT MHOIO OnNucaHuii geTen ¢ geneumeit 2q37, KoTopble BECAT 60/bLie HOPMbI, U
KaXkeTca, TeHAEeHUMA K U3BbITOMHOMY BECy C BO3PaCTOM YBE/IMYMBAETCA, U B PALE C/Iy4aeB MOXKET
nporpeccupoBath A0 oxkupeHusa (Casas 2004; Williams 2010; Leroy 2012; Morris 2012; Unique). B
pesynbTaTe, Bpauu PeKOMEHAYIOT CEMbAM NOAAEPKUBATL CBOErO pebeHKa B MaKCUMabHOM
aKTUBHOCTU U CNeauTb 3a ANETOM, HO XapaKTEPHbI HU3KMIA MblILLIEYHbIN TOHYC MOXKeT
OrpaHUYMBATL AeTel NPU TPEHUPOBKAX.

[JaHHble rpynnol FOHMK Bonee HeoaHagaHauHbl: onpoc 2003 roga nokasan, 4to 50 npoueHTOB
cemelt 0c060 NoAYEpPKHYU, UTO UX pebeHOK XyA0M NN ManeHbKoro pocTa. Ha BcTpeye cemeit ¢
neneument 2937 y4acTHUKM paccKasanu, YTO HEKOTOPbIE AETU A0 BOCbMU NIET NMUTAINCh XOPOLLO,
HO MCNbITbIBANW 3aTPyAHEHUA C HABOPOM Beca, B TO Bpems KaK apyrve cembm coobwmam ob
n3bbITouHOM Bece. Onpoc 2012 roga nokasan, uTo cpeau AeTeit 66110 B TpM pasa bosbLue Tex,
KTO MMeN HOPMasibHbIW BEC, YEM TEX, KTO UMeN U3DbITOYHbIN, HO MHOTWE U3 3TUX POAUTENEN yKe
3HaNW O NOTEeHUMaNbHbIX NPobaemax yBeIMYeHUa Beca U cieamnaum 3a paLMoHOM CBOEro
pebeHKa.

“ Mbl 6ovMcA, UTO M3BBITOYHBINM BEC CTaHET NPOBAEMON, KaK Y MHOTVX ApyruX AeTeil ¢
neneumen 2q37, Takum 06pa3om, Mbl BblIM He O4YEeHb HACTPOEHbI, KOTAa Bpayu XoTenu
nepeBecTu ero Ha cMecu ans Habopa Beca. Ecav 6bl Mbl caenanm ato, ceityac OH mor Hbl BECUTb
60nblwe HopMbl. Mbl He OrpaHMYMBaEM ero B efe U NUTbe, Mbl TPOCTo U3beraem
BbICOKOKA/IOPUIMHbIX HanMTKOB/cmecel‘/'l.”,ﬂeﬂeuug 2q37.1, 4 200a

“ Mnna NoBUT MATKYIO, }KUPHYIO MULLLY, CIMBOYHDIN Cbip, apaxmMcOBOE MAc/o0, XOT-A0TM, Mac/o,
TOCTbI, AWLa 1 MmalioHe3. OHa TO/IbKO YTO Hayasa NPUHUMaTb IEKAPCTBA 414 Ie4eHus npobaem ¢
LWMTOBUAHOM 3Kene3oi, KOTopble, Mbl HaJeemcs, MOMOTYT B ynpasaeHun secom.” [eneyus
2937, 10 nem

“ Niocn BecuT HEMHOTO BosbLLe HOPMbI. Mbl KOHTPOIMPYeM BeC GU3UYECKUMMU YIIPAKHEHUAMMU
M OrpaHUYeHnaMU B nuLLe. JTlocu oaepKMma efoin U MMTaHWEM U KPageT NPOAYKTbl, EC/IU MOXKET,
Aoepaet OCTaTKM € NOAA MU U3 MYCOPHOTO Be,u,pa.”ﬂeﬂeuun 2q37.1, 13 nem
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Poct

B cpenHem, fetu ¢ geneumeint 2437 HU3KOroO pocTa, HO HEKOTOPblE HOPMAJ/IbHOTO POCTa UK
BbICOKME

OKono 1 13 4-5 B3pochbix ¢ geneument 2937 HECKONbKO HUXKE POCTOM, YEM MOXKHO Bb110 Bbl
0XnaaTb gaa ux cembu (Casas 2004; Leroy 2012). Onpoc 2012 roga nokasasn, 4to 4eTu rpynnbl
FOHMK KaK NpaBu/a0, HOPMaNbHOTO POCTa AR CBOEro BO3pacTa, HEKOTOPbIE M3 HUX OKa3anncb
BbICOKMMM, HO HEBBICOKMX BblNo BABOE BonbLue.

Kak npaBuno, n 4eTu, 1 B3poC/ble He HAMHOTO HUMXKE, YeM MOKHO 0XMUAaTb, U NPOMNOPLUU UX
Tesla HopMasbHble. HaCKONbKO HamM M3BECTHO, Y NauMeHToB HeT geduunTa ropMoHa pocTa;
C/IMLLKOM MafieHbKOe KOIMYeCcTBOo AeTel ¢ aeneumeit 237 nonpobosasiv neyeHme ropMoHOM
pocTa, 4Tob6bl NoATBEPANTL 3PHEKTUBHOCTL IRUEHUSA, KPOME TOTO CYLLECTBYHOT NPOTUBOPEUMBbIE
[0Ka3aTenbcTea 3GPEKTUBHOCTM AaHHOW Tepanuu nNpu Apyrux XPOMOCOMHbIX OTKIOHEHUAX.

“ NMiocn HU3Koro pocTa - 136 cm [4’ 6”]. Mbl sK4em aHaNM308B KPOBM, YTOBbI NPOBEPUTH FOPMOH
pocTa 1 Apyrve ropmoHbl, T.K. OHa 3a rog, He npubasuna B pocTe. 3 roga Hasag, Koraa y Hee
Hayasiacb MEHCTpyaLma, OHa, BEPOATHO, NepecTana pacm.”,ﬂeneuuﬂ 2q937.1, 13 nem

3agepKKa B pa3BUTUMN

MopasnstoLlee 60NbLWMHCTBO AETEN € Aeneumeit 2937 CTaNKMBAIOTCA C Pa3HOM CTENeHbo
334ePKKM B pa3BUTUM. OBbIYHO 3aJeprKKa B Pa3BUTUM BbIBaET ErKOM UM YMEPEHHOM CTENeHU —
pa3BuTHe pebeHKa COOTBETCTBYET MOMOBMHE €ro NacrnopTHOro BO3PacTa, MHOTAA 3afepPiKKa
MOXKET bbITb TAXKeNol cTeneHn (Falk & Casas 2007; Leroy 2012; Unique). Eciv npuHuMmaTth Bo
BHMMaHWe BCe aCMeKTbl Pa3BUTUA, TO KPUBAA PA3BUTUA BbIFAAAMT 'cTyneHYaToi', yacto cTpagaet
KOMMYHWUKabesIbHOCTb M Hanboee BbIPaKEHO CTPAAAET ABUraTe/lbHas aKTUBHOCTb, XOTA
HeKoTopble AeTH B NOJHOW Mepe 06131al0T MOTOPHbBIMM HaBblKaMu. [l0CTaTOMHO pefKo nNepBoW
6blBaeT 3aMeTHa 33/lepP¥KKa B pe4eBoM PasBUTUM.

“ Munnu BCerga OTCTaeT, HO, KaXKeTcA, B KOHEYHOM cyeTe A0roHaeT e Aleneyua 2q36.3 unu
g37.1, 4 200a

“ MenaHu KaeTcs TO/IbKO HEMHOTO MEHEe PasBUTOM, YEM HEKOTOPbIE AOLIKObHUKM ee
Bospacra.” Jeneyus 2g37.3, 3,5 200a

CMAEHMe, nepemetllieHue, xop,b6a (prnHan MOTOpMKa)

[etn c peneumeit 2937 yacto oTcTatoT B 06y4eHUM cnaeTb 1 B 06ydeHumn xoabbe

Yale Bcero mnageHLbl N034HO HAYMHAKOT YBEPEHHO AEeprKaTb ro/10BY U NepeBopavmBaTbCa; OHU
MOFYT HE Hay4MTbCA NON3aTb; BO3MOXKHO, UM NOHAA06MTCA NoafeprKKa U nHoraa dpusmyeckas
Tepanusa, YTobbl OHW HAYYUUCh CUAETb; OHU HYXKAQKOTCA B NOAAEPIKKE, KOTAa HAYMHAKOT XO4UTb,
M NPOLOJIXKAIOT B HEM HY»KAATbCA B TEUEHME HECKO/IbKUX MECcALEB nepes Tem, Kak NomuTn
camocTonaTenbHo. B cpeaHem mnageHubl rpynnbl OHUK CMOTN YBEPEHHO AepKaTb ronosy
mexay 6 Hegenamu 1 12 mecauamu; nepeBopaymBaThbca - Mexay 3 u 14 mecAauamm, HeCMOTPA Ha
TO, YTO ABOE M3 22 MN1aJeHLLEB HUKOrAa He nepeBopavymBanncb. OHU Hay4YMIUCh CAAUTBCA MEXAY
6 1 18 mecAuamm 1, Kak NpPaBWJIO, CHayana 4yacto naganu. Te feTu, KOTopble NOA3aan UAn
BCTaBa/IM HA YeTBEPEHbKM, AeNaNn 3TO B BO3pacTe oT 9 mecAues Ao 2,5 neT. bonblMHCTBO AeTen
cOenanu CBou nepsble WarK, Koraa um bbl1o 0Koo 2 NIeT, XOTA BO3pacT BapbupoBan oT 15
MecALEeB [0 YeTblpex /IeT; Ha4yaamn XOAUTb CAaMOCTOATENIbHO Yepes 2 - 9 mecALeB Noc/ie 3Toro, HO
Oaxe Toraa um 6blna HY»KHA KOIACKA, eC/IM OHWM YyBCTBOBA/IM YCTaNI0CTb UM HEAOMOFaHMe.
BonbWKHCTBY geTelt 6b110 5 nam 6onblue, Koraa OHW HAYYUIUCb NOAHUMATBCA NO NECTHULE, HO
OAMH WK ABa MOT/IM CNPaBUTLCA C 3TUM, KOr4a UM 6bino 2 roaa. Takue ABUMKEHUSA, KaKk NOSbEM
U3 NOJIONKEHUA CMAA Ha NOJY, OCTaNIUCh NPOBAEMON ANA HECKO/IbKMX AeTel CcTapluero Bo3pacTa.
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Korga petn
HayMHaloT
ABUraTbcs,
paBHoOBecue u
6bicTpasn
YTOMAAEMOCTb
ocratoTca
NOCTOAHHbIMU
npobnemamu. [letn
He UCMbITbIBAOT
YyBCTBO ONACHOCTU U
HY}KAAlTCA B
noanepKe Ha
HepoBHOW
nAoLWaaKe U MATKUX
nosepxHocTax. Ux
NnoxoAKa MoxKeT
6bITb HENOBKOM NN
LIaTKOM, U3-3a
LUMPOKO
paccTaBasemblX HOT,
HeKoTopble AeTu
BbIFNAAAT
NPMXPamMblBalOLLMMMU, B TO BPEMSA KaK gpyrue 6eratoT BNPUNPbIXKKY CO Cerka cnpATaHHbIMM 3a
CNWHY pyKamu. BepoAaTHo, y HUX ByaeT 3aiepKMBaTbCA Pa3BUTUE U APYIUX ABUTATE/bHbIX
HaBbIKOB, TAaKMX KaK Ber, NPbIXKKK U NPbIXKKKW Yepes cKaKanKky. Korga aetv 6eratot, oHU umeroT
TEHZEHUMIO BbITATMBATL CBOM PYKM, ‘Kak ByATO Ha Kavatowenca noaKe’, 4Tobbl COXPaHUTb
paBHoBecue, HO, HECMOTPSA Ha 3TO, OHX NAAAIOT HAMHOTO Yallle, Yem ApYyrue AeTU U HY»KAAloTCcA B
6e30nacHOM MecTe 1A Urpbl, Tem 6o/1ee, YTO Y HEKOTOPbIX HET MHCTUHKTA CAMOCOXPaHEHUSA.
PebeHKy, KOTOpPbIN YacTo NagaeT U He MOXKeT ybepeyb cebs, BO3SMOXKHO, MOHAZ06uTcs Wwaem. Y
HEKOTOpbIX AeTel pa3Has A/JMHA HOT — OA4Ha HOra Kopoye Apyron, N03TOMY KOrAa OHW HaunHaoT
HOCUTb 06YBb, MM HY}KHA CTE/IbKA UM BKNAZKA, YTOObI CKOPPEKTUPOBATL 3Ty pasHuuy. Ona aetei
C COXPaHMBLUMMCA HU3KMM MbILWEYHbIM TOHYCOM X0A4bba ABNsSETCA TAXKeNon paboTol, U OHU
6bIcTpo ycTatoT. K 10 mam 11 rogam, feti 06bl4HO X0AAT BbICTPO M XOPOLLO, HO MOFYT HbITb BCE
eLe HeYyK/oKMMU.

CTaHOBACb NOABUMKHbBIM,
§ OT 1eBOro BepxHero:

B 19 mecaues; 22 mecAua;
B 2 roga; 4 roga; 9 ner;

7 net (cnpasga).

Mose3HOo NiaBaHue, a TaKKe AETCKME NIoWaaKM ¢ 6e3onacHbiM 060pyA0BaHNEM, CMIOKOMHbIE
Urpbl, TaHLbl U BEPXOBan €343 ANA AeTel C orpaHMYeHHbIMM BO3MOMKHOCTAMM. HeKoTopble getu
MCNONb3YIOT 6EroByIo LOPOXKKY; APYr1e NonyaapHbIe 3aHATUA: MPbIXKKK Ha baTyTe, Kadyenwu,
MYy/IbTUCNOPT, 6er ¢ NPenATCTBUAMM, €343 Ha Beslocuneae (C pasHbIM KOAMYECTBOM KOJEC),
byT6oN Ana geTei ¢ orpaHMYEHHbIMM BO3MOMXHOCTAMM U TaHLbl. HecMOTpsA Ha nepBoHadyasibHoe
oTCTaBaHue, 8-neTHWI pebeHoK naasan, urpan B pyt60A, AeNan TMMHACTUKY, €341 Ha
Be/OCUMEeae M KaTa/iCA Ha POJIMKaX, HO TaKOM YPOBEHb aKTUBHOCTM BO3MOMKeEH He A/1A Bcex. 15-
NeTHMIN pebeHOoK 0B1aaen 2-X KONeCHbIM BEN0CMMNes0M U Aeflan HECKONbKO rpebKoB B NiaBaHmm
6e3 noctopoHHen nomouwm (Unique).

NomHuTe, BCE nponcxoanT meagsieHHo, HO Koraa et rotoBbl, BCeE NMPUXoauT.
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Y MHOTUX geTei oyeHb cnabble cycTasbl (M. CycTaBbl, cTpaHULa 26). Hanpumep, KoneHy moryT
BbIrM6aTbhCA Ha3ad, MOXeT 6bITb MNOCKOCTONME MM TaKas MOCTAaHOBKA CTOMbI, 4TO pe6eHOK Xo4uT
C OMOPOM Ha BHYTPEHHMUI cBOA cTonbl. PU3nyecKan Tepanus o0bbI4HO ABAAETCA K/OYEBbIM
MEeTOA0M TepPanuu, TakKe MOryT BbiTb NONE3HbIMU ABUMKEHWUA C Manol GU3NYECKON HarpysKoi;
60NbLINHCTBY AeTel HeobxoaMMo obcnefoBaHve y opTonesa U cneLmanbHas NnoaaepkunsatoLas
opToneauyeckas 06yBb, aHreTbl UK CTeibKU. CeMbM MbITatoTcA 06eCnedunTb LOMKHYI0
dU3MNYECKYIO Harpy3Ky cBoemy pebeHKy B COOTBETCTBMM C €r0 BO3SMOXHOCTAMM.

BporkaeHHbIN BbiBUX beapa HeMHOro 6onee pacnpocTpaHeH cpean MNaLeHUEB M AeTen ¢
neneumnein 2937, yem y gpyrux geten (Casas 2004). lmarHo3 ycTaHaBAMBAETCA MPU POXKAEHUM, HO
ecnun obcnenoBaHMe HOBOPOXKAEHHOTO He BbiABUIO 3ab0oneBaHuA, a Npobaembl OCTatoTCs,
BO3MOHO, NoTpebyeTca 6bonee getanbHoe obcnesoBaHue y optoneaa. BpoxaeHHbI BbIBUX
6eapa NeunTbCA NYTEM HANOMKEHUA WKHbI, aNA dUKcauumn beapa B AONKHOM MNONOKEHUMN ANA
LaNbHENLWero passuTuA; MHor4a Heobxoauma onepaums. PebeHoK, KoTopbl 6bi B
UMMOBUNN3NPYIOLLEN LIMHE UK TUMCE B TEUEHWE MHOTUX HeLeNb, MOXKET UMETb HU3KUIA
MbILLEYHBIN TOHYC, M NO3XKe BYAET HYXKAATbCA B UHTEHCUBHOM Tepanuu, 418 BOCCTAHOBNEHUA
TOHyca. M3peaKa, cembu coobLatoT o Npobaemax B Apyrux cycraBax: 'Wenykun', 'notpecknsaHms'
WU BbIBUXM CYCTaBOB, 0COBEHHO KosieHHbIX (Unique).

“ OHa Nlo6UT NON3aTh U NbITaeTCA NOATAHYTLCA K MoACcTaBKe. OHa IOBUT UrpaTh Ha NO/ACTaBKE CO
CBOVMMM UrpyLwKamu. Ei HpaBuTcA ép3aTb Nog My3biKy. EV TakKe HpPaBUTCA eXKaTb Ha Moy U
M3BMBaTbCSA BCEM TesIoM. Eii TakyKe HpaBuTCS KyBblpKaTtbcs. (Ho 3To el paspeluaeTcs genatb
TONBKO C MamuHOM noaaepxkoit).” feneyus 2937.1g37.3, 1% 200a

“ Haw cneuuanuct no xogab6e 3asABKUA, UTO NyYLIAA TEPANUA A8 HEe — 3TO Ta, KOTOPYIO OHa
No/yYaeT B NPOLLECCE HOPMATIbHBIX EXKEAHEBHbIX 3aHATUM U Urpbl. Mbl TaKsKe genanu
FUMHACTUKY HECKONBKO Hefleslb, YTOBbl MOMOUb BbINPABUTL YCTAHOBKY HOT, HO 3TO MOKa He
pewuno npobnemsl.” feneyus 2q37.3, 3% 200a

“Y Hee pa3bonTaHHble CycTaBbl B IOAbIXKKAX, UTO 3aTPyAHAET X0Ab6Y, HO 3TO MOMOraeT UaTH,
BCAKMWI pas, Koraa 370 BO3MOXHO. XoAbba BBEPX U BHW3 MO IECTHULLE YKPENAAET ee KONeHMW.
Xoapbba Ha LbINoYKax YKpeniaeT cBOAb! ee CTOM. 3aHATUA GU3MYecKol Tepanuei ceityac He
YyacTble, HO OHa BCe eLle HOCUT OPTONeANYECKYo o6be.”,£le/7euuﬂ 2936.3 unu q37.1, 4 200a

PasButue: KoopauHaLUA U NTOBKOCTb (MenKaﬂ MOTOpMKa)

HW3KMI MblWeYHbIl TOHYC U TMBKME CYCTaBbl 03HAYAIOT, YTO PYKM AeTel MoryT 6biTb c1abbimu
HW3KKUI MbILEYHbIV TOHYC U TMBKUE CyCTaBbl O3HAYalOT, YTO PYKM AeTel MOryT BbiTb C1abbimu.
MnageHLbl MOTYT UMETb 3a4EPKKY B Pa3BUTUN MOTOPHbIX HAaBbIKOB, TAaKUX KaK UCMO/Ib30BaHUE
ob6enx pyk BmecTe 1 3axeaT NpeAMeTOB C MOMOLLbIO 6ONLLIOTO U yKa3aTeNbHOro nasnbLa, BMecTo
MCNONb30BaHMA Kynaka. TO BANAET Ha UFPY, Ha HaBbIK CAMOCTOATE/IbHOTO MUTAHMUA, Ha YXOz 3a
coboit, Ha npouecc 0byyeHNa — NMcaHne, PUCOBaHME U T.4., @ MO3XKe Ha TaKne JeiCTBUA, KaK
HeobX0AMMOCTb YTO-TO OTPE3aTb UM BCKPbITb KOPOBKY. HaBblku AeTei BapbupytoT, Tak
HEeKOTOpPble UMEIOT COOTBETCTBYHOLLME BO3PACTY HABbIKM, B TO BPEMSA KaK Apyrue CUAbHO OTCTatoT
B pa3BUTUW. B aTOI cMTyaumm nonesHol Ntobble UTPyLLKK Ana aeTeit ¢ ocobbiMn noTpebHoCTAMM —
MX MOKHO B3ATb B3aliMbl UM NO 0BMEHY, XOPOLUN afanTMPOBaHHble CTOI0BbIe NPMBOpPbI, Yawm ¢
PYYKOI 1, NO3Ke, yA06Hble MapKepbl. Y AeTei MOryT 6bITb LONOAHUTEIbHbIE TPYAHOCTU — Y
ogHoro pebeHka 13 rpynnbl KHHUK OTMeYaeTca TpemMop, NOSTOMY, ro pyKa A0/XKHa 6bITb
3aduKempoBaHa. O6bluHO Nomoraet sprotepanusa (Unique).

“ NeiicTBUTENbHO XOPOLLO BAAEET BCell MENKOM MOTOPUKOI U MAa B OBLLEHWHM C 4PYTMMM
AeTbMmu ee BO3paCTa.” Heneyua 2q37.1, 14 mecayes
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“ DaKTUUECKM Y HETrO CUNLHBIN XBaT M OH NIOBUT UrPaThb C OYEHb MafIEHEKUMU NIPeaMETaMM 1
BepeBKkamu. OH NpeanoYMTaeT ecTb NasibLLaMK, HO Y¥Ke OKOJI0 rofa YMEET M0/1b30BaTbCs BUIKOM.
Bce ewe paboTtaeT Hag 3TMM (yCnewHo HaKanbiBaeT eay, U T.4.). EMy HauMHaeT HPaBUTLCA CyXoMn
6acceiiH, OH Mo/y4YaeT yA0BO/IbCTBME OT CEHCOPHbIX Urp. [InA 3TOro Mbl Npuobpenu HasyBHOM
HacceiiH feTcKoro pasmepa 1 ucnosbsyem egy (caxap, 3aMopoKeHHble GPyKTbI, B3GUTbIE
CNMBKM, NYAMHT, KPOLLKM KpeKkepa) — BCe YTO Cbef06HO 1 He NpuunHUT Bpea. Emy HpaBuTtcs
Tekctypa.” eneyus 2q37.1, 4 200a

“ Nearoga dun3myecKor Tepanuun nomoram Horam Toma v B Lesiom ykpenuau ero. Mol
NPOAO/IKAEM CNIeANTb, YTODObI Y HEro 6bi10 4OCTAaTOYHO MHOTO YNPaXKHEeHWI A8 pocTa 1
yKpenneHusa Gpusnyeckom cuibl —y Hero cnabblii Nie4eBol Nosc, U 3TO MO NpPeXKHemy
3a/epKmBaeT ero obyyeHne nucbmy. Tom Nt06UT UTPOBYIO NPUCTABKY, U Mbl CHUTAEM, YTO 3TO
NMOMOraeT ero 3puTe/IbHO-MOTOPHOM KOOPAMHALMK. Y Hero YpessblvaliHO cnabble pyKu n
nanblpl, MO3TOMY, 3TO CUNbHO 334EPKMBAET €ro ME/KYI MOTOPUKY (MOIHUM U KHOMKM), U OH
BCe ellle yAeprKMBaeT NuLLyLmue npeamMeTbl WUNKOBbIM XBAaTOM M3-3a 3aJiePXKKW B Pa3BUTUN
nucbMa. bonee Toro, Tom nieBLWwa, 1 Mbl UICNO/Ib30BaAN KapaHAall aAna nesLueit Stilo, KoTopblii,
Ka)eTcs, AeliCTBUTENLHO MOMOTaeT, Hapady C PE3UHOBbLIMM HacaaKamMu Ha Kapanaalw.” Jeaeyus
2q937.3, 6 nem

“ McnbiTblBaeT 3aTPYAHEHMA, KOT/a AePXUT KapaHaall, BCe ellie He yMeeT NM0JIb30BaThCA HOXOM,
06bIYHO OHa MONb3yeTcA TONbKO oaHOM pykon ”. Aeneunsn 2937.2, 10 net

“HeT HUKaK1X NPoB1em Kpome TPYAHOCTEN € o4eHb KpolueuHbimu getanamn.” feneyus 2g37.1,
11 nem

Yxop, 3a coboit

ExXegHeBHble 3a/1a4u, TakMe KaK ofeBaHne (0CobEeHHO HOCKM) U pa3AeBaHUe, MbITbe U YUCTKA
3y60B TaKKe BbI3bIBAOT TPYAHOCTM, HO MOMOTAOT 3/1aCTUYHAA 04X Aa, 3aCTEXKKN Ha IMMYYKaXx U
MArkas obyBb 6e3 WHYPOBKM Ha NNOCKOW nogowwse. [leTy NoCTENeHHO AeNatoT ycrnexu B
eXXefHeBHO NOBTOPAIOLMXCA AeUCTBUAX, MOHUMAIOT CUTHANbI, NOACKA3KM, HAaNMOMUHAHWUW,
NoAroTaBAMBaIOT OAEXKAY, NPU3HAIOT ONpPeeieHHbIN PEXUM U BO3HArpaxaeHus, HO, KaK Bceraa,
HeKkoTopble 6onee ycnelwHbl, Yem gpyrue. YTo KacaeTca NpuydeHns pebeHka K Tyanety, 13 us 19
[AeTell 0CTaBaIMCb CYXMMU B AHeBHOE BpemA. Camomy Maagwemy MasibuymKy, KOTOpbIid Hayumnca
nonb30BaTbCA TyaneTom, 6bino 4,5 roga; Tpu AeBoYKM 3-X NeT TakKe bbian obyueHbl. U3 wectn
elle He 0by4YeHHbIX geTe NATb 6bIAN MaNbYMKKN, OAHOMY U3 HUX 13 NeT; eAUHCTBEHHOIN feBOYKe
6b1710 3% neT. B HouHOE Bpems ABa Manbymka 5,5 n 7 net octaBannch cyxumu. OgHa cembs
0TMeYasna, YTo BO BpemMs 0by4eHUA UM MOMOT FOPLUOK-CTYIbUYMK.

“MenaHun MOKeT BbIMbITb PYKW, OAETbCA U Pa3feTbCsa, CaMa KyLLaeT U MOXKET NoJib30BaTbCA
Tyanetom”. feneuusa 2q37.3, 3,5 net

“Hy»kpaetcs B nocToaHHOM npucmoTpe ”. Aeneuus 2q37.2, 3% net

“OHa cama ofeBaeTcs, YACTUT 3ybbl, pacyecbiBaeT BOIOChI, M TOIbKO YTO Hayunaacb NPUHUMATb
OyLWU, HO BCE eLle HY)KAAeTcsa B HEKOTOPOM MOMOLLYM C MbITbem Bosioc. OHa cama cobupaeT cBoi
3aBTpak B wKony”. Aeneuus 2937, 12 net

“NleoH ymeeT 04eBaTbhCA U Pa3aeBaThea ¢ 60NbLIMM KoMYecTBOM GU3NYECKUX U BepbaibHbIX
NOACKA30K. YUMMCA YMbIBATbCA U YUCTUTL 3yObl. HEMHOTO NpuyYeH K TyaneTty, OCTaeTcs CyXum B
TeyeHue gHA ¢ HanomMuHaHuamn”. eneuma 2q37.1, 12 net
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O6yueHune
Y 6ONbLUMHCTBA AEeTe YMEPEHHO BblparkeHHasa HecnocobHOCTb K 06y4eHmto, HO CNocobHOCTH
BapbUPYKOTCA OT OYEHb NErkom CTeneHm TAXKeCTH Ao TAXKENon

Becbma BeposATHO, UTO AeTAm noTpebyeTcs HEKOTopas NoAAepKKa B 06yYeHUM, HECMOTPA Ha To,
YTO CcTeneHb 06y4aeMOCTM 3HAUUTE/IbHO PasanyaeTca. [aHHble No 42 onNpoLEHHbIM CEMbAM 13
rpynnbl KOHWK NOKa3biBaloT HepaBHOMEPHOe pacnpegeneHne UHTeNIeKTyalbHbIX CnocobHocTeln
¢ 60/1bLUIMMM PA3NINYUAMM B HaBbIKax, KOTOpble Npuobpenn monoable ntoaum. [lga pebeHka
06y4yanuncb Ha ypoBHE, COOTBETCTBYIOLLLEM WX BO3PACTY; Y AeBATM AeTel, 6bi10
cnabosblparkeHHOe HapyLweHue GyHKLMM, y 14 0HO 6bl10 yMepeHHbIM, y 17 cemeit cTeneHb
WHTENINEKTYa/IbHOTO HapyLUEHUA KNAacCMbULMPOBAIM KaK TAXKENYIO.

OpauH pebeHok 3,5 net, ¢ He6oNbWMMMY TPYAHOCTAMU B PAa3BUTUM, HE HYKAAIOWMMUCA B
KOPPEKLUM cneumanbHbiMM METOAMKAMM U CNIeLMasUCTaMu, 3HAET U MOXKET Ha3BaTb HEKOTOPOe
Konn4yecTBo BYKB, MbITaeTcsi MMCaTb CBOE UMA, MOXKET HAPUCOBaTb HEKOTOPbIE GOPMbI U MOXKET
n306pasutb 6yksy M. B 06bI4HOM AOLWKONBHOM KNacce y Hee HeT A0NOAHUTEIbHOW NOAAEPIKKM
obyyeHua.

Cpeay peTeit c Ierkoi CTeneHbio 3a4ePMKKM 0AMH pebeHOK OTCTaeT Bcero Ha 3-4 mecsua oT
cBoero 61M010rMYecKkoro Bo3pacTa B NpuobpeteHnn sHaHuin. Cpeau aeTeit C ymepeHHo
BbIpaYKeHHOW 3a4epPKKOWM MHOTME yyaTca ¢ 4eTbMM B iBa pa3a MaajLle ux GakTMYecKoro
BO3pacTa, 12-neTHAN AeBOYKa yCnellHa B aHI/IMMCKOM A3biKe, HO UCMbITbIBAET TPYAHOCTU NpU
MOHUMaHUK aBCTPAKTHbIX NOHATMIA, BPEMEHM 1 NMPOCTPaHCTBa.

MHoro geteli (noutn 2 n3 3 no onpocy rpynnsl FOHMK 2012 roga) MCMbITbIBAKOT TPYAHOCTU MpK
KOHLEHTPALMK, U 3TO OC/IOKHAET UX 0BydYeHne, Mo3TOMY NONE3HbIMU MOTYT BbITb YNParKHEHUA
Ha KOHLLeHTPaLUMIo Haf 3a4a4ei 1 nepepbliBbl B BOCMPUATUM, HEKOTOPbIE AETU NOb30BaINCh
Tepanuen Ana ynyydlleHUa KOHUEHTPALMK. Y MHOTUX AeTel nyylle pa3suTa A0NroBpeMeHHas
NamaATb, @ HE KPAaTKOBPEMEHHAA, U UM HEObXoAMMbI YacTble NOBTOPeHUA. My3blKa aBseTcA
NONE3HbIM M YKPENIAoLWMM CPeacTBOM 06y4eHMs, U MHTEPECHO OTMETUTb, YTO OAMH 5-neTHui
pebeHOK XOpOoLIO yCBaMBAET 3BYKU U ByKBbl POHETUHECKUM MeTOA0M. MHTEHCUBHOCTb 0ByYeHUs
OeTel A0CTaToYHO cnabas, HO YacTo BK/OYAET My3blKa/ibHble 3aHATUA U FPYNMNoBble
MepOonpUATUA, MHOTAA A3bIK, NPaKTUYECKME 33[a4M U KOMMbIOTEPHbIE HaBblkU. MHOro aetei
OYeHb XOTAT NOHPABUTLCA, U 3TO NOALEPIKMBAET UX B 0By4EeHUU. PoanTenn npunucbIBaoT ycnexu
B 0Oy4YeHUN LeneycTpemMIeHHOCTU UX AeTel U KeNaHUIo NOHPaBUTLCSA, cMcTEME
BO3HArpa*KAeHuM U nx CobCTBEHHOM HAaCTOMYMBOCTU, OCOBEHHO B 06yYeHUn HoBomy. OHU
pPeKOMEeHAYIOT UHTerpupoBaHHOEe 0byyeHne B He60bLION rpynne u YepeaoBaHue ¢
WHAMBUAYANbHBIMU 3aHATUAMM; BU3YasibHbIE MOACKA3KU U pacnucaHuA; CoLManbHyO
aKTUBHOCTb; M MpuKnagHoM aHanus nosegeHuns (ABA), nogxod, NCNO/b3YIOWMI HayUHble
nccnefoBaHuA B 06,1acTv noBegeHnA ansa obydyeHna aAeKBaTHOMY COLMabHOMY NOBEAEHUIO
yepes CUCTEMY BO3HArpaXKAeHMN 1 HakasaHUi.

Mo pesynbtatam onpoca rpynnsl KOHWK 2012 roga 06 akageMnueckunx HasblKax, npubansmtensHo
MoJIOBMHA AeTeli COOTBETCTBYIOLLErO BO3pacTa YMEeT YnMTaThb, a NonoBuHa HeT. Cpeau aeteit 10-
TW N1eT AW CTaplLUe, TaKKe NpUbAN3UTENbHO NONOBMHA YMEET YUTaTb, NOIOBUHA HET, XOTA
cTeneHb 0BNAAEHNA HAaBbIKOM YTEHWA Pa3Has, OT YTEHUA U NOHUMAHUA KHUT ANA AeTel cBoero
Bo3pacTa B 12 neTt [0 y3HaBaHUA BbIBECOK MarasmHa u norotunos B 13 net. Yetbipe 13 19 aeteli B
BO3pacTe 6-12 neT ymetoT N1caTh, XOTA NMOYEPK AarKe CamblX B3POC/bIX AETel UHOrAa TPyAHO
pacwudposaTb.

Cpeaym feTeit LWKONBHOO BO3pacTa nogasnatoliee 60/blWMHCTBO YUMTCA B LKOAE UK Kaacce Ans
neten ¢ ocobbimm noTpebHoCcTAMK, IGO0 B WKOAE ANa aeTtel ¢ aytusmom. OamH pebeHoK yumnTca
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B WKO/IE ANA AeTel ¢ anunencuei. YeTtbipe pebeHKa XxoaaT B 061eobpa3oBaTesibHYIO LUKOAY.
OpaHa cembs, KOTopas nepesena CBOK A0YUb B WKOAY ANA AeTel ¢ ocobbimu noTpebHocTAMM,
oTMeTUAN: «Kaslb, YTO Mbl HE NepeBesin ee paHblue». B lwKkone Ntoboro TMna, TONbKO y Tpex
OeTel HeT NoAAep»KKM B 06yyeHnn B TeYeHWe BCero BpemeHu obyyeHna nam AUCTaHLMOHHOWM
NOAAEPMKKN, U TONbKO Y ABOUX AETEN LUKObHOIO Bo3pacTta HeT obpa3oBaTesibHOro naaHa uam
3anB/IeHUsi C 060CHOBaHMEM NOTPebHOCTEN.

“ Npocro 6yasTe Tepnennsbimu, Baw peGeHok 6yaeT AenaTb ycrnexu co cBoeit co6CTBEHHOM
CKOpOCTbIO. HaliiuTe UTo-TO, 4TO eMy HPaBUTCA, WU NOMbITAATECH YUUTh, UCMONbL3YA 3T0.”

“ 3mma o6yuaeTca Nydlle, KOraa OHa MOTMBMPOBaHa. EAa, My3blKa U KHUTU - CU/IbHbIE haKTOpbI
MoTMBaLMKU. OHa oYeHb ynopHo paboTaeT, U OHa LeneycTpemaeHHas. OHa 0O6UT Noxsany, Ho B
ntobom cnyyae genaer 1o, YTo oHa ymeeT. OHa l06UT U3yyaTb HOBOE, HO PacCTpanBaeTca, Koraa
HaXOAMT 3TO CAULLKOM TPyAHbIMU. OHa npeanoynTaeT pasbupaTtbca B 4eM-TO HOBOM
CaMOCTOATENILHO, YeM C BMECTe C KeM-To. OHa UpesBbluaiiHo Hesasucuma.” [eneyus
2937.1q37.3, 21 mecay

“ Y Koay paHTacTMyeckas namaTb. ECIM eMy paccKasaTb 0 YeM-TO, UM Kya Mbl UAEM, OH He
3abygzet. Ecnv nokasaTb emy YTO-TO Ha KOMMbIOTEPE, OH MOKET CaM HalTW, rae 3TO HaXoAUTCA.
Ha Po)aecTBO OH HECKO/IbKO pa3 nocelLan pasiMyHblie Beb-caliTbl M UCKaN onpeaeneHHble
UIPYLLIKM, YKa3blBal Ha HUX M Ha POXKAECTBEHCKYIO eniky. Koraa ero 6abyuwika 1 geaywka
cnpawmsanu, 4To Bbl OH XOoTeN Ha PoxKaecTBo, OH NoKasbiBan Mm. OH Nl06UT BCe OCHaLLLeHHOe
KomnbtoTepom. OH ymeeT nosib3osatbea Nintendo DS, WII, Tenepb y Hero ecTb iPad, KoTopbiii OH
nobut, n nnaHwet Nabi. Ha YouTUBE n eBay oH muweT napoBo3nk Tomac 1 Cynep Mapwuo. OH
HaMHOro 60/1ee CMbILNEH B UX UCMO/Ib30BAHMU, YEM BCE AETU MOUX APY3€el TOro e Bo3pacTa. f
oueHb ropxycb um.” feneyus 2937.3, 4 200a

“ Ero KpaTKOBPeMeHHas NamMATb MOXET LLIOKMPOBATb: OH He MOXET BCTIOMHMTb TO, YTO ero
MONPOCUAN CAENATH ... HO KyAa 6bl OH HU NOLLEN, AaXKe TONbKO O4HaXAbl, OH MOMHWUT, KyAa OH
XOAMA, U KTO Tam 6bln. OH y3HaeT 06bluHble MapLIPYTbl M PACcCKa3bIBaeT, r4e Mbl HAXOAUMCS, U
KyZia 6bl Mbl MOrAM NoWTK (MarasuHbl/Kade/cynepmapkeTsl). OAHA U3 €r0 CUJIbHBIX CTOPOH -
dU3KyNbTYPa, KOTOPOI Mbl HaYaIM 3aHMMATLCA B NepBble roabl usnyeckon Tepanun. Kpome
TOro, UHGOPMaLMOHHbIE Y KOMMNbIOTEPHbIE TEXHONOTMK, ONATL }KEe B CBA3M C €ro yBJeveHnem
nrposoi npuctaBkoit Wii. OH o4eHb pelumTeneH 1 MOTUBMPOBAH OFPOMHbIM YA0BONLCTBUEM,
Korga gocTuraeT wenu. [laxe ecav oH NOCTOAHHO NOCAEAHUN, OH ybexaeH, 4To nobeaunT, noTomy
uTo BbINOAHAET Muccuio.” Jeneyus 2q37.3, 6 nem

Peub n KOMMYHUKaUNA

O6bI4HO MMEETCA OTCTaBaHMe, HO BOJIBLLIMHCTBO AETei HayunIoCh
rOBOPUTb, ¥ HEKOTOPbIE PAa3roBapMBatOT OYEHb XOPOLLO

BonbWMHCTBO AeTei 06yyatoTca 06WaThca, HO KOMMYHMKaLMA, Pedb 1
A3bIK 06bIYHO OTCTAOT B Pa3BUTUM, a Nt06asA NOTEPS CAYXa OCNOMKHAET
3a4epKKy. Hebonbluoe uncno peteit ¢ aeneumeri 2q37 cHavana
obuaerca 6e3 cn0B. B Lenom, cutyaumsa HeOLAHOPOAHA, U OTCTaBaHue
He COOTHOCMTCA C Pa3MepPoM AeNeuun.

MpnbAn3nTenbHbIM BO3PacT, KOrga maageHubl U3 rpynnbl KOHUK
Bnepsble yNblbHYAUCH, - 2,5 MecsaLa, YTO Ha MecAL, NO3XKe, Yem
06blyHbIe aeTu. [1na nepBoi yabIOKM BO3PACTHOM AMana3oH
cocTasnseT oT 1 go 5 mecaues. He Bce MnageHLbl aryKatoT
(npounsHocAT pevenofobHble 3BYKK), HO TE, KTO ryaIUA, HAYMHaAM ¢ 9
MecALEeB M NnpoaoaKanu Ao 4 net. OAuH AeBOYKa MCNONb30Bana ciosa 4 roza
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B 13 mecaues, HO NOTepsANa CBOW peyeBble HaBbIKM MOC/E TOrO, KaK MPOBEIN MeAULMHCKYIO
MaHUNYAALUMIO NO YAANEHUIO TMINCOBOM NOBA3KM, ANA UCNPaB/eHUsA BbiBMXa 6egpa. Kak TonbKo
OHa Hayasia NoA3aTb, OHa CHOBA Hayasa HaroHATb Pa3roBopHble HaBblKK. CpeaHuit BO3pacT,
KOrZa Manblly Havam NPoM3HOCUTL CBOM MepBble C/0Ba - NoyTH 2-3 roga (Bapbupyercs ot 13
mecsALeB A0 6,5 NeT), HO CI0BAPHbIY 3aMac MOXKeT OCTaBaTbCA OrPAHUYEHHbIM U HEYETKO
HeonpegeneHHbIM. CoBO 'Mama' MOXKeT MMeTb MHOTO 3HauyeHui! Y ogHoro pebeHKa,
MMEIOLLMICA K 3-M rogam C/I0BapHbIi 3amac, yTpaTUICA C BO3PacTom, M K 12 roaam oH obuanca
rNaBHbIM 06pa3oM peyeBbIMU 3BYKamm 1M NpPUBAEUYEHNEM BHUMAHUSA.

B TO e Bpema Apyrve getv 5 unm 6 net rosopAT cBo6oAHO; pebeHOK 3% SIeT roBOPUT CKOPee Kak
4-neTHnin. OBbIYHO [EeTU TOBOPAT NyyLle, KOrAa YyBCTBYIOT ceba XOpOoLLOo; TO/IbKO HEKOTOpble
MCNbITbIBAIOT NPOAO/INKUTENbHbIE 3aTPYAHEHWUA B MPOM3HOLLEHUN, OCOBEHHO Koraa peyesble
3BYKMW HEYETKUE, TPYAHOCTU CUIbHO BapbupytoTca OT pebeHKa K pebeHkKy. O6bl4HO, nocne
YNIYYLLEHMA MbILLEYHOTO TOHYCA B IMLLEBbIX MbILLLLAX, PeYeBble 3BYKM CTAaHOBATCA YunLLe.

Hapsaay co cnoBamu, feTu 06LLat0TCA 3pUTENbHBIM KOHTAaKTOM, BbIPAXKEHWUAMM INLLA, YKEeCTaMMU,
peyeBbIMM 3BYKaMU, U3SMEHEHWMEM TOHA, TOJIKAHWEM, NOX/IONbIBAHUAMM, U KOTAA OHU TAHYT,
HaneBaHWeM, CMEXOM U KPUKOM. OHW NO-pasHOMY YCMELLHbI B CUCTEME XKECTOB, YaCTUUHO
MOTOMY YTO HU3KUI MbILIEYHbI TOHYC MOXKET YC/IOXKHUTb UCMO/Ib30BaHUE XKECTOB, a TaKKe
NOTOMY YTO HEKOTOPbIM MUX TPYAHO NOHATb. 18 HEKOTOPbIX, 0COB6EHHO AAA TeX, Y KOro ecTb
npo6iembl Co CNYXOM, O6LLEHME KEeCTaMU — NYTb K KOMMYHUKALIMK, B TO BPEMA Kak Apyrue AeTu
HUKOTA,a He BNAAENN XKecTaMu U Nepexoannn HenocpeacTBEHHO K peun. Hebonblioe yncno
JeTel Nonb3yeTcs CUCTEMaMU M306PaXKEHUI UM 3N1EKTPOHHBIMK NocobuamnU. HeKkoTopble AeTu
NoJb3YIOTCA A3bIKOM MOBTOPAIOLWMMCA 06pa3om, NOBTOPAA TOT e BONPOC UM dpasy MHOro pas.
O6bI4HO NOHMMAHMWE OMEePeNKaEeT BblpaXKeHUe, HO He Y BCex AeTei.

Bce ceMbM pEKOMEHZAYIOT 3aHATUA C I0roneAoM, HauMHasA PaHO Pa3BMBaATb 3PUTE/bHbIN KOHTAKT
yepes urpbl, U paboTan Hag 0bLMM BHMUMaHMEM; BU3YyaibHble NOCOBUA U pacnucaHus; ogHa
ceMbs peKomeHayeT nporpammy Hanen (Mporpamma, HanpaeieHHas Ha NPOABUNKEHWE A3bIKa,
COLManbHY0 KOMMYHUKALMIO U HaBblKK rpamoTHocTH (www.hanen.org)).

“ Y 3Mma 1Crnonb3yeT oTAebHble CI0Ba M MHOTO GOPMOTaHUA, KOTOPOE Mbl He MOHWMaem. OHa
TaK»Ke NPOU3HOCUT 3BYKM /11 0603HaYeHns onpeaesieHHbix 06beKToB, Hanpumep, ‘ba’ ans
MAYMKa U ‘mmm’ ana monoka. MHorga oHa nbiTaeTca NOBTOPUTb TO, YTO Mbl FOBOPUM.
Hanpumep, s eit ckazana ‘Mama WAeT B AyLL’, U OHa NOBTOpUAa 3a MHOM ‘Mama shh’.”” Jleneyus
2937.1q37.3, 21 mecay

“ Munnu rOBOPUT BMoJIHE BErN0, HO KOPOTKUMM NPEASTOKEHUAMU, U UMEET OTHOCUTENIbHO
HebosbLwoe KonnyecTso ¢ppas B 3anace, 4acTo NOBTOPAA YTO-TO, YTO OHA TOJIbKO YTO yC/blLWana.
Ee peyb He o4yeHb HCHa.”,Qeﬂeuun 2q37.1, 4 200a 8 mecAyes

“ TUMBYC rOBOPUT 1 UCMONB3YET KecTbl; 0blaeTca cB0604HO. OH YUMICA FTOBOPUT UMUTUPYA 1
BCe BpemA noBTopA/. Tpe6oBaoCb MHOMO BPEMEHM /1A NOHUMAHWA; Mbl BCE eLLe He YBEPEHbI,
NOHMMAET /11 OH BCE, UYTO OH FTOBOPUT. SI3bIK }KECTOB 1 CUMBO/10B MaKaTOH AeiCTBUTENLHO NOMOT
8 nepable rogpl.” Jeneyus 2q37.1, 5 nem

“ Tom obLwaeTca cBo60aHO. OH NOHMMAET PasgeNbHYI0 peub yyLLe, Yem BbICTPYIo, U C
onpeseneHHOro MOMeHTa 3a6bIBaeT,— TaKUM 06pasom, emMy HyxKHO 60blLe NOBTOPATL. Ham
PEKOMEHA0BA/IN NepPeiiT Ha KOPOTKME U KOHKPETHbIE Npeaio)eHusa / MHCTpyKumn.” Jeneyus
2q37.3, 6 nem

“ Jlnnna NOHMMAET BCe, HO HE MOXKET BbIPa3nTb MOMHOCTbLIO, YTO OHa YyBCTBYET. EC/n eil
TPYCTHO, OHa He MOMET cKasaTb noyemy. Ecin et 6ONbHO, OHa He MOXKET cKasaTb, rae.” Jeneyus
2q37, 10 nem
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[Be nctopnn NoKasbiBatOT, HACKO/IbKO }KU3HEHHO BaXKHO
OCHOBaTe/IbHO MUCCNef0BaTh U Pa3BMBaTb KOMMYHUKATUBHbIE
acnekTbl npu geneumnun 2q37. Tak, AeBoyka ¢ aeneumei 29q37.3
MMena 3aZlepKKy B pa3sutun. Kpome Toro, ee poautenu
3aMeTU/IM OTCYTCTBUE 3PUTE/IbHOTO KOHTaKTa B MafeH4YeCKOM
Bo3pacTe. OHa NPOU3HOCKMNA HEKOTOPbIE OTAE/bHbIE C/10BA B
BO3pacTe YeTblpex /IeT, HO K MATM rogam ee peakLumu npu
B3aMMOZLENCTBUMN UK HA PENIMKK APYTUX togent bbian
orpaHuyeHbl. TecTUpoBaHMe B LLKOJIe NOKa3ano HecnocobHocTb
K 0byyeHuto. B Bo3pacTte 13 neT oHa Hayuniacb nevaTaTb OAHUM
nanbuem. Tenepb OHa MOXKeT HaneyaTaTb MOJIHbIE,
rpPaMmMaTUYeCKM NpaBuJibHblE NPEA/IOXKEHUA: 3TO TO, Yero oHa
HUKOrA4a He Moraa AO0CTUYb C NOMOLLLIO peyun. MNevaTtan ceou 10 ner
OTBETbI, B TECTE HA C/IOBECHO-/I0MMYECKOE MblLU/IEHNE OHA

Habpana 107 6annos 1 6bina 3aumcaeHa B Koanegx (Smith 2001).

TMocw, uneny rpynnel KOHKK, 13 neT, wKona npegoctasuna iPad. Ee poautenu coobuiatot, Yto 310
‘66110 yAMBUTENBbHO' . OHA YAMBUWAA HAC U LLUKO/IbHBIN KOMIZIEKTUB TEM, KaK XOPOLLO OHa MOT/1a UM
nonb3oBaTbcA. OHa pa3roBapuMBaeT, U TaK}Ke NoJsib3yeTca nporpammon Proloquo2go Ha iPad’.

NMoBegeHue
CembM yacTo HaXo4AT CBOUX AETEI;I O4apoBaTe/ibHbIMU, XOTA PACNPOCTPaHEHDI paCCTpOﬁCTBa
AYTUCTUYECKOTIO CNeKTpa

[aHHble rpynnbl KOHUK

Koraa rpynna FOHUK onpalunsana cembt, Kak ux pebeHoK Ben cebs B TeueHme 06bIYHOTO AHS,
noaasnstowee 60AbWMHCTBO OTBEYANO, YTO AETU BbINN OKMBAEHHBIMWU U BOOAYLLIEBNEHHbIMMU.
CeMbyW OTMEYaNn Becenblit HpaB cBOEro pebeHkKa; U UX UrPUBOCTL U YYBCTBO IOMOPA, AaKe B
BO3pacTe 2-X JieT. B MegMUMHCKOM MTepaType ABaXKabl YNOMUHaN0Ch 06 'odeHb gpyKentobHom
peberke (Williams 2010).

“ BocxuTUTENbHBIN, 6oapbiii, Becenblii! HexHbiili +++.° [eneyus 2g37.2, 3% 200a

B onpoce 2012 roaa 6onblue Yem ABe TPETU Cemell CKasaau, 4To ux pebeHoK 06blYHO
06WHTEeNbHbIN U PafOCTHbIW. HekoTopbim TpebyeTcs Bpems, YTobbl Pa3roBOPUTLCA, HO BOT
TUMMYHbIE KOMMEHTaPWUM: ‘ONMCaHbl NOYTU BCEMM €ro Bpadamm KaK ‘CamMblii c4acTIUBbI
pebeHOoK, KOTOPOro OHW Korga-nmbo BcTpedanu’ (21 mecAu); ‘O4eHb YYBCTBEHHDbIN U HEXKHbIN,
CMeLnBbIN, Urpmeblit’ (3 % net); ‘oueHb 06LLUTENbHBIN, NONb3YIOWMACA yCnexom 1 Becenblit’ (5
NeT); ‘apy3ba BCEX BO3PACTOB, KTO-TO C OTKIOHEHUAMM B PAa3BUTUK, a KTO-TO HeT’ (6 neT); ‘niobuTt
noaen, nobut 3aaasaTb BONPOChI U BbITb B Kpyry apy3seit (10 net). HekoTopble 13 aeten,
ocobeHHO maalme, 6o1ee CNOKOMHbI CO B3POC/IbIMU; HEKOTOPbIE UCMbITbIBAOT 3aTPYAHEHUA B
MOHUMaHUW APYTMMU LeTbMU; APYrMe He OCO3HAIOT COLMasibHbIe TPaHULbl M MOTYT 6bITb
C/IMLLKOM ApyKentobHbIMM, TaKMM 06pa3om, OHM BTOPratoTcs B MPOCTPAHCTBO Yy»KOro pebeHkKa,
He 0CO3HaBas 3TOro, AN HEe MMEIOT CTPaxa nepes HesHakoMmuamu. [leTm ctTapliero Bo3pacTa
MOTYT MMETb C/IOKHOCTM B OBLLEHMM C MOAPOCTKAMM, MOTOMY KaK OHM OTCTaloT, MHOr4a
He3ameTHO, B Pa3BUTUM U YMEHMMU, MPU STOM COXPaHAA CUIbHOE, HaUBHOE KeflaHue 6biTb
ApYKentobHbIM. CeMbM 1 NOCTOAHHOE OMNEKYHCTBO OYEHb BaXKHbI ANA HUX.

Hanpumep, ABe pasnnyHble CUTyaLum:

“ 9 cTana HAHelt 1 y MeHa 13 AeTeil exxeHeAebHO, KOTOPbIX TOM 106MT. OH UpesBbIYaitHO
APYXENo6HbIN, CULLIKOM [0BEPUMBLIiA, UTO NyraeT Hac, HO O4eHb NoMnynApeH B WwKone.”
Heneyuna 2q37.3, 6 nem
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“ Xno0s cunTaet Apy6y o4eHb TPYAHON. OHa CYUTAETCA OUEHb HE3PEION MO CPABHEHMIO CO
CBOMMM CBEPCTHMUKAMM, CTAHOBMTCA HABA3YMBON C APY3bAMM, YTO Pa3apaKaeT ux, 1 Bce Bpems
nomunupyet.” eneyus 2g37.3, 11 nem

Cpean BO3MOXKHbIX Npobaem, KoTopble YNOMAHYAN CEMbM,
6bl1a NaccuBHOCTL (2 roga); KonebaHua U paccTpolicTea
HacTpoeHun (4 roga, 7 net); KycaHue (4 roga, 5 neT); Nouck
BHMMaHWA (4 roga); BONAW UK KPUK; CKpexXeT 3ybamu;
6ecnokoncTBo (5 net); amoumoHanbHasa He3penocTb (6 ner);
arpeccus Npw BbixoZe M3 30Hbl KomdopTa (7 neT); peskue
nepemeHbl HacTpoeHua (4 cembu, BKAtOYas 2 geTeit ctapwe 9);
KpukameocTb (11 net; 13 net); obuyee Bbi3biBatOLLEE
noseaeHue (13 net). Kaxaomy poamutento maneHbKoro
pebeHKa c cuHApoMOM aeneumn 2g37 U3BECTHO MHOTO
BapuaHTOB noBeaeHus. O4HAKO NOCTYNKU MOTYT 6biTb 6oslee
peskumu, 6osee pagunKanbHbIM, MOTYT BbITb 3aTAMKHbLIMMW, TOr4a
POAMTENAM HYXHbl 4OMOHUTENbHAA M306peTaTeNbHOCTb U
3Heprus, YTobbl CNPaABUTLCA C HUMMU.

BOT HeKoTOpble NpMMepbl peLleHnii cemeit:

“ CraHoBUTCA NepeBo36yAEHHBIM. BMECTO TOro, 4TOBbI CMyCKaTbCA BHU3, OHa caauTtea .” - 2
2oda

“ NrHopupyeT coBeTbl, NPOAOMNKaA AeNaTh TO, YTO OHa XoueT. YTo paboTaeT? MbiTaloch GbiTh
nocneposatensHoit.” - 4 20da

“ MntoeT Ha Bce, UTO CBEPKAET UAM Ha OKHa. MomoratoT Hakasanwua.” - 4 200a

“ XBaTaeT Apyrux geTei, Korga BosHyeTcA. CpabaTbiBaeT OTBAEYEHME, B TO BPEMA KaK 3anpet
BeZeT K MPOTUBOMNO/OKHOMY 3bPEKTY, eMy HPaBUTCA NPUBNEKaTb BHUMaHWe.” - 6 1em

“ OHa paccTpanBaeTcs, Koraa el He faloT KaKylo-To Belll. OBbACHAIO, Aenalo NepepbiBbl Ha
BPEMA UCTEPUK, BPY, ecam aTo Heobxoaumo!” - 8 sem

“ MoseT NpoABUTL XapaKTep 1 BHE3AMHO yapWTh, a TakyKe UCMyraTbca HesHaKoMmLeB. Tenepb
€ro peyb yNYYLINAACh, C HUM MOXHO 10rOBOPUTLCA MPY BCMbILIKE THEBA, a Ayulle NoMbITaTbes
pa3pAAUTL 06CTaHOBKY U oTBAeub.” - 10 1em

“ YpesBblyaitHoe Gecnokoiicteo. dayokcetuH.” - 10 1em

Cpeam ApyrMx MeToL0B yrpassieHns 6blin YNOMAHYTbI My3blKa, COLMaIbHaA aKTUBHOCTb,
cUcTema BO3HarpaxkaeHuii, noxeana u 6onee dopmanbHo MNprKNagHoM aHanu3 noseseHUs
(ABA). OgHoMy pebeHKy, UCNONb3YIOLLEMY MAKCUMa/IbHYHO 403y pUCNepUaoHa 418 CBOEro
BO3pacTa, 6bl1a OKa3aHa NoAAEePKKa CNeLmnanmcTom no KOPPEKLMM Bbi3blBaAtOLLErO NOBEAEHMS.

Aymcmqecxue yepTbl B noBegeHnn

B MeaMUMHCKOM nnTepaType CyLLecTByeT MHOIO CBEAEHUI O TOM, YTO TUMUYHOE NoBeAeHue
pebeHKa c geneumeit 2937 nepecekaertca ¢ nosegeHnem pebeHKa ¢ paccTPoOMCTBOM ayTUHECKOro
cnekTpa (Falk n Casas 2007; Williams, 2010). Mo aaHHbiM onpoca 2012 roga nonoBMHA AeTel B
rpynne KOHUK 4eMOHCTPUPOBAIa NMPU3HAKM ayTU3Ma, HO TO/IbKO Y MOJIOBUHbI U3 HUX BbLIO
ANarHOCTUPOBAHO PACCTPOMCTBO ayTUCTUUECKOrO CneKTpa. CembM YaCcTO rOBOPAT, YTO ayTU3M
NpenaTcTByeT Pa3BUTUIO UX pebeHKa 6osblue, Yem apyrie cumntombl (Unique).

Moy ¢ paccTpoiicTBAMUMM ayTUYECKOTO CNEKTPA UCMbITbIBAIOT TPYAHOCTU B COLMANbHOM
B3aMMOAenCcTBUM (Hanpumep: Naoxoe ynpasaeHue 3puTeNbHbIM KOHTAKTOM, BbipaXeHnem nuua,
ecTamu); KoOMMyHUKaLMK (paccTpoiicTBo peun / 3ameaneHHas pedb 6e3 NonbIToK
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KOMMNEHCMPOBaTb ee 3HaKamMM WU KeCTaMu, NIA0XUM NOHUMAHUEM 3MOLMI APYrMX, OTCYTCTBUEM
CTpemNeHus pa3fenunTb pagocTb, YKazaHUe Ha NpesMeTbl, NOKa3biBaHWe NpesMeTos);
cneumdmryeckoe MCNoNb3oBaHMe cnos uam ¢pas; puTyansl / nosTopAoLLIMecs 0co6eHHOCTH
noseAeHuA (Takue KaK: BpalleHre nanbla, ClefoBaHMe NOBTOPAIOLLEMYCA PaCNOPAAKY);
OrPaHUYEHHbIE MHTEPECI U NNIOX0E UCNONb30BaHME BOOBPAXKEHUA U NOAPAXKAHUA.

BOT onbIT HEKOTOPbLIX cemeit:

“ XnonaHbe B nagoLwum, rygeHuve, packaumsaHue. CTpemutca urpatb ¢ npegMmetamm (UrpyLuKkamm)
BCe BpemA 04MHAKOBbIM cnoco6om.”,£{eﬂeuu;7 2q37, 2 200a 2 mecaya

“ Mbl 3aMeTUIN B 9 MECALLEB, YTO 3PUTENbHBIN KOHTAKT M COLMabHbIE B3aMMOAENCTBUA
OrpaHuyeHbl. 3pUTesIbHbIA KOHTAKT Y/Iy4LLWUIICA, HO BCE eLle orpaHnyeH. PackaunBaHue
YMEeHbLIMAO0Ch, MOCKO/IbKY OHa OTKPbI/IA Pas/inyHble CNOCObbI UTPbl, U, KaXKeTCA, Tenepb OHa
KauaeTcs TONbKO B CUTyaLMsAX, KOTAa OHa He yBepeHa.” - 4 200a

“ B wkone xoTaT, UTo6bI MU NPOBEPUAMN HA aYTU3M B LIENAX NOBTOPHOTO 06palLeHA ¢
3anB/eHMEM O He06X04MMOCTM B 0COBbIX 06pa3oBaTesibHbIX NOTPEBHOCTAX. MHOraa y Hee
nposBAseTcsa noseAeHve, CBOMCTBEHHOE ayTUUHbIM IOAAM, UM OHO NPOUCXOAMUT U3-3a
334ePKKM B Pa3BUTUM: MHOTAA OHa CMeeTcA, Koraa toaam 60/1bHO; OHa He 0YeHb MHTepecyeTcs
TBOPYECKUMU UTPamU; OHa He NOHWMAET, KorAa ee MIaLuan cecTpa naayeTt NoHapOoLUKY B
npoLecce Urpbl, U NO3TOMY OHa PACcCTPAaUBAETCA; OHA 3aLMK/IUBALTCA HAa OLHOMN KHUre U
Te/NIeBU3MOHHbIX FTeposAX M OYEHb PACcCTPanBaeTcs, Koraa, Hanpumep, e He paspeluaercs
[lepKaTb ee repos, KyKay uan kaptunky.” Jeneyus 2q37.1, 4 200a 8 mecayes

“ OHa OueHb 3aLMKAMBAETCA, HO B TO XKe BPEMSA OHa OYeHb OBLMTENbHA M MIIOBUT, KOTAa K Helt
npukacatotca.” - 51em

“ PackaunMBaeTCA, CMOTPUT Ha OTHM, packaumBaeT cebs, YToBbl YCHYTb HOUbIO, He YCHeT 6e3
NOAYLUKWN Ha ros0Be, CKyAHOE CoLManbHOe NoBeAeHUe, XOTA NPOrpeccupyer ¢ BO3PacTom,
HPaBATCA MOBTOPAIOLLMECA 3aHATUSA, YYBCTBYET cebs1 HEKOMPOPTHO B HOBbIX YCIOBUAX NN C
HOBbLIMM MtoabMU BOKpyr . deneyusa 2g37.1, 7 nem

BblgensatoTtcs aBe 0ocobeHHOCTH:

CTpaHHble HaBA34YUBbIE uaeun

Mo paHHbIM onpoca 2012 roga ABe TpeTn cemel rpynnbl FKOHMK OTMEYaloT, YTO UX AeTU UMEIoT
CTpaHHble HaBA3YMBbIE MAeN. JeTn MOryT CTaTb OAEPKUMbIMU YEM-TNOO - GaKTYPONt; 3aHATHEM,
NOBTOPAIOWMMCA AEUCTBMEM, NPeaMeToM. [eTu CTapLuero Bo3pacTa XOpoLlo OCBEAOM/IEHbI O
cBOEW HaBA3YMBOM naee, nam obyyeHbl CNPaBAATLCA C HEM, U ANA MNALLWKX AETEeN 3TO MOXKET
MCMONb30BaTbCA B KaYeCTBe BO3HarpaxKaeHus. PebeHok byaet NnocToAHHO HOCUTL C coboit
NobuMbIN 06bEKT, faxe 6paTb ero B KpoBaTb. [leTCKMe HaBA3YMBbIE UAEUN 3TO, HaNpUMep:
Hablo4eHWe 1 Urpa co CBOMMM NasbLL@MU; NOroAa; BOIOCHI, Nepbs, ra3eTbl, onpeaesieHHble
UIPYLLIKW; TEMHbIE OYKM, MaLLMHbI, 06YBb, PE3UHOBbIE NMPEAMETbI; NbINECOC; BEPEBKU, ABEPY,
KO/IbLL@; NUPaTbl; rpoBas npuctaska Wii; roHoYHble aBTOMOOWAN; BUNKU, BOLOCTOKW; KaTanorm u
JINCTOBKM; KaPTUHKM U3 KypHana.

nOBTOpﬂI'OLIJ,eeCﬂ noeepgeHue

Mo aaHHbIM onpoca 2012 roga Ase TpeTv cemeli rpynnbl FOHWK COOBLWMAN HaM O TOM, YTO Y UX
pebeHKa 6bl1a oaHa U3 popm nosTopstoLLerocs noseseHus. 4acTo aTo 6bina peys Uan
MOCTOAHHOE NOBTOPEHME YCAbIWAaHHbIX 3BYKOB M $hpas, UK elle Yalle, HeOA4HOKpaTHoe
BbIICHEHME OTBETOB Ha O4HM U Te e Bonpocbkl (ConHLe NogHUMAETCA AN OnycKaeTca? YTo mbl
aenaem 3asTpa? Kyaa mbl ngem?), 4o Tex nop, NoKa co3HaTesIbHO He 6yayT OCTaHOB/EHbI.
Mnagawue getv 6onee CKAOHHbI NOBTOPATb MPOCTble AeACTBUA, TaKME KaK OTKpbIBaTb U
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3aKpbIBaTb ABEPU; BKIIOYATb W BbIKNHOYATb CBET; 04eBaTb U CHUMATb 06yBb; cTyyaTb. OKa3anoch,
YTO HECKO/IbKO AeTeli MOBTOPANM AelcTBME ANA CO34aHMA KoMbOopTa, HanpUmep NoKayMBaHue.
MHoru1e urpaau B Urpbl BCceraa oanHakosbiM 06pasom. TUMMYHBIN Npumep:

““ MapKo XoueT NOBTOPATHL TO e caMmoe JeiicTB1e UM 3aauy. ECM emy HPaBUTCA TO, YTO OH
OenaeT, To OH byAeT NPoA0KaTb STUM 3aHMMATLCA A0 TeX Nop, NOKA OH He ycTaHeT. Hanpumep,
6eratb TyAa ¥ 06paTHO NO KOPUAOPY, HAKMMATb My3blKa/IbHYHO KHOMKY Ha UTpyLLKe CHOBA U
CHOBa, BblbpacbIBaTb BCE U3 BaHHbI.”,ﬂeﬂquﬂ 2q937.1, 7 nem

Yto nobar genatb getu c geneuymeii 2q37?

[o Tpex net

Bce yTo cBA3aHO ¢ My3blkon. MUKKK-Mayc, KopKuK (nepcoHak u3 cepuana "Yamua Cesam" —
npum.nep.), dAMo (0TTyAa e — npum.nep.). 3epKana, KyK/bl, CKAaabIBaTb NPeamMeTbl B KOPOOKM
M BbIHMMATb UX OTTyAa. Mrpa co cBoei KowKol 1 cobakoi. Urpa co cBoel cembeld. /Ilobut cnaets
¢ Bamu 1 untaTh CKasky. bymba, Kpoamk Mudpou, mobunbHbii TenedoH, Tenesmsop, 06bvATUS,
KynaHue, Wwym, urpa nukaby, KataTbCA Ha MaNeHbKOM Beslocuneae, UccneaoBathb, yCTpamBaTh
6apaak, Urpatb Ha MasieHbKOM KOMMbOTEpPE.

3-4ropa

MrpaTtb co cBOMMM BPaTbAMM U CECTPAMM, KYKONKAMMU MU APYTUMU UTPYLUKaMU. TaKKe tobaT
UrpaTtb Ha yanLLe U CMOTPETb TeneBu3op. MHTepecytoTca packpawmsaHuem. O6yBb. NrpyLiku c
KO/IbLLaMK, CTy4aTb Mo npeameTam, npunoxkeHue iGoTo Jungle Ha iPhone, 6paTb 4TO-TO Kpyraoe
WU NIIOCKOE U NpATaTb MK BpocaTb, a 3aTem bexaTb 3abupatb. Bce 4TO yrogHO € MapoBO3NKOM
Tomacom, Cynep Mapwmo, HuHteHzo 3DS, HuHteHao Wii, iPad, nnaHweT nabi n KHurn. NMpocmoTp
BMAE0DUIbMOB; TO/IbKO Havyan cobupatb npegmeTsl ¢ beHom 10. Tenesumsop, ee ntobumbie DVD u
KHUTW.

5-6 net

MrpywKkn nupatsl, Urpbl Mo poasm, GuibMbl — YTO YrogHO € NMpaTamMm, 0cobeHHO ¢ [xkekom
Bopobbem u nupatammn Kapnubckoro mopsa. 3amku, pbiLapu v 38e3gHble BOMHbI. KOLWKK, My3biKa U1
mynbTdunbmbl. Mpuctaska Wii, NoKka ewe urpbl 418 ManeHbKUX, O4eHb XOPOLU B Urpax [LoHKM
KoHr n Mapwuo. Tenewoy, Takue kak Wipeout; 6onee ctapbie puabmbl Kak BonwebHuk 03 n
Yapau u LWokonagHasa pabpuka. Mynbtdunbmbl Magarackap v ceityac 6aTmaH. Tenenporpamma
Toys & CBeebies.

7-10 net

iPad, My3blKa, NOroHaA 3a HaWKMMK 2-MA KOTATaMH,
6aTyT. Kauenu B napke, Besocunes, Mysbika, feTckue
Tenenepegayn. Komnblotepbl, My3bikanbHblie DVD.
Jlloan, [OMALLIHWE XUBOTHbIE, UTPbl B OKTOPA U
KYXHIO, MATKME UTPYLLIKMN.

11-13 net

HoyT6yK, KyK/bl M AeTCKana KONACKA, XKypHasbl,
ayanonneep. JomallHue X1BOTHble. rpa Ha
MHCTpYMeHTax (GopTenbAHO U BUONOHYEND), Urpa C
OPYrMMU NIOAbMU, TENEBU30P U BULEOUTPBI.
KypHasbl, KaTanorn n ANCToBKU. MATKME UTPYLLKK U
aBTOMObGWU/IN, KOTOpPbIE el HPaBUTCA BbICTPanBaTb B
NvHuto. Urpa Ha iPad — ocobeHHO urpbl ¢
puvcoBaHveM. PacKpalumMBaHue LBETHbIMM
KapaHAawamu.
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CoH

Mpnban3nTENbHO Y NONOBMHBI AeTel ¢ geneumelt 2q37 ectb Npobiembl CO CHOM

Mpwu geneunmn 2937 moryT 6biTb Npobaembl, cBazaHHble co cHom (Falk n Casas 2007; Williams
2010). faHHble rpynnbl KOHWK roBOPAT 0 TOM, YTO NPUBAN3UTENBHO Y NONIOBUHbBI AeTel C
neneument 2q37 ecTb Npobaembl CO CHOM; y OCTaslbHbIX HET. Hanbosee pacnpocTpaHeHHan
nocToAaHHaA npobaema — HoOYHble NPOBYKAEHUA N HECMOCOOHOCTbL BEPHYTLCA KO CHY. Y 04HOro
pebeHka 6b110 anHO3 BO CHe (3MM304bl, MPY KOTOPbIX BO BPEMA CHA OCTaHAB/IMBAETCA AblXaHWUe)
B MJIafieHYecTBe, YTO MPUBOAMAO K MPepBaHHOMY CHY Y BCcex. YaaneHue afeHoMa0B U MUHOANNH
MOMOTI/10, HO MPUBbIYKA NPOCHINATLCA COXPaHMAacb. Cembu NONPobOBaanM MHOIO CPEACTB,
BK/IO4AA COMHO/IOTMYeCKnin LeHTp Liepebpa B BennkobputaHum ana geteit ¢ orpaHUYeHHbIMU
BO3MOXHOCTAMM [Www.cerebra.org.uk]; coH c pogutenammn; MenaToHUH U Apyrue NeKapcTsa;
3aTeMHEeHHble 3aHaBEeCKM; MCNO/b30BaHMe YacoB. [leTn OKoNo 7 neT yyaTca 3acbinaTb Camun U,
no KpaliHel mepe, BeCTU cebs TUX0 B cBOel cObCTBEHHOW KOMHaTe. OaMH pebeHOoK nocTaplue
npocbinaeTcs ¢ *anobamu Ha 60K B HOTax U CTpax.

TAMecTb NOCTOAHHO Npocbinatoleroca pebeHka orpomHa, 1y Bcex cemeit fosxeH 6biTb 4OCTYN K
COMHO/IOTUYECKUM LLEHTPaM, NPeAnoYTUTENbHO C HapaboTKaMM No Tepanuu 4NA aeTel ¢
OrPaHNYEHHbIMU BO3MOXKHOCTAMM.

MepuumnHckue npOGIIEMbI
[Be Tpetn mnafeHueB poxKaatotca 6e3 Kakoro-1Mbo cepbesHoro BpoXaeHHoro gedexra

Cepaue

MpnbansnTensHo oanH n3s 5-7 geteli ¢ geneunenn 2q37 PoXKAAETCA C BPOXKAEHHBIMU NOPOKaMu
ceppua (Falk & Casas 2007), XoTa B 04HOW U3 HeAaBHUX rpynn U3 14 geteit n B3pOC/bIX, HU Y KOTO
He 6bl710 Nopoka cepaua (Leroy 2012). HekoTopble NOPOKM cepbesHbl U TPEBYIOT XMPYpPruyeckoro
BMeLLaTe1IbCTBa; AaHHble rpynnbl KOHMK YKa3biBaOT Ha TO, YTO 6ONbLIMHCTBO OBHAPYKEHHbIX
MOPOKOB cepala paspeluatoTca 6e3 eyeHnsa, T.e. eCTeCTBEHHbIM NyTem. M3-3a 4acToTbl NOPOKOB
cepaua, AeTam c geneumeinn 2937 pekomeHayeTCa AenaTb 9XOKapanorpammy u obcnesosaHmne
cepALa Ha MOMEHT NOCTAaHOBKM AnarHosa. B ¢pokycHow rpynne yneHos KOHMK BCe geTu Tenepb
61aronony4YHO pa3BMBalOTCA NOCE NepepacTaHna uam nocae onepauum (Unique).

LedekTbl neperopoakm (0TBEPCTUA B MEPeropoaKax Mexay nojaocTamMM cepaua) — camoe
pacnpocTpaHeHHoe 3aboneBaHue cepaua (Casas 2004). Mpu fedekte mexnpescepLHoOM
neperoposKu OTBEpPCTME UM OTBEPCTUA PACNONONKEHDI B NEPETOPOAKE MEXKAY Npeacepansmm
cepaua, B TO Bpems Kak npu gedektax Mex>KenyA04KoBOoi NeperopoakmM OHM HaxoaaTcs B
neperopoaKe Mexay eayaoukamu. OTBepCTMA NO3BOAIOT KPOBM MPOXOANUTL OT IEBOI YaCTK
cepaua, rae AaBneHue Bblle, K NPaBoi YacTu. LIBET KOXM MiafeHLEeB He CUHWIA, HO 3TO
NPUBOAUT K AONONHUTENILHOMY TOKY KPOBM Yepes AedeKTbl NeperopoAoK 1 HarpysKe Ha cepaLe,
M AeTAm HeobX04MMa KOHCYNbTaLMA Bpaya - Kapavosiora. HekoTopble masieHbKue oTBepCTUA
3KPbIBAKOTCA €CTECTBEHHbIM MyTEM, HO C/IM OHW He 3apacTaloT, UM OHM OYeHb Bonbluve, geTh
HY4aloTCA B onepaunm.

[pyroii npobnemoit ABNAETCA Cy)KeHWe (KoapKTaums) unm HeflopassuTHe (rMnonnasms) aopTbl y
BbIXOZa M3 CePALLA, YMEHbLIAOLLETO TOK KPOBM K OCTa/IbHOM YacTu Tena, YTo Takxke TpebyeT
XUPYPruyYeckoro BMeLLaTeNbCTBa.

O6Hapy»eHbl U Apyrve NOPOKM CepALLa, BKKOYAnA OTKPbITbIA apTeprasbHbIil MPOTOK, OTKPbITOE
0Ba/ibHOE OKHO W ABYCTBOPYATHIM a0PTa/ibHbIN KNanaH (KnanaH, peryampyowmii Tok Kposu ot
IeBOTO KeyAouKa B aopTy, MMEET TO/IbKO ABEe BMECTO Tpex CTBOPOK KnanaHa) (Falk & Casas
2007; Unique).
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Moukun

AHOManuu noyek BCTpeyaroTcs NpubansutensHo y 1 u3s 9 nogeit ¢ aeneuneii 2q37, Ho
BO3MOXHO Yalle, MOCKOJ/IbKY Y MHOTUX 3TM aHOMa/IMM He OKa3blBatoT BAUAHUA Ha 3[0POBbE U
BbIABAAOTCA TONbKO Npu 0b6cnegosaHum (Falk & Casas 2007). [laHHble rpynnbl KOHWK roBOPAT, YTO
y 4 13 22 peteit 66110 YTO-TO HETUMMYHOE B MOYKAX, HO HU Y KOTO U3 HUX He BbI10 CA3aHHbIX C
3TUM npobnem. Y AByx AeTeil MMenncb NogKoBoobpasHble NOYKM Uan U-o6pasHble NoYKK (Nouku
COEAMHAOTCA Y4aCTKOM TKaHM); Y O4HOTO NOYKa bblsa B HETUMMYHOM MecTe (3KTOMUA NOYEK).

[pyrve noyeyHble NpobaemMbl BKNIOYAOT: MasieHbKas, NA0X0 GYHKLMOHUPYIOLLAsA MOYKa C OAHOM
CTOPOHBI, YTO MOXKET HAaHeCTU NporpeccupyloLLee NOBPEXKAEHME NOYEUYHOW TKAHM U Bbi3blBaTb
BbICOKOE KPOBAHOE AaBaeHue, N03TOMY, pebeHKy Hy:KeH AUCNAHCEePHbI KOHTPO/Ib; UK 04HA
NoYKa MOXKET HaXOAUTbCS B HETUMMYHOM MECTE U BbiTb COEMHEHHOM € ApYroli NoYKoW. MoseT
6bITb BbIAAB/IEHO TaK Ha3blBaemoe 'yABOeHWEe' MOYKM C YABOEHMEM MOYETOYHMKOB, YTO MOKET
npuBoAUTL K MHbEKLMOHHOMY npoLeccy 13-3a pedtoKkca (B cnefcTBre NPOTUBOTOKA MOUM).
YnbTpassykosoe ob6cnefoBaHNe AOMKHO MAEHTUOULMPOBATL N06YI0 U3 3TUX MOYEUHbIX
aHOManui, u, ecau oHM obHapysKeHbl, pebeHoK foKeH 6biTb 06C1e0BaH CNELUanncTom no
noykam.

CyuiecTByeT NpeAanooKeHUe, YTo y AeTell BEPOATHOCTb NOABAEHMUA KUCT B MOYKAX CTAHOBUTCA
Bbllwe B 60/iee cTaplem Bo3pacTe. ITO NOATBEPIKAAETCA ABYMA OMUCAHHbIMM CYYasMu B
MeaMLUMHCKOM nTepaType, Korga o6cnefoBaHue NoYeK y AeTei B nepsble 4B8a ro4a KU3HK
MOKa3blBa0 HOPMY, HO No3:Ke 6blan 06Hapy»KeHbl KUCTbI MoyeKk. HW y o4HOro U3 aeTeit B rpynne
FOHUK He Bblnn 06HapYKeHbl KUCTbI NoYeK. KUCTbl MOYeK A0BO/IbHO PAacnpoOCTpaHeHbl y
B3POC/bIX, N BONBLIMHCTBO M3 HUX HE HYXKAAETCA B I@4EHUU U He Bbi3biBaeT npobnem. OHM He
3/10KayecTBeHHbl. MHOr4a KMCTbl MOTYT BbI3blBaTb 60/1b UM 6bITb CBA3AHbI C KPOBLIO UK
nHbEKUMe B MoUe, B TaKOM C/ly4ae HeoBX04MMbIM MOKET BbITb 60/1ee TwaTtesibHoe
obcnepoBaHue. M0 3TOM NpUYMHE B HacToALLEe BPeMA PEKOMEHAYETCS, YTobbl y aeTelt 6bi1o
YNbTPa3ByKoBOe 06Cnef0BaHNe NOYEK HA MOMEHT NOCTAaHOBKM AMarHo3a, 4OMNOJHUTENbHO B 4
roaa v okoso 15 neT; n ganbHeliwee TeCTUpoOBaHUe B Ciyvae nHdekunin moyesbix nyTeit (Falk &
Casas 2007).

Onyxonb Bunbmca ssnserca Tunom paKa noyek, KOTOPbI MOXKeT 06pa3oBaTbCa y AeTew,
rnasHbIM 06pasom maaglue NATU NeT, N03ToMy 0bbl4HO NpeanaraeTca perynspHoe (3-6 B mecau)
YNbTPa3ByKOBOE 06CNef0BaHNE NOYEYHOM U MOYEBOM CUCTEMBI S0 BOCbMU /1eT. U3 Bonee yem
100 cnyyaes c geneumeit 2q37, oNUCaHHbIX B MEAULMHCKOW anTepaType, Tpu pebeHka nmenu
onyxonb Buabmca, Bce B 04eHb paHHeM Bo3pacTe. Y ABYX M3 3TUX AeTel Bbina KpynHaa geneuus,
BK/toyatowan 2q37.1, a y apyroro pebeHka 6bin NoBbIWeHHbIA GaKTOP pUCKa A9 ONyXoau
Bunbmca. OnncaHHbIX Cly4aeB Tak Maso, YTO Mbl AeMCTBUTE/IbHO He 3HaeM, KaKoBbl PUCKU, HO
BCE e onyxonb Bunbmca BcTpeyaeTcs peaKo cpeam ntogeit ¢ geneumeit 2g37 v He bbina
obHapy:keHa y 87 uneHos rpynnbl KOHMK. Ha OCHOBE MMEIOLMXCA [0Ka3aTebCTB MOXKHO
NpPesnoNOXKNTb, YTO Y AeTel C KPYNHbIMU feNnelamm MoXKeT BbiTb HeMHOro 6os1ee BbICOKMIA
pucK. BonbMHCTBO onyxonel Buabmca xopoLwo noaaatoTca eyeHunto, u 6oNbLUMHCTBO AeTelt
MOXKeT b6bITb BblneveHo (Falk u Casas 2007; yacTHas 6ecega ¢ Aldred, Unique).

FpbiXun

O6Hapy»eHbl pa3NMyHble TUMbI TPbIK, BKAOYaA agnadparmanbHble rpbiku (4edeKT B MbileYHoM
TKaHM, oTAenaloLwen 6PIoLWHY0 NOAOCTb OT FPYAHON, KOTOPbI NO3BONIAET COAEPHKUMOMY
6PIOLWHOM NONOCTU BbINAYMBATLCA B FPYAHYIO KNETKY U YyMeHbLUaTb MPOCTPAHCTBO ANA NIETKMX).
O6bI4HO OHM BUAHBI Ha Y3 nnoga Ha 20-HeaenbHOM cpoKe 6epemMeHHOCTU 1 onepupyoTca
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BCKOPE Moc/e poxaeHus. [loBONbHO PacnpoCTPaHEHbI NaxoBble rPbIXKM (HacTb KMLIEYHMKA U3
6pPIOLIHOW MONOCTU BbINAYMBAETCA B MAXOBOE KOJbLIO) MU NYMOYHbIE FPbIXKK (HacTb KULLEYHWKA
BbINAYMBAETCA Yepes MyNnoYHOEe Ko/bLo). MyrnoyHble rpbiXKn MOTYT BbITb ManeHbKMMU U CO
BPEeMEHEM CaMOyCTPaHATbeA. OgHaKo Npu anadparmanbHbIX U NaX0BbIX FPbIXKax HE06Xoa4MMOo
XMpypruyeckoe BmewwaTtenbctso. Onpoc rpynnoel KOHMK 2012 roga nokasan, uto y Kaxaoro
TpeTbero pebeHKa (y Bcex, KPOMe O4HOTO C YETKO BbiparKeHHoOW aeneumeit 2q37.1), 6bin oanH
TUN TPbIXKK, @ Y OZHOTO pebeHKa HblAM NYNoYHan M NaxoBan rPbiXKKU U rpbixKa (aedekT)
ounadparmbl, 4to NoTpeboBano xmpypruyeckoro nedeHus (Casas 2004; Falk & Casas 2007;
Unique).

MopoKKu pasBUTUA KeNyaouYHO-KMLLEYHOro TPaKTa

MeZaMuMHCKasa MTepaTypa YKasbiBaeT Ha MHOTME aHOMaAWM MULLEBAPUTENbHOrO TPaKTa,
KOTOpble MOTYT NOABUTLCA Npu geneunn 2g37. JaHHble rpynnbl KOHUK FOBOPAT O TOM, YTO OHU
HEeTUNWYHbI, NPO61eMbl UMEIOTCA TONbKO Y 2 U3 88 yY4acTHUKOB. OBbIYHO OHU TpebytoT
XMPYPruyeckoro BMeLlaTebCcTBa.

KuwweyHMK MOXKeT 3aKpyumnBaTbCA BOKPYT cebs. B Hopme KMLWEeYHMK A0NKEH MOBOPAYMBATLCA B
HECKO/IbKMX MeCTax, HO eC/IM TOHKAA KMLLKA W YacTb TONCTOM KMLLKM He NOBOPaAYMBatoTCA
LOIKHBbIM 06pa3om (ManbpoTauma), NeTAA KULWEYHNKA MOMKET 3aKPYTUTbCA (3aBOPOT KMULLOK).
Heobxoanma nMbo sKCTpeHHaA onepaums, 1M60 BO3MOXKHbI OTCPOYEHHbIE NPOABAEHUA C
npucTynamu peoTbl, 60aun B 061aCTH KMBOTA UK AaXKe KPOBb B CTyne. [ipyrue npobnembl
BK/IIOHAIOT CYXKEHME UAWN HapyLLUEHME NPOXOAMMOCTHM B IOBOM MeCTe ¥KenyA04HO-KMLWEYHOTro
TpakTa. *enyao4HO-KMLWeYHan HeMPOXOAMMOCTb — COCTOAHME ANS SKCTPEHHOM onepaunu.
Kpome Toro, HabntogaeTca NMAopUYECKUin CTEHO3, KOrAa KONbLO MbILUL, PU BbIXOAE M3 XKeyaKa
CTAHOBUTCA YTO/ILLEHHbIM U CYXKEHHbIM, 3aTPYAHAA 9BaKyaLMIO efibl U3 XKenyAKa B KULWEYHUK, 4To
NPUBOAUT K CU/bHOM pBOTeE (pBOTa POHTAaHOM) B BO3pacTe HECKONbKUX Hegenb (Falk & Casas
2007; Unique).

Kpome ogHoro pebeHka c ManbpoTaLment, 1 O4HOMO C TPaxeo-nNuLLeBOLHbIM CBULLOM, MPobiembl,
3ameyeHHble cpean YneHoB rpynnbl KOHMK, He Bblan CTPYKTYpMpoBaHbl. Tak y 0gHOro pebeHka
numeeTca Luenvakua n 6onesHb KpoHa, OH Hy)XAaeTca B u1eocToMmmm (onepaums, BbIBOAALLAA
KOHeL, TOHKOM KULLKKW B OTBEpCTUE B BPIOWHOM NOAOCTH); Y ABYX AeTel 6bia0 BbiNageHue
NPAMON KULWKK (060/104Ka UK BCA CTEHKA NPAMOW KMLLKK BbiNagaeT Yyepes 3a4Hui npoxoa),
CBA3AHHOE WM C gnapeen, au ¢ 3anopom; 1 y 6oNbLLIOTO KoIMYecTBa AeTel BcTpedatoTcs
3anopsbl (cm. KopmneHue, ctpaHuupl 8-11).

FfonoBHO MmoO3r

lC|,E-lHHbIe MCCne,ﬂ,OBaHVIl:I roON10BHOrNro mo3ra ,D,ETEVI NOKa3anu, YTO y HEKOTOPbIX BCTPEYatoTCA
HEMHOTO yBeJ/INYEHHbIE XXenyg04kn mo3ra. Takxke 6b1sn oTAeNbHble Cnyvyaun 06Hapy)+(EHVIH
rmapouedanuu, Npy KOTOPOIM OTMEYaeTca pacluMpeHMe NOIOCTeN MOo3ra 3a CYET CKOMIeHUs
XUOKOCTKU, a TaKXKe NOBblIWaeTCA BHYyTpUYepenHoe gaBneHue,; rononpoaaHu,ed)anMﬂ, npu KOTOpOlZ
ABa Nonywapmna mosra He pasaennincb 401KHbIM o6pa30M; ] I'IpO6J1€MbI C MO3Xe4yKom,
KOTOPbIN, rNaBHbIM 06pa3oMm, OTBEYaeT 3a paBHoBecue U KoopauHauuio (Casas 2004).

Cpeay uneHoB rpynnbl FOHKK y Tpomx 6bina 06HapyKeHa ruapouedanus, uy ogHoro pebeHKa
YBE/IMUEHHbIE }KEeNYA0UKM MO3Tra, HO OHM YMEHbLWWANCL B pa3mepe, KOraa oH Bblpoc. Y Apyroro
pebeHKa HEeCKOIbKO YMEHbLLEHHbI MO3KEUYOoK; eLle Y ABYX AeTel npu o6cies0B8aHNM rO/I0BHOMO
MO3ra HaiaeHbl Hecrneunduyeckne nsmeHeHus. Y sonx geteit 6bia KpaHMOCUMHOCTO3
(npeskaeBpemeHHOe OKOCTEHEHME Yepena, MO3TOMY pa3mep YepenHoi KOPobKM yMeHbLLEeH),
KOTOpbIN 6b1a cnpasaeH xupyprudeckn (Williams 2010; Unique).

25



CycraBbl

Pas6ontaHHble, YupeamepHo rnbkue (‘crubatowmecs’), uam
LeNKatoLLMe CyCcTaBbl pacnpoCcTpaHeHbl cpeam Bcex
MasieHbKMX aeTel, Ho 6osiee BCero oHM BCTpeyatoTea y
neten ¢ geneumen 2q37. Tonbko 4 u3 19 cemelt,
onpoLeHHbIx B 2012 rogy, yTBEPKAaNN, UTO y UX pebeHKa
He 6bl10 F’MNepPnoABUMKHOCTM CyCTaBoB. ®aKkTUYeCKM Ntobble
CycTaBbl MOTyT 6bITb BOBNEYEHbI: 6epa, KONEHU, NOABIXKKY,
3anACTbA, Na/bLbl, KOTOPbIE ObIN YNOMAHYTbI Yalle BCEro.
PasbonTaHHble cycTaBbl YacTUYHO ABNAIOTCA PE3yNbTaTOM
HW3KOrO MbILLIEYHOro TOHYCA, HO MOTYT OCTaBaTbCA TAKUMMU,
Oaxe Korga obuwmii ToHyc yaydlaerca. B pesynbTate getm
HauYMHAIOT NPUHMMaTL HeobbIYHYto no3y (W-obpasHoe
NoNOXKeHNe cuas), ANA HUX XapaKTepHbl peskne nageHus.
Y HUX MOXKeT bbITb «pa3bonTaHHaA» NOXOAKA C BbITHYTbIMM
Ha3ag, KoNeHAMM U naockocTonnem. OcobeHHble TPyZHOCTH
MOTFYT BO3HWUKHYTb C 3aXBaTOM U CKMMaHWeM. BonblumHcTy
neTel HyxkHa dusnyeckan Tepanus, HEKOTOPbIM -
opToneamnyeckan obyBb 1A KOPPEKL MU,

CycTtaBbl 06bI4HO HEe HAaCcTONbKO Pa3boiTaHbl, YTOBbI UX W-06pa3sHoe nosoKeHue cuas
MOHO 6b110 BbIBUXHYTb, TEM HE MEHEE, 3TO MOXKeT

Npo130i1T. ECIM rMNOTOHMA BO3HMKAET 0 POXKAEHUA, TO CyCTaBHble NOBEPXHOCTU MOTYT
chopMMpPOBaTLCA He AOCTAaTOMHO FYBOKMM, Mpeapacnonaras Cyctasbl K NoBpexaeHUo. OauH
pebeHoK 13 rpynnbl KOHUK NpoBen 4 mecALa B TMNCOBOM NOBA3Ke, YTOObI UCNPaBUTL
BPOXAEHHbIN BbIBUX Beapa. Y apyroit 4esouku 6bin o6HapykeH cnabopas3suTblii naeyesoi
cyctas (Wilson 1995; Unique).

Cypoporu

B meauumMHCKOW anTepaType coobuiaeTcs, 4To cypoporu Bctpedatotces y 20 - 35 npoueHToB geTei
c aeneumeli 2q37, HO 3TO obLLEe KONMYECTBO BK/OYAET AeTel, MMeBLLMX bebpubHble
(BO3HMKalOLWMeE Ha BbICOKYIO TeMMEPaTypy Tena) cyfoporu. Y HeKoTopbIX MAaJeHLEB PEryasapHble
$ebpunbHble cyaoporn NpMBOAUT K pa3BuTUio anunencum. Mo onpocy 2012 roga noyutun y
MOI0BUHbI YNEHOB rpynnbl KOHUK CyA0POKHbIE MPUCTYMbl BCTPEYAOTCA JO0BOJIbHO YacTo. [eT ¢
cyfoporamu 06bIYHO HE MMESIU HUKAKMX CTPYKTYPHbIX U3MEHEHUI B MO3re 1 XOpoLUIO
noAAaBasMCb CTAHAAPTHOMY NPOTUBO3NMAENTMYEecKOMY neveHuto (Aldred 2004; Falk & Casas
2007; Unique).

Y o4eHb ManeHbKUX AeTel NPUCTynbl 06bIYHO Mano3ameTHbI, y 0AHOro pebeHKa U3 rpynnbl
«HOHMK» BO BpeMS CyA0pOr OTMEYAIUCh 3NU304bl anHO3 (Neproabl, FAe OH NpeKpaLLan AplwaTb),
YTO 3aTPYAHANO AnarHos. Cyaoporu moryT 6biTb Pas/IMYHbIX TUNOB, BK/IOYasA KPaTKOBPEMEHHbIe
noTepu co3HaHWA (abcaHcbl), TOHMKO-KIOHUYECKME U MUOKIOHUYECKKe cyaoporn. O6bluHO
NPUCTYNbl NOAAAIOTCA CTAHAAPTHOMY NPOTUBO3NUAENTUHECKOMY JIEHEHUIO, OZHAKO Y HECKO/IbKMX
Aetel ecTb TAXesble N06oYHble 3pPEeKTbI OT NeUEHUA U NPUCTYNbI, KOTOPbIE OYEHb TPYAHO
KOHTPO/IMPOBaTh. Pogutenn oTmeyatoT, 4To NPUCTYNbI BbIBAIOT TAXKENEE U YaLlle, KOraa Ux
pebeHoK He340p0B. Y ogHOro pebeHka bbln NPUMEHEH METOZ, IeYeHUA CYA0POr CTUMYAALMEN
6y patoltero Hepsa (VNS), Npy KOTOPOV NOZ, KOXKY BCTaBASETCA 3NEKTPOHHOE YCTPOWCTBO,
nopobHoe KapAMOCTUMYNATOPY, KOTOPOE FreHepupyeT MMMY/bCbl BayKaatowero Hepea u
noAaBnAeT aHOMaJIbHYI aKTUBHOCTb FO/IOBHOFO MO3ra, HO CYAUTb O NONOXKUTENbHbIX
pesy/abTaTax C/IMLLKOM pPaHo.
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MonoBasa cuctema

CornacHo MeaMLMHCKMM AaHHbBIM Y LEeCTU NPOLLEHTOB AeTei BCTpevatoTca aHoMamm Nnoiosomn
CUCTEMBI, HO NO AaHHbIM onpoca 2012 roga B rpynne KOHMK ypOBEHb UX HAMHOTO BbIWe, U
aHOMa MM NONOBOM CUCTEMBI BCTPEYAIOTCA NOYTH ¥ 50 NPOLLEHTOB ManbuMKoB. KpUNTopxmsm
(HeonyLeHWe anyek) y ManbunKoB ABAAETCA YacTol Npobaemoi, He3aBUCUMOW OT
XPOMOCOMHbIX OTKIOHEHW, KOTOPas MHOTAA MOXKET ObITb PeLleHa XMpPypruyecknum nytem. Takxke
MOTYT BCTPEYATLCA: TMNONAasua anyek (MoryTt 6biTb ManeHbKMMM) U OHU NIOXO
OYHKLMOHUPYIOT; rMnocnagms, npu KOTopoi 0TBEPCTUE MOYEUCNYCKATENbHOTO KaHana (ypeTpbl)
aHOMa/IbHO PACMO/IOXKEHO M OTKPLIBAETCA Ha HUXKHEN NOBEPXHOCTU rOJI0BKM NOIOBOTO Y/1EH],
OKOJ/1I0 MOLLOHKM, NMPU 3TOM MOKET NOHaZ06MTCA XMPYypruyeckoe BMEeLIATeNbCTBO; NO0BOW YeH
MOXeT 6bITb MasieHbKUM (MunkponeHuc) (Falk & Casas 2007). Y o4HOro manbymKa 13 rpynnbl
KOHWK € runocnaguen n HeonyCTUBLLMMMUCA ANYKAMKU HAabNOAAETCA HU3KUI YPOBEHD
TecTocTepoHa. Cpean AeBoYEeK ogHaKAbl YTOMMHANOCh O BHYTPMMATOYHOM NeperoposkKe u
Heao0pa3BUTbIX AMYHUKaX (Viot-Szoboszlai 1998); y apyroi oTmeyanca nepemeLLeHHbIn Bnepes,
aHYC; Y OAHOTO ManbyMKa 6blna Heboblan NepernoHKa MexXay Y1eHOM 1 MoLoHKow (Unique).

UcKpuBneHne Nno3BOHOYHMKA

McKpuBieHMe NO3BOHOYHMKA MOXKET ObITb H0/1ee pacnpocTpaHeHo cpeam aeTtel ¢ Aeneumen,
Yyem cpeam 06bIYHBIX AeTel, CKopee BCEro U3-3a HU3KOro MbILLEYHOTo TOHYCA U MbILLEYHOTro
ancbanaHca, 4em 13-3a NaToNOrMKU NO3BOHOYHKMKA. ITO oTMeyanock y 9 n3 20 aeTelt B rpynne
FOHMK no onpocy 2012 roaa. Bo3mo»KHO, HEO6X0AMM KOHTPOb, GUKCUPYIOLLME YCTPOMCTBA UK
XMpypruyeckas Koppekuma. MoryT BOSHUKHYTb CKOAKMo3 (6oKkoBoe nckpusneHue), kndos
(McKpuBneHMe nepeaHe-3agHel NAockocTn, obpasyrowee ropb) n 1opao3 (MCKpUBAEHUE,
obpalleHHoe BbINYKNOCTbIO BNepéa). Hu oauH 13 aeteit B rpynne FOHWK He HYKAACA B IeYEHUN
npubansuTensbHo Ao 11 net, 3aTem ABoum notpebosanack pusnyeckas Tepanus (Unique). Mo
AaHHbIM rpynnbl KOHUK He Bb110 06HAPYKEHO yXyALWEeHNe UCKPUB/IEHUSA NO3BOHOYHMKA Y
NoApPOCTKOB U B3POC/IbIX.

Koctun

Hapyu.leHwe ocTeoreHesa (\/MEHbLIJEHHaﬂ MJOTHOCTb KOCTHOM TKaHM) TaKXXe MOXeT BO3HUKHYTb U
NeynTca Kanbumnesbimmn ,El,06aBKaMVI nyBeqIM4eHHbIM I'IOTpGﬁnEHMEM ButamunHa D. Y oaHoro
pebeHKa 13 rpynnbl KOHWUK 6bin AMarHOCTMPOBaH PaxmuT (cMAryeHune, ocnabneHme NAOTHOCTM
KOCTHOW TKaHM, Bbi3BaHHble gedpuumtom sutammHa D) (Unique).

ObixaHue u getTckue nHdekummn
B uenom, y peteit c geneumeit 2937 TPYAHOCTM C AbIXaHUEM BCTPEYAIOTCA Yalle, YeM Y APYrux
MNageHLEB. Y HEKOTOPbIX CYYakOTCA MPUCTYMbI anHO3 (OCTAaHOBKM AbiXaHWA), HO HAMHoro 6onee
pacnpocTpaHeHo 3aTpyAHEHHOE AbIXaHWe, BbI3BaHHOE UHOEKLUMAMM AbIXaTeNbHbIX MyTeWn.
OTyetbl rpynnbl KOHWK MOKa3biBAkOT, YTO Y MOJIOBMHbI €T NOBTOPAINCH 3aTAMHbIE MHPEKUUU
HVXKHUX ObIXaTe/IbHbIX MyTel, BKAYaA GPOHXMONT U MHEBMOHMIO, MPU KOTOPbIX 4acTo 6bia10
HY»KHO CTaLMOHapHoe NneyeHune. Y ofHoro pebeHKa aTv npobnembl 66111 yCTPaHeHb! yaaneHnem
MWHAAAVH U aSeHOWUAO0B, HO Y 2 AeTel Bblv Takue YacTble U TAKeble MHOEKLMN HUKHUX
ObIXaTesIbHbIX NYTEMN, YTO B JIETKUX BO3HUKAN NOCTUHGEKLMOHHbIE OCIOXHEHWS, Y O4HOTO
pebeHKa Mmenncb BPOHX03KTasbl (paclumMpeHne AbixaTeNbHbIX NyTel, npusogsaLlee K
06pa30BaHMI0 M3BLITOYHOM CIM3M, NETKME CTAHOBATCA NOABEPKEHbI MHPeKunam). Takke y
HeKoTOopbIX AeTel MMmeeTca 6POHXMANbHAA aCTMa, KOTOPan MOXKET BbI3bIBaTbCA BUPYCHBIMM
3360/1€BaHMAMM U JIGUUTCA UHFANALMOHHBIMK NpenapaTamu. OAHAKO Y Hac HET 40Ka3aTesIbCTs,
YTO 3T 0COBEHHOCTU M3MEHEHUIN B IEFOYHOM TKaHWU Bonee pacnpocTpaHeHbl y AeTei ¢
neneumen, yem cpeam obbluHbIX getent (Unique).
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MnageHubl, 0cO6eHHO ¢ feneuunent, BKAOYatoLwen y4acTok 2q37.1, noasepratoTcs pucky
TPaxeoManaLum, Npu KOTOPOM KoNbLa XpALLa, OTKPbIBalOLLME TPaxet, CTAaHOBATCA CULLIKOM
MAFKMMM, TaKUM 06pa3oM, AbIXaTesibHble MyTU MOTYT Cy¥KaTbcA. O6bIYHO 3TO BbI3bIBAET LYMHOE
AblXaHue, KoTopoe yxyALwaerca npu niave pebeHka, NUTaHUM AW NPOCTYAe, U He noaaaeTcs
CTaHAAPTHOMY fleyeHuto. PebeHKy, y KOTOporo ecTb Tpaxeomansauma Ha poHe MHOeKLUH,
BO3MOXKHO, NOHAZ06ATCA CTaLMOHAPHOE NeYeHne NN BEHTUNALMA Nerkux. Tpaxeomanaums c
BO3PACTOM MOCTENEHHO YMeHbLUAeTCs M 06bl4HO He ABAseTcA npobiemoit nocsie 2-x feT.

JK3ema

VccnepoBaHUA NOKasbIBAOT, YTO Y OAHOTO pebeHKa 13 TPEX-YeTbiPEX BOSHUKAET 3K3ema, U OHa
MOKET 6bITb LOBO/ILHO TAXKENOW, HECMOTPA Ha TO, YTO OHA NOALAETCA CTAHAAPTHOMY JIeYEeHUIO.
Cpeau peteit B rpynne KOHUK 3K3ema Hauboee pacnpocTpaHeHa, U 06HaPYKMBAETCA NOYUTU Y
NoNOBUHbI ileTei, onpolueHHbIX B 2012 rogy. Y ofHOro pebeHka oHa HaCTObKO TAXKENO
npoTeKana, YTo 6bla NPUUKUCIEHA K AUATHOCTUYECKMM NpU3HaKam deneunmn 2937. Y apyrux
JeTeil oHa 6biNa BblpaXKeHa MArYe, M XOpoLIOo NoAAaBanach CTaHAAPTHOMY eveHuto. C
BO3PacToM 6bI/10 OTMEYEHO yaydlieHune, U K 13 rogam npossaeHus 6biam HeperyasapHbimu, Anbo
3K3ema npotekana B markon popme (Falk & Casas 2007; Unique).

Obuee cocToaHue

BonbWMHCTBO cemelt oTMedaeT B onpoce FOHMK, UTO B LeIoM X pebeHOK 340p0B, 4acTo
3[,0P0BbE Y/IYUYLLAETCA MO Mepe B3POCNEHUA U MO CPABHEHUIO C PaHHUM BO3PacTOM, Koraa y
pebeHKa BO3HUKANAW YaCTble YLWHble MHOEKLMN UK MHOEKLMMN HUMKHUX AbIXaTeNbHbIX NyTei.
HeKkoTopble NPOKOMMEHTUPOBANU, UTO UX pebeHOoK ¢ aeneumeit 2q37 6onen yalle, Yem Ux
Apyrve 4etu, Npu 3TOM TPeTb AeTei noaydana ctaumoHapHoe neyeHne no nosoay
MHOEKUMOHHbIX 3a601eBaHMit. OAMH YeTblpexneTHMit pebeHoK Bbll roCnMTann3MpoBaH B
60onbHMLY 60nblue 40 pas.

Kpome nHdekumin, cpeam aeteit rpynnsl FOHWK ¢ geneunenn 237 oTMedeHbl creaytolme
60N1€3HWU: MUTPEeHb, COMPOBOXAAIOLLAACA TOLHOTOM U PBOTOM; XenesonedununtHas aHemus,
TaK)Ke COMPOBOXKAAIOWANACA yBenMyeHHo ceneseHkol (Polityko 2004); mnonaTtua betnema,
KOTOpas MOKeT BbITb CBA3aHa C MyTaLMAMM B reHe KonnareHa 6 Tmna (COL6A3), KoTopbli
pacnonoeH B 06nactn 2q37.3; uenuakus n 6onesHb KpoHa. Y ogHoro pebeHka 6biaum
Heobbl4yHble pe3ynbTaTbl 06CNeA0BaAHMA WUTOBUAHOW Kenesbl, Ho 6e3 cumnTomoB 3aboneBaHus;
y ABYX APYrux 6b11 rMNoTMpeos (HU3KMIM ypoBEHb TOPMOHOB LWUTOBUAHOM Xenesbl) (Williams
2010).

Y nAT! geTeit 6bia HeMepeHOCMMOCTb OnpeaesieHHbIX NPOAYKTOB UK afNeprus, Ho He Jalue,
yem B rpynmne o6blYHbIX AETEN, 3 UMEHHO: HeMepPeHOCUMOCTb 1aKTO3bl, a/lJIePrMsa Ha MOJIOKO B
MNafEeHYECTBE, aNIePrMsa Ha MOJIOYHbIE MPOAYKTbI, Ha KOLWAYbto WepCTb, aCTMa, CEHHas
IMXOPaAKa, aeprus Ha Mblably, ‘O4eHb Nerkas v NPOXOAALLAA aNneprua’ Ha KNyBHUKY, KUBU U

pbIbY.

Cnyx

Y yactu feTei ecTb HEKOTOPAA CTeNeHb CHUXKEHNA C/lyXa, ropasfo Yalle BCTpeyaeTca BpeMeHHoe
CHWXXeHWe CNyxa, BbI3BaHHOE IKCCYAATUBHbBIM OTUTOM, YeM TYrOyXOCTb, NPUBOAALLAA K CTOMKON
notepu cnyxa. [ga pebeHka us 21 B rpynne OHUK MMEIOT CPEAHION U TAXKENYIO CTENEHb
TYrOYXOCTM U HYXKAQIOTCA B C/TYXOBbIX annapaTax. [leTAm pekomeHAayeTca perynapHoe
HabnloaeHVe y Bpaya Ha NpeAMeT Ha/IMuMA IKCCYAaTUBHOMO OTUTA U, NPKU HeobxoanmocTH,
6bICTPOro BMeLaTeIbCTBa U JIeYeHUA.
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3peHue

CTPYKTypHble HapyLleHWs a3 peaKn, Ho peKoMeHAayeTcs 0b6caeoBaTb U 1EUNUTb NPU
HeobxoAMMOCTH pacnpocTpaHeHHble Npobaembl, Takue Kak Kocornasue (ctpabusm),
pedpaKLMOHHaA aHOManua (4aNbHO30PKOCTb MM BAN30PYKOCTL), ambanonuto (rnas ¢
0cNabneHHbIM 3peHNEM, 06bIYHO BbI3bIBAEMbIM KOCOT/1Ia3MeM WU pedpaKLMOHHON aHOManve);
acTUrmaTu3m v nTo3 (onyLieHne BepxHero Beka). Cpeau cemeit rpynnbl KOHUK y oaHOro pebeHka
06Hapy¥KeH HUCTarm 1 3aTpPyAHEHUA B CUHXPOHM3aLIMKN ABUXKEHWSA T1a3; y Apyroro pebeHka
cuHgpom [lysiiHa (pedekT B cnocobe aBMMXKEHMSA 11a3); elle 0aAnMH pebeHOK UMEET CyKeHue
3pPUTENIbHOTO KaHana, N0 KOTOPOMY COCYANCTO-HEPBHBIN NMY4YOK UAET OT F1a3a B FOJIOBHOW MO3T.

3y6bl

Mo nccneposaHuam rpynnbl FOHWK Npobaembl ¢ 3ybamu, Kak NpaBu/Io, Yallle BO3HUKALIOT y AeTei
C XPOMOCOMHbIM OTK/IOHEHNAMMU, Hem Y 0B6bIUYHbIX ,qe'reﬁ. ITO MOXKeT 6bITb BbI3BAHO MHOTUMM
baKTopamu: aHoMabHOE pa3BUTME 3y6OB; aHOMa/bHbIN pasmep yentocTen u dopmbl Heba, 4TO
NPUBOAUT K CKYYEHHOCTM UM LUIMPOKO PAcCTaBAeHHbIM 3ybam; TPYAHOCTM NPU NMUTaHUKN U
3a[eprKKa r110TaTe/IbHOM U }KeBaTe/IbHOW aKTUBHOCTU; BpyKCu3m (CKpexkeTaHue 3ybamu),
aedekTbl amanu, nnoxoe GopMmMpoBaHMEe 3Manu; HemsberHble NobouHble 3dbEKTbI
HEO6X0,CI,MMbIX NPONUCAHHbIX NeKapCTB; HENPUA3Hb K YNCTKE 3y603 MU noceweHno ctomaTtoaora.
3y6bl MOTyT NOABUTLCA MO34HO, U MOJIOYHbIE 3y6bl MOTyT NO34HO BbiNagatb. MoryT 6bITb
06Hapy>+(eHb| CBEPXKOMMNIEKTHbIE 3y6bl, N MOJ10YHblE M/MHM NOCTOAHHbIE 3y5b| MoryT
OTCYTCTBOBATb.

Cembu rpynnbl FOHWK ¢ geTbmu ¢ aeneumeit 2937 0b6paLLatoT BHUMaHWE U Ha apyrue npobaembl:
NOBPEXAEHWUA UM CKOJbl 3yHOB, Bbl3BaHHbIE NAagEHUAMM; CKOJbl 3y6OB N0 HEU3BECTHOM
NPUYUHE; U XPYNKUE, NerKo IOMAIOLLMECA U U30THYTble 3ybbl. HeobblyHas kombuHauma
noTeHLManbHbIX NPo6em 03HaYaeT, YTo AEeTAM, BO3MOXKHO, MOHaA06UTCA MHAMBMAYabHAA 1
KBaAMPUUMPOBAHHAA CTOMATO/IONMYECKAA NMOMOLLb.

Pa3Hble feBoYkM B Nnepnog B3pocaeHuna: ot nesoro kpas, 10 net, 10 net, 11 net, 13 ner.

Monosas 3penoctb

MonoBas 3penocTb HacTynaeT B 06bi4HOM Bo3pacTe (Falk & Casas 2007), HO B Hay4HOW
NiMTepaType onucaH cay4vai 3agepKku nonosoit 3penoctu (Kitzio-Tzeli 2007). 'O6bIYHBbINA'
O3HauvaeT 8-14 neT y AeBOYEK, C MEHCTPYANbHbIMU LIMKNAaMM, HaUMHAOWMMKCA B cpeaHem B 11
net; n 9-14 net y manbumnkos, B cpegHem 12 net. Onpocskl rpynnbl FOHWK noaTBEpP)KAAET Havyano
NoN0BOM 3penocTu y AeBoyek ¢ 9-12 neT u HaumHatowmmnca B 10-12 net meHCTpyasbHbIMU
uMKknamu. MoBeseHWe MOXKET YXyAWUTLCA C HaYaoM NoNoBOro co3pesaHus (Unique).
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MepcneKTuBa

B HacToALLee BpemA NosaratoT, 4To AeT 6e3 cepbesHbiXx MOPOKOB Pa3BUTUA U ayTUCTUHECKUX
ocobeHHOCTel, CKopee BCero, MOryT HafleATbCA Ha JOJMYI0 U 340POBYIO KU3Hb. Camble NOXKuble
noam c geneuneit 2g37, 0 KOTopbIX cO0bLaeTca B MegUUMHCKOM nuTepatype, npebbisatoT B 60-
netHem Bo3pacte (Syrrou 2002), a camomy CTapLIemy y4acTHUKY rpynnbl KOHUK COPOK fieT.
CepbesHble Npobembl € cepauem, MHOTMe HeBPOIOrnyeckme npobaemsl, TAXKeNas, He
noAAatoLWAaAca KOHTPOIIO anuaencus, onyxosb Buabmca 1, BO3MOXHO, NporpeccupytoLlas
KMCTO3HanA 60/1e3Hb NOYEK MOTYT NOCTaBUTb NOA, YrPo3y NPOAOIKUTENbHOCTL KM3HM (Falk &
Casas 2007). Cm. Takke bpowtopy rpynnbl FOHUK No aeneuunn 2q37 y B3pOCabIX U NOAPOCTKOB.

PekomeHgauumn no meguumMHCKOMy HabatogeHuo

Mpwu ycTaHOBAEHHOM AMnarHose:
IxoKapguorpamma unam obcnesoBaHue cepaua (Bcem naumeHTam)
Y3 noyek, c KOHTPOIEM B YeTbipe ro4a U B Nepuos NosioBOro co3peBaHua (Bcem naumeHTam)
basosoe odTanbmonornyeckoe obcnesosaHne
Mpy 3HAUUTENBHOM FTMNOTOHUM HEOHXOAMMO PAaCCMOTPETb BONpPoC 06cnenoBaHUsA
TasobenpeHHbIX CyCTaBoOB
MpoBepka cayxa

06cnepoBaHMe MNaAeHLUEB U MaZIeHbKUX geTeid:
Bec: npobiembl Ha paHHEM 3Tane BCKapmM/aUBaHUA
OueHKa paHHero pasBuTUA U HEOBXOAMMOCTN KOPPEKLMA COCTOAHUA
MpoBepbTe, 4TOOLI ayAMONOTMYECKUI CKPUHUHT (MPOBEpPKa C/yXa) NPy poXKAeHWM bbin B
Hopme. HeobxoaMMbl neproamyeckre NPoBEPKM CNyXa Ha NpegMeT HapyLweHna GyHKLMm
cpeaHero yxa
YnbTpassykoBoe 06cegoBaHMeE NOYEK B BO3PACTE YETbIPEX IET HA HAaZIMUYME KMCT
O6cnepoBaHMe Ha onyxosb Bunbmca y geteit ¢ geneumei, cogepralieit paviox 2gq37.1
XPOMOCOMbI 2
MnageHubl M 4eTU A0KHbI NPOXOANUTL YNbTPa3BYKOBble 06cnenoBaHMA Kaxable 3-4 mecaua
[o 5-7 net

O6cnepoBaHue geTeid cTapwero Bo3pacra:
PocT u Bec: He gonycKaTbh OXMUPEHUA
MpogonKeHne OLEHKM pa3BUTUS C HEOBXOAMMOW KOppeKUnei 1 3asBieHnem o6 0cobbix
o06paszoBaTebHbIX NOTPEBHOCTAX/UCMNONb30BaHME MHAMBUAYANbHOrO yu4e6HOro niaHa
Mepuogunyeckan NpoBepKa cayxa u 3peHus
MNosTopHoe Y3W B 15 neT Ha npegMmeT HanunA KUCT NOYEK
PaHHee obcnesnoBaHMe Nto6bIX NATONOMMYECKUX CUMNTOMOB
OueHKa NoBeAeHMA U KOPPEKLMA B 3aBUCMMOCTM OT CUTYyaLMmK

Mouemy npoucxogut geneuuns 2q37? Moi pebeHOK yHacnenoBan ee oT

meHA?

Oeneuus 237 obbluHO NpoUCXoANT 630 BCAKMX Ha TO MPUYUH. Pexke oHM MOryT BbITb
yHacnefLoBaHbl OT MaTepu Wamn oTua. EAUHCTBEHHBbIN cnocob bbiTb YBEPEHHbIM - NPOBEPUTL
XpOoMocombl 06oux pogutenen.

Ecnn y oboux poauteneli HopmasbHble XPOMOCOMbI, TO Aeneumn 2q37 - 3TO BHOBb BO3HMKLLIAA
npob6aema. B reHeTMKe ans Hero cyuwectsyet TepmuH de novo (dn). BpoxkaeHHan aeneums 2937
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MOMKEeT 6bITb Bbi3BaHa OLWMOKOM 60 Npu GOPMMPOBAHUM CNEPMATO30MAA UAN ANLEKNETKN
poauTtenelt, NMbo B camble paHHME CPOKM NOC/e ON1oA0TBOpeHuA. Kak poauTenb, Bol He moxeTe
3TO U3MEHMUTb UM YNPABAATL 3TUM. MaAeHUbl C BPOXKAEHHOM aeneument 2q37 06bIYHO
poXAaatoTca y poauTenein 6e3 Kakmx-1mbo COOTBETCTBYIOLLMX M3MEHEHUI XpOMOCOM. [larKe
Ha/sMyMe HOPMasIbHOTO BapMaHTa KOHLEBOIO OTAENa XPOMOCOMbI 2 (cm. Hopma B 06wei
nonynauMu HaceseHus, CTpaHMLa 4) He UMeeT HUKAKOoro 3HayeHua. Ho pogutens ¢
He3HauuTeNbHOM Aeneumen, HEMHOro 6onblueit, Yem BapMaHT HOPMbI, MOXKET NepeaaTb ee, B
NiMTepaType 0 TaKOM Cay4ae YNOMMHANOCh TONIbKO ogHaxAabl. Tak oTew, nepeaan CoBCcem
He3HauuTeNbHylo aeneumto 2g37 ceoeit Aodepw. MNpu 3TOM y Hero He 6bI10 HUKAKKUX
NPOABAEHWU, XapaKTEPHbIX 417 AeNeUnn, a y ero Ao4Yepn UMENCb KAUHUYECKUE NPOABNEHUS, U
neneumns 6bina obHapykeHa (van Karnebeek, 2002). U3BecTHO, 4TO pebeHOoK 13 rpynnbl FOHUK
yHacnefoBan geneumio u gynankaumio, obe B npegenax paoHa 2q37.3 oT ceoelt
610N0rMYecKkoi maTepu.

B HECKONbKMX CEMbAX Y OLHOrO U3 poAuUTeNei NPUCYTCTBYET CTPYKTYPHAsA NepecTpoiika
Xpomocom. Mpwu 3TomM y poauTens co c6anaHCPOBaHHOMN CTPYKTYPHOI NepPecTPOiKoM HeT yTpaThl
reHeTUYEeCcKOoro maTepvana, ¥ poauTeNb COBEPLIEHHO 380p0oB. OfHAKO Y 3TUX CEMeil ecTb
NoBbILIEHHbIN PUCK noasneHns pebeHka c natonorven (cm. ctpaHuuy 4, leHeTMueckoe
TectTupoBaHue, npumep 3).

HacnepcteeHHan au geneuma unv de novo, Bbl, Kak poauTesib, He cAenann Hu4ero, 4to 6bl cTano
NPUYMHOI BO3HUKHOBEHUA Aeneumnn 2g37. HensBecTHbI HUKaKMe 3KoN0TUYecKkne, AUeTUYecKue,
NPOU3BOACTBEHHbIE GaKTOPbI, NN GaKTOpbl 06pasa Kun3HW, KoTopble bl Bbi3biBaM 3TH
M3MEHEHMA B XPOMOCOMaX.

Mo:keTt am ato I1p0I430ﬁTl4 CHoBa?

B cembsx, rae oba poautensa 66111 NpoBepeHbl U UMEOT HOPMasibHble XPOMOCOMBI, PUCK
nossaeHus apyroro pebeHKa ¢ geneuneit 2937 He HAMHOTO Bbllle, Yem Y Koro-1mbo ewe. Ecam
XPOMOCOMHbIN aHaNn3 poauTensa NokasblBaeT, YTO OAUH U3 poguTenei umeet
cbanaHcMpoBaHHYIO XPOMOCOMHYHO NEPECTPOKY, BKIOYaA palioH 2937, BEPOATHOCTb HaNNYMA
Apyrnx bepemeHHoCTel € Aeneunen y N1o4a 3HaUMTeNbHO NOBbIWaeTCA. Y poanTenew,
nmerowmx geneunto 2037, BepOATHOCTb ee nepeaayn NOTOMCTBY cocTasnAeT 50 NpoLeHToB npu
Kax 4ol 6epeMeHHOCTH, B TOXe Bpems 50 npoueHToB 6epemMeHHOCTeN MOryT 6biTb €
HOPMa/IbHOM XPOMOCOMOW 2.

Baw meAMKO-reHeTUYECKMI LeHTp 06A3aH NPeasioXnTb KOHCYIbTaumo, npexae Yyem Bbl
3anaHupyeTe caeaytollyto 6epemeHHOCTb M, ecan y Bac yxke ecTb pebeHoK ¢ geneumeit 2937, To
BO3MOXKEH NpeHaTaNbHbIN AMarHos, eciv Bbl roToBbl ero NpoBecTy.

MoryT 2im y moero pebeHka 6biTb cob6cTBEHHbIE aeTn?

lMoKa He M3BeCTHO, BAWUAET /N AeNeLmns Ha PENPOLYKTUBHYH GYHKLMIO, HO 6OBLUMHCTBO
[eBOYEK ¢ Aeneuneit 2q37 06bIYHO AOCTUTAIOT NOOBOM 3PENOCTH B OXKUAIEMOM BO3PacTe 1
PerynsipHO MMEIOT MEHCTPYasibHble LiWK/bI, YTO 03HAYaAET, YTO OHU, BEPOATHO, MOTYT 6biTb
CNocobHbl K AETOPOKAEHUIO. YTO KacaeTca MasnbyMKOB U MYKUYMH, TO MMetoTcA

JaHHble 0 HaMYMKU TaKMX NPO6IeM C MONOBOM CUCTEMON KaK rMnocnagus, HeomycTUBLUMECS
ANYKK (KPUNTOPXM3M) U MasieHbKK1e B0 HeJ0Pa3BUTbIE (AUCTEHETUYECKME) ANYKM, KOTOPbIE,
YMeHbLIAOT penpoaykTueHyto dyHKumto (Falk & Casas 2007). Nlloboit Yenosek ¢ geneument 2q37
nmeeT puck 1:2 (50-NpoLeHTHbIN) Nepesayn Aeneumnmn Npu Kaxkaon bepemeHHOCTH.



leHbl

CywecTBytoT 60nee 197 reHoB B pervoHe 2g37, HO Mbl eLLE He 3HAeM, YTO genaeT
60/1bLUINMHCTBO M3 HWX. [0 HeJaBHEro BpeMeHU yTBEPKAAN0Ch, YTo 11 13 HuX,
BO3MOXHO, MPUHMMALOT y4yacTue B OPMMPOBAHNUM OCHOBHbBIX MPU3HAKOB CUMHAPOMA
aeneumn 2937, HO HeJaBHO KOMaHAa GpPaHLY3CKUX UcchefoBaTenelt Npeanonoxuna
b6onee nogxogsauwme 'KaHAMAATHbIE' reHbl, OTBEeYaloLWMe 3a Pas/iMyHble acneKTbl
cuHapoma (Leroy 2012).

NpeHTUPUKaLma reHa (reHoB), OTBETCTBEHHOTO 3a onpeaeneHHble NPU3HaKKU CUHAPOMA
aeneumn 2937, ABNAETCA BaXKHbIM MOMEHTOM, TaK KaK MOKET MOMOYb ONpeaenunTb
OCHOBHbI€ HAaMNpaB/ieHUs AaNbHENLWNX UCCNEeA0BAHMMI, XOTA 3TO HE NPUBOAMT K
HeMeZIeHHOMY YAyYLWeHWNIo edeHuna. Kpome Toro, faxe ecav NpeanonoK1TebHO
OTCYTCTBYET OTBETCTBEHHbIV FEH, 3TO HE BCerAa 03Ha4YaeT, YTo CBA3aHHAA C HUM
ocobeHHocTb (NposBaeHne) ByaeT NpucyTcTBOBaTh. YacTo B onpeaeneHnn Haamumsa
MW OTCYTCTBMA KOHKPETHOM 0COBEHHOCTU UrPatoT POb APYrMe HacNeaCcTBEHHble
daKTopbl 1 PpaKTOPbl BHELIHEN cpeapl.

['eH, 4,OBO/IBHO MPOYHO ACCOLLMMPOBAHHBIA CO MHOTMMW acnNeKkTaMm CUHAPOMA,
n3BecTeH Kak reH HDAC4. HDAC4 pacnosioKeH B paiioHe 2g37.3, ero reHoOMHoe
MeCTOMNO/IOXKeHUe onpeaensertcs Kak 239,969,864 - 240,323,348 (cm. agnarpammy Ha
cTpaHuye 3). OH KpaitHe HeobxoaMm N5 NPaBUAbHOIO Pa3BUTUS KOCTHOM U XPALLLEBOW
TKaHeN 1 NPaBuAbHOro Pa3BUTUA cepaua. OH TaKkKe NPUHMMAET y4acTUe B BbIXKMBAHUN
HEpPBHbIX KNETOK U UrPaeT posib B Pa3BUTUMN NOBEAEHUYECKUX PACCTPOMCTB, Pa3BUTUM
CYA0pPOT U YMCTBEHHOW OTCTANOCTU. PaHee yTBEPKAaN0Ch, YTO OH Bblfl CBA3aH ¢
TUMUYHbBIM YKOPOYEHUEM KOCTEM PYK U HOT, HO HEKOTOPbIE I0AM NPU yTpaTe 3TOro reHa
MMEIOT COBEPLUEHHO HOPMaNbHYO AJIMHY PYK W HOF, MO3TOMY, eLle MHOroe nNpeacTouT
n3y4mTb. Mo-BUAMMOMY, HapyLLeHME CTPYKTYPbl XPOMOCOMbI, NMPENATCTBYOLLEE
3KCMpeccum 3TOro reHa, AarKe ecn aeneuma MaleHbKOro pasmepa, MOXKET TaKKe
BbI3BaTb HE3HAYMUTE/IbHO BbIPaXKEHHbIE KIMHUYECKUE NPOABAEHUA CMHAPOMA AeNleuunn
2q37. Ho daKTOpbl, MMetoLLme 3HaYeHne ans akcnpeccum reHa HDAC4, Ao KoHua He
M3y4yeHbl. YAMBUTENbHO, Y HEKOTOPbIX t04eN MOXKET OTCyTCTBOBaTb reH HDAC4 (mn
Apyrve reHbl 'KaHanAaThbl'), HO OHU HE UMEIOT HU O4HOTO MW TOJIbKO OTAE/bHbIE U3
oxugaembix cumntomos (Williams 2010; Leroy 2012; Morris 2012).

“ KaxkeTca, dmma, genaet 6osblue YCNexos, Yem NepBoHaYasbHO Bbl10 3aABaeHO ee
BpaYamu Ans ee Bo3pacTa. A 6o/blue He 3aUMKAMBAOCh Ha 93 reHax, KOTOPbIX Y Hee
HeT, a KOHLLeHTpMpYtoch Ha 20,000 + Apyrux, KOTopble AenatoT ee sKCTpaopauHapHoi.”
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My3biKanbHbI TanaHT?

MHorue poanTenn otmeyarot HEO)'KVIAaHHbIVI TaNaHT
cBoero pe6eHKa K My3blKe. HeKOTOpre n3 ,queﬁ urparoT
Ha My3blKa/IbHbIX MHCTPYMEHTaX, Y APYr1X eCTb XOpoLuni
neBYeCKni roN0C, ANA TPETbUX NOE3HA MY3blKa/ibHaA
Tepanua. MHAMBMAyaﬂbeIe AOCTUXKEHUNA 3aBUCAT OT
MHOIMX d)aKTOpOB, TaKUX KaK C/NyX, KOHTPO/1b MesIkon
MOTOPUKU U crnocobHoCTb CKOHLLEHTPMPOBATbCA, HO 3TU
npuYMepbl NOKa3biBaloT GOPMbI TaslaHTa HEKOTOPbLIX AETEN.

“ 3mma N106BUT BCE My3bIKaNbHbIE UTPYLLKK. OHa He O4YeHb i
yB/IeKaeTcA TeNIeBM30POM, HO KOrAa MNOABAAETCA MYy3bIKa,
OHa obpalliaeT Ha Hero BHMMaHue. KaxeTces, el
AeNCTBUTEIbHO HPaBUTCA popTenbaAHO. f BEPIO, YTO
O4HAXAbl OHA CTAaHET 3ameyaTe/IbHbIM My3bIKaHTOM.” 19 mecauyes, deneyusa 2q37.1q37.3

“ Munnm no6uUT My3biKy. OHa HayuMiach CBUCTETb, MPeX/e Yem oHa 3arosopuna.” 4 200a,
deneyus 2q36.3 unau q37.1

“ Tom nosneBaeT NeCHAM, MOXET MOMHUTL MeJIOAMIO FO4amMu, BCMOMHUT ee, Koraa B
cnefyowWwmnin pas yCabIWKT, U HAYHET TaHLeBaTb. EmMy HpaBuTca urpa Wii Just Dance (Just Dance -
My3blKanbHas Urpa, paspabotaHHas 1 usgaHHas Ubisoft ana Wii. npum.nep.).” 6 nem, deneyus
2q37.3

“ BpyK NIOBUT My3bIKY 1 MOET B LKoNe. H/aeT ¢ HeTepreHWeM YPOKoB My3blKanbHOI Tepanui.”
6 nem, deneyus 2q37.3

“ Mukaana 3HaeT c/10Ba K N11060M NOMy/APHOI MecHe U NOET oueHb rpomKo.” 11 s1em, deneyus
2q37

“ Y Hee 3ameyaTeNIbHbIN NEBYECKMI FONOC M OUEHb MPUATHBIN TemBp. OHa NPEKPacHO UrpaeT Ha
BMOJIOHYE/IN U COYMHAET CBOW COBCTBEHHbIE NecHM Ha dopTenbaHo.” 12 nem, deneyus 2937

““ OH N106UT UrpaTh Ha GapabaHax, U y HEro yAUBUTENLHOE YyBCTBO PUTMa. OH IOBUT CylLaTh
My3bIKy ¢ 6apabaHHbIMM PUTMAMM U NOCELLLAET MY3bIKabHbIN KPYXKOK CO CBOMMM POBECHMKaMU
C HOPMaJIbHbIM pasBMTmeM.” 13 nem, deneyus 2q37.1

Yro ocobeHHOro B Bawem pebeHke?

“ Xopolune BpemeHa AaBHO NepeBeLLnBaloT naoxme BpemeHa. OHa BOCXMTUTE/IbHA, 3aCTaBuAa
HaC yuMTbCA XecTam U nydle obuwatbea.”

14 mecaues: “ Ona yamenTenbHa. OHa OTKPbINA MHE [1a3a Ha Te BelM, KOTopble A He 3ameyana
npexae. HecmoTps Ha To, 4TO 37O Ayule 418 Hee, A 6bl He xoTena, 4Tobbl OHa nocelana Bpayelt
TaK 4acTo, A OTKPbIJa MHOTO HOBOTO M HayuMaach LLEHWTb Kaxapli momeHT!”

19 mecaues: “ OHa HayuMna MeHs, 4TO CyLLeCTBYeT 6oblUe NyTel PasBUTUA, Yem Te, N0 KOTOPbIM
nayT obbiuHble AeTW. Bnarogaps eii A cTana Nydwmnm yuntenem u matepbto. fl 6onee Tepnennsa u
HaTa/IKMBAIO CBOWX YHEHWUKOB Ha pas/MyHbIe NyTW K ycnexy. fl y3Hana, 4To Mo3r cnocobeH Ha
SKCTPaopAMHapHble BeLLy, ecn eMy AaHa BO3MOXHOCTb. A y6eaaloch, UTo Kaxapli AeHb IMMa
HaXOAMWT YTO-TO HOBOE. fl 3Hal0, YTO 3TO MOXET Ka3aTbCA CTPAHHbBIM, HO OHa TaKXe HayuYuna MeHs
5TUM Nouckam. Mbl BCe Tak 4aCTO CMOTPUM BHW3 Ha 3eMJII0, YTO Mbl BO/IbLLIE HUYEro He
3ameyvaem. fl paHblue Habnlo4aNa, KaK OHa CMOTPUT Ha HEBO AW Ha OFOHbKM, M 3a4aBanach
BOMPOCOM, 3a4eM OHa Tak genaet. OgHaMabl A TOXeE pelwmnna NoCMOTPETb, U 3TO 6bi10
npeKpacHo. fl AeNCTBUTENbHO CYMTalO, YTO OHa BUAMT KPAcoTy BO BCEM, W A Xouy BbITb TaKoii e,
KaK oHa. fl npebbiBalo B BOCTOPre OT TOr0, YTO MPOBOXKY CBOIO KM3Hb C HElo, He3aBUCMMO OT TOFO,
uTO KAET ee B Byaywem. A 6osiblue He Xouy, 4ToBbl OHa MOXOAMAA Ha BCEX OCTa/IbHbIX ..., A Gbl
xoTena, 4tobbl Apyrve 60/ble NoXoAMM Ha Hee.”
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26 mecALeB: “ BeHTa HayuMna MeHs LEHUTb M3Hb M NPUHUMATb KaXablii NPUXOAALLMIA AeHb.
OHa Hayuuia MmeHs, YTo 3To cnocob, kKoTopbiM Bbl bopeTech ¢ Npobaemamu, He € camMUMn
npobiemamu, a ¢ Tem, yto GopmupyeT Bally MHAMBMAYaANbHOCTb.”

3,5 roga: “ OHa upesBbluaiiHo 106Be0bUNbHasA, APpYXetobHan 1 cHacTamMBan AeBouka. OHa
BbI3blBaeT y MeHs ybI6Ky.”

4 ropa: “ Ero ynbibKa 1 cmex onbaHatowme. OH Aan mHe 6oblue cuA, Yem s Korga-nmbo morna
MMETb, M BoNbLIE PAAOCTH, YUEM Y MEHA ecTb.”

4 roga: “ Kogy - 0cobeHHbI ManeHbKUIA ManbuyuK W BCE, YTO OH AENAET, BbI3bIBAET Y MEHs
ropAocTb, A Ntobto0 ero 6obLe, Yem Koro-mbo, A Tak cyacTMBa ¢ HUM. OH Tak Ntobum Bcei
Haweit cembeir.”

4 ropa: “Y Hee BesIMKONENHAN yNbI6Ka M 030pHOM cMmex. Ee aHTY31a3m K TOMy, YTO OHa Jo6UT,
[AeicTBUTEeIbHO NPoBYKAaeT HacaxAeHue Ku3Hbto. OHa HexkHa 1 3abaBHa 1 uHorga myapa. C
He A NOHMMaI0, YTO CyLLecTBYIOT 60/1ee BaKHbIe Belwy, Yem 6biTb yMmHbIM.”

5 neT: “ OH TaKoii Becenblit 1 N10BALWLMIA, OH YKpallaeT Mol AeHb.”

6 net: “ OH BbI3bIBAET Y MeHA ybIGKY, Y HErO OTIMYHOE YYBCTBO OMOPA, Ha HEro MPUATHO
cMOTpeTb. OH - CamMblii PeLLInTe/IbHbIN YeNI0BEK, KOTOPOTO A 3HaJl; KakoBa bbl HY Bblia Npobiema,
OH xpabp 1 NpocTo 6pocaeTca NPAMO B Hee U AenaeT nonbITky.”

6 net: “ YausutenbHas, pewmntenbHas MaatoTka. HecmoTtpa Ha npo6embl co 340P0BbEM U
TPYAHOCTH, OHa He ocTaHasmBaeTca.”

7 ne: “ Ero ynopcTBO, OH TaK CTapaeTcs, OH M0BUT Ku3Hb. Ero cmex v ero ynbibra.”

11 neT: “ NpekpacHas oT npupoabl, Aobpas u nobawasn.”

12 net: “ OHa upe3sBbluaiiHoO cyacTanBas, yabibatowanca, Tennaa u 3a6otansas. Y Hee
HEeo6bACHMMO MOJIOKUTE/IbHBIN HACTPOM, 1 OHA NPEBpPaLLAeT NevasibHble U HeyTelluTeNbHble
BELLY B HEYTO XOpOLUee, OHA AeWCTBUTENbHO CMOTPUT Ha APKYHO CTOPOHY *KU3HWU. OHa MHOTO
yNbI6aEeTCA U CMEETCA, M XOUeT M3N1eUnTb 60/b U paHbl, ee OKPYKaIOLWME, KAKUMU-TO
yTeLWnTeIbHbIMU CN0BaMMU UM 06bATMEM. OHa YyBCTBYET U O4eHb 3360TUTCA O CBOUX KUBOTHbIX.
OHa onpATHA ¥ OPraHM30BaHHa, ¥ MMeeT TOHKOE YyBCTBO 3CTETUKM, LLIeHWUT XOPOLLYIO OAexKAY,
LiBeTa, AParoLeHHOCTM 1 My3bIKy. Y Hee 3ameyaTe/bHbll NeBYECKMI F010C U 0YeHb NPUATHBIN
Tembp. OHa NpPeKpacHo UrpaeT Ha BUOJIOHYENN U COUMHAET CBOM COBCTBEHHbIE MECHU Ha
dopTenbaHo.”

12,5 net: “ lobuT nogeii n odeHb 6narogapeH 3a BHUMaHue.”

13 neT: “Y Jlloc OTAMYHOE YYBCTBO HOMOPA, M OHa BbI3biBaeT y HaC yAbI6KM. HepasHo oHa
Hay4niacb MaxaTb PyKOW Ha NpoLUaHWe, U BCe BPEeMA MaLLIET, KOTAa OHa ye3)aeT B LKoY Ha
MUKpoaBTObyce. HeilaBHO OHa TaK:Ke Hayumnnacb roBopuTb ‘A niobto Tebs, mamoyka/nanoyka/
Pob6ept/Yapnun’ c nomouLbto iPad 1 npocnTb 06bATUIN. OHa Hay4MIa HaC MOHMMAaTb OrPaHUYEHHbIE
CNocoBHOCTM 1 MO3HAKOMMIIA HAC C HEKOTOPbIMU YAUBUTENbHBIMU NHOA4BMU, KOTOPbIX Mbl
HuKoraa 6bl He BcTpetnnn.”

19 mecaues 4ropa 3,5 net 9 net
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