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HpOKCI/IMaJ'IbHaﬂ Aaejgaenus XpoMoCoOMbI 10p MEXKIY YIaCTKaMu
10p11 - 10p12

Jenenus xpomocomsl 10p — 3T0 XpOMOCOMHO€E OTKJIOHEHHE, ITPH KOTOPOM OTCYTCTBYET
yacTh XpomocoMs! 10. Eciu moTepsiHHAs 4acTh XpPOMOCOMBI COJIEprKaja BaXKHBIE T'EHBI, 3TO
MOXXET BBI3BaTh OTCTAaBaHKE B PA3BUTHH, TPYAHOCTH B OOYUCHUH U ITPOOIIEMBI CO 30POBBEM.
TspKecTb POSIBIICHUH 3aBUCHT OT pa3Mepa IOTEPSHHOTO yJacTKa, HaXOJUBIINXCS Ha HEM
TEHOB M KOHKPETHOTO pacioyioxkeHus genenun. Jlenemus xpomocomsl 10p BCTpedaeTcst OUeHb
penKo, BEpOATHOCTh TAKOTO XPOMOCOMHOTO OTKJIOHEHHS HHMKE, YeM OJUH Ha MUJLTHOH.

I'eHbI 1 XpoMOCOMBI

Ham OpraHusM COCTOUT U3 MUJITTMAPJOB KIICTOK. Bonpmias 9acTh 3THX KIETOK COACPIKUT
Ha0Op M3 THICSY TEHOB; CBOETO POJIa MHCTPYKLHUIO ONPEIEIISIONIYIO POCT, Pa3BUTHE U
(GyHKIMOHHPOBaHUE Hallero opranusma. KieTka coepkuT sapo, B KOTOPOM HaXOASTCS
T'€HBbI; I'CHBI pacriojararoTCd Ha MaJICHbKUX HUTEBUIHBIX CTPYKTYpax, COCTOAIINUX U3 )IHK n
Ha3bIBACMBIX XpOMOCOMaMHU.

XpoMOCOMBI 00BEIMHEHBI B IIAPHI U IPOHYMEPOBAHE! OT 1 10 22, OT yCIOBHO O0JbIIEH K
MEeHbIIIeH cOoTBEeTCTBEHHO. Kpome aTnx
XPOMOCOM, Ha3bIBAEMBIX ayTOCOMaMH,
CYIIECTBYIOT MOJIOBBIE XPOMOCOMBI, X
n Y. Takum 00pazom, KIeTka
YeJI0BEYECKOTO OpraHU3Ma CONEPKUT
46 xpomocoM: 23 U3 HUX HACIEIYIOTCS
OT Matepu U 23 — oT oT1a,. [losoBbIe
XpOMOCOMBI y XeHIIUH — XX, y
My)K9iH — XY. Y KaKJ0H XpOMOCOMBI
€CTh KOPOTKOE (p) TuIe4o (B BEpXHEH
YacTH TMarpaMMel ClieBa) U JUTHHHOE
(q) meyo (B HIDKHEW YacTH
nquarpammel). [Ipu nenenmun
XxpoMocoMsbl 10p OTCYTCTBYET 4acThb
KOpPOTKOTO Iuieya (p) y oaHO# u3 10
xpomocomsl. Kak npasuino, ngpyras
xpomocoma 10 ocraetcs
HEMOBPEXIEHHOH.

KOPOTKOe m1e4o (p)

HeBO3MOKHO YBHIETH XPOMOCOMBI
HEBOOPYKEHHBIM IJ1a30M, HO €CJIU
OKpACHUTh HX U YBEIUYUTH
M300paKeHHE C TOMOIIBI0 KOMITBIOTEPa
WM TIOJ1 MUKPOCKOIIOM, TO BHJHO, YTO
Ka)kasi IMEeT OTJIMYUTENbHBINA y30p U3
CBETJIBIX U TEMHBIX TONEPEYHBIX
MOJIOCOK (OeHIOB).

JIJIUHHOE TLIeY0 ()

Ha xopoTkom (p) miede, ¢ TOYKH €ro
COCIMHEHHUS C JUTMHHBIM () TUIEYOM
xpomocomsbl 10, HaunHaeTcs
HyMmeparusi: 6enn pl1 nenurcs Ha 4

Xpomocoma 10. M306paxkenns MeHBIIMX ydacTka: p11.1, p11.21,

KOPOTKOrO (p) i wmiEEOro (q) miesa| P11.22 1 pll.23. benxpl2 B cBoro
' PACIHIONOKEHBI ClieBa. YBeiuuenioe  O9epels pasaeneH Ha pl12.1, pl12.2,

H300pakenie Koporkoro (p) miesa ¢ P12.31,pl12.32 mp12.33.

[ IIPOHYMEPOBAHHBIMU YYaCTKaMU —
crpasa. Jenernuio Mexay ydactkamu pl1 - p12




HAa3bIBAIOT NPOKCHMaNIbHOH. KoJIMYecTBO yTepsIHHOro reHeTHYeCKOro MaTepraa MOXKeT ObITh
pasHbIM. [lerenueil, Kak IpaBHIIo, Ha3bIBACTCS CITydail, Ipu KOTOPOM YTEpPSHHBIN y4acTOK
XPOMOCOMBI BUJIEH TIPH YBEJINYEHUH.

B cBOIO ouepesib, MUKPOEIEIHs — 3TO Pa3HOBUJHOCTD JEJICIUH, IPH KOTOPOil yTepSHHBIH
Y4acTOK XPOMOCOMBI HACTOJIBKO MaJl, YTO €r0 MOXKHO BBIIBUTH TOJIBKO C TIOMOIIBIO
COBPEMEHHBIX METO/IOB, TAKUX Kak (uryopeciieHTHas rubpuau3arus in situ(meron FISH) nnu
CpaBHUTENbHAsE TeHOMHast THOpuaAn3anus Ha Mukpouunnax (array CGH). Dtu metopt
TI03BOJIIIOT MCCIIEOBATEISIM CO3/1aBaTh TOYHYIO KapTy MUKPOIEICIUH 1 BBISBIISTH T€HO-
(heHOTUIIHYECKHE KOPPEIISIIMK, TO €CTh CBS3U MEXKTy KOHKPETHOH JeTieliel u ee
KIMHUYECKHMH TTOCIIEICTBUAMU.

2

Wnorna HabmogaeTcst HHTEPCTHIHAIBHAS Jelenus. B
3TOM CIIydae B XpOMOCOME IPOU30IIIIO ABa Pa3phIBa, U
Y4aCTOK MEXIY Pa3pbIBAMH ObLI MOTEPSH.

Kaxaplii yaacTok 10001 XpOMOCOMBI COJCPIKHUT
MILTHOHEI Tap ocHoBauui JIHK. ITaper ocHOBaHwMIt —
9TO XUMHYECKUE COCIUHEHHUS, KOTOpbIe GOPMHUPYIOT
"nepexiagunbl" B ctpykrype JIHK, BHemHe
HAIlOMMHAIOILEH cIMpallb WM BUHTOBYIO JiecTHULY. B
Ka)XI0H XpOMOCOME HAaCUUTHIBAIOTCS MIJLIIHOHBI ITap
ocHoBaHui. CpaBHUTEINbHAS TCHOMHAs THOPUAN3ALHS
Ha mMukpounnax (array CGH) nmo3BossieT BEISIBUTD,
KaKHe [apbl OCHOBAHHI U I'eHbl ObLIH yTEPSHBL, B
3aBHCHMOCTH OT pa3pemniaronieii cnocooHOCTH MeToAa.
I'eHeTHK MM KOHCYJIBTAHT 110 FEHETHUECKUM BOIIPOCaM
CMOXKET MoIpoOHEe paccKa3aTh 00 yTepsSHHOM
TeHeTHYeCKOM MaTepuaie. B pesymbprarax
IeHEeTHYECKOro TeCTa Ballero pebeHka OyneT yka3aHo,
Kakas 9acThb XPOMOCOMBI OTCYTCTBYET.

ITapet
OCHOBaHHM

JTHK




Coopka renoma

B 2003 romy 66110 00BSBICHO O 3aBepIICHUH MEXIYHapOAHOro mpoekTa «['eHoM denoBekay,
TJIABHOH [ENTBI0 KOTOPOTO OBLIO CO3aHHE ITOJIHON ITOCIEA0BATEIEHOCTH YeTI0BEYECKOTO
reHoMa ¥ KapTsl reHoB. OTHaKO aHaIN3 HEKOTOPHIX YYacTKOB OBUI 3aBEpIIECH He 10 KOHIA, U
Y4YEHHBIC IPOIOIDKAIOT CBOM HCCIESI0BAHNUS, BOCIOJIHSASA MPo0Oeibl Ha kapre. Kaxaplii pas,
KOTI'JIa TIOSBIISIETCS HOBast HH(OPMaIHs 0 FTeHOMHOH IIOCIIeJ0BATENbHOCTH, HyMepalys mnap
OCHOBaHHUI XpOMOCOM, a, CJIeI0BaTeIbHO, T€HOB, ACNCIUNA U NYIUIMKAIUI MEeHseTCs. DTh
W3MCHEHHSI B HyMEpaLHX MOTYT OBITh COBCEM HEOOJBIIMMHI HIIH XK€ JOBOJILHO 3HAYHMMBIMH.
Kaskzas HoBast Bepcusi TeHOMa HasbIBaeTcsl «cOopka». HoBble Bepcuu reHoMa myOsIiKyoTes
Ka)kIIble HECKOJIBKO JIeT. [ eHeTnueckast nH(opMaIys B 3ToH Opomrope OCHOBaHa Ha cOOpKe
Ne 37 (GRCh37), mpencraBieHHOH MEXIyHAPOTHBIM KOJUIEKTHUBOM aKaJeMUICCKUX H
uccnenoBatenabckux nHCTHTYTOB (Genome Reference Consortium) B 2009 roxy. [{anHbie 0
nocnenoBarensHoctd JJHK mpu 3T0it cOopke yacto MoryT o603Hayathes kak hgl9 (human
genome 19).

B cxopoM BpemeHu renetrku rpymnmnbl Unique nepeiayT Ha HOBYIO «cOopky» GRCh38/hg38,
KoTopast BeiwIa B 2014 roxy. JlaHHBIE TeHETHUECKUX OTYETOB TaKXkKe OYAyT OOHOBISATHCS,
BCJIE/ICTBUE YEro HyMepalys I1ap OCHOBAaHUH MOXKET H3MEHUTHCS.

Pe3yﬂbTaTbl IFreHETHYECKOI0 TeCTa
Pe3ynbTaTel FeHETHUECKOT0 TECTa BaIllero peOeHKa BEpOsITHEE BCETo OyAyT BHITTIAACTh
CIICIYIOIIUM 00pa3oM:

46,XY,del(10)(p11.2p12.2) de novo

OTOT pe3ybTaT MOKa3kIBAET, YTO OBLIO 0OHAPYNKEHO OKUAaeMoe (CTaHaapTHOE) obIIee Yucio
xpomocoM [46].

Cpenu HuX 0OHapYXeHbI XpOMOCOMBI X U Y, 4TO TOBOPHT O TOM, YTO 3TO MAIBUUK WK
MY)XK4HHa.

Ha xpomocome 10 [del(10)] Ob11 yTEepsiH TeHETHYECKUIT MaTepHal.

Ha ygactke (p11.2p12.2) orcyrctByer JJHK Mexny oquum u3 Tpex ydactkoB Oenna pll1.2 u
oennom pl2.2 (cMm.auarpammy, 2 ctp).

de novo o03HauaeT, YTO XPOMOCOMBI POANTENEH OBIIN HCCIISIOBAaHbl, M HUKAKUX N3MEHEHUH B
HX CTPYKType BBISBICHO HE OBLIO, CI€A0BATEIBHO, IeeIHs He OblIa yHaclIe[0BaHa OT OTIa
i Matepy. CrerManucThl 4acTo HCIOb3YIOT CoKpatieHue dn.

arr[hg19] 10p11.22p11.21(33598125-35480937)x1 mat

arr Pe3ynpTaT mokassBaeT, 4TO aHaJM3 ObUI IPOBEAEH METOIOM (arr) CpaBHUTEIBHON
TeHOMHOW THOpUIU3aIiK Ha MAKpodnmax (cgh).

[hg19] 'enom uenoBeka, Bepcus «cOopkm» 19. 310 KOHTpOIBHAsA TocaenoBarenbHOCTh JJHK,
OTHOCHTENIHHO KOTOPOH HyMepyIOTCs mapbl ocHoBaHMH. [ToipoOHee cMOTpHTe B BepXHEi
4aCTH 3TOM CTPAHULIBI.

10p11.22p11.21 I'eneTrdeckuii MaTepuan ObLT yTepsiH Ha XxpoMocome 10, nenenus
HaunHaeTcs ot 6expa pl1.22 u 3akanumBaetcs y pl1.21.

(33598125-35480937) Iapsr ocHoBaHuit ¢ 33598125 no 35480937 otcyrcTBytoT. Ecin
BBIYECTH IIEPBOE YHCIIO U3 BTOPOTO, TO MBI nory4aeM 1,882,812 (1.88Mb). Oto uncmo
YTEpSHHBIX ITap OCHOBaHUH.

x1 Brina o6HapyxeHa TOIBKO OJHA KOIHS 3TUX [Tap OCHOBAaHUI BMECTO JIBYX, YTO
Habro1aeTcst 00bIYHO (110 OJJHOM Ha KXot XxpoMocome 14).

mat yKka3bpIBaeT Ha TO, YTO XPOMOCOMHOE OTKJIOHEHHE OBIIO YHACIIEIOBAHO OT MaTEpH.
pat o3Ha4aI0 OBI, YTO XPOMOCOMHOE OTKJIOHEHHE OBUIO YHACJIEIOBAHO OT OTIIA.



CpaBHeHHE pe3yNbTaTOB TEHETHYECKOTO
TecTa Bamero pebeHka ¢ pe3ylbTaTaMH,
MIPE/ICTaBICHHBIMH B METUIINHCKOH
nuteparype win rpynmnoit Unique, MOXeT
JIaTh 00IKe MPEICTaBICHUSI O BO3MOXKHBIX
nposiBieHusX. Koneuno, OyxyT pasmudms,
HHOT /A 3HaYNTENbHbIE, MEXKIY BallliM
peOeHKOM U APYTHMH € TaKOil xKe
nenenneii. OueHb Ba)KHO, YTOOBI BBI
ITOHMMAJIH, YTO Balll peOEHOK OCOOEHHBIH, 1
HE CPaBHUBAJHM €TO C AETbMH CO CXOKHUMHU
pe3ylIbTaTaMu T'eHeTHYeCKOro TecTa. Bens
Ka)KIIBIH YeNIOBEK YHHUKAJICH.

IMoyemy npou3sonuia geaeuust
10p?

AHanu3 KpOBH 11 UCCIIEIOBAHUS
XpOMOCOM pOJUTENEH — EPBBIN TeCT,
PEKOMEH TyeMBIi JUIsl TIONCKa IPHYHHBI,
BBI3BaBILEH XPOMOCOMHYIO Aenenuio. B
OONBUIMHCTBE citydaeB aenenun 10p, Tem
HE MEHee, XpOMOCOMBI POJUTENCH HEe
n3MeHeHsl (Bosch 2015; Wenzel 2011;
Shahdadpuri 2008). B atom city4ae
TeHETHKH HCIOJIB3YIOT TEPMHH «de novoy.
Jenenus 10p vane sBaseTcs caydaiHON
MyTalyei, IpeoIoKUTETbHO
MPOUCXOIAIIEH BO BpeMst (HOPMHUPOBAHHSI Jeaenus na yuacrkax 10p11.22-p11.23
CIIEPMAaTO30HI0B HIN AHLIEKIETOK

poauteneii, v B rpouecce 3a4atust. Enunas xietka, koropast o0pasyercs B pe3ysbrare
CITMSHUS CIIEPMATO30H1a U AHIIEKICTKH, TOJDKHA CO31aTh MHOYKECTBO COOCTBEHHBIX KOIHH (a
TaKXe KOIHI BCeX XPOMOCOM M TeHETHYECKOTO MaTepHana) Ui TOro, 9To0Bl 00pa3oBaTh
MHJUTHAP/BI KJIETOK, U3 KOTOPBIX 3aTeM chopMmupyercs denoBek. MHorna Bo Bpemst
o0pa3oBaHus STHIEKIETKH WM CIEPMAaTO30U/1a, I BO BPEMsl CIOXKHOTO Ipoliecca
KOIMPOBaHMSA (PETUTMKALINN) TEHETHIECKOT0 MaTepralia MPOUCXOAUT cOOil, B pe3ybpTaTe
KOTOPOTO 4acTh XPOMOCOMBI TEPSIETCs, 00pasys AeIeLHIO.

B penkux ciryuasx generus 10p MoXeT OBITh pe3yIbTaTOM IEPECTPOHKH B XPOMOCOME
ozHoro u3 pogurenei. Harmpumep, Tak NpoUCXOQUT B Coy4ac HAIMYUSA Y HETO
cOaaHCUPOBAHHOMN TPAHCIIOKALMH, IPU KOTOPOH 4acTh FTEHETHYECKOTO MaTepHana MEHIETCs
MECTaMH MEXLy XpPOMOMOMAaMH, PH 3TOM He NPOHCXOJHUT NMOTEPH HIIH YBETHUEHHS
KOJIN4ECTBA TEHETUYECKOr0 MaTepUalla, U 3TO HUKAK HE CKa3bIBa€TCA Ha 3JJ0POBLE U PA3BUTHU
caMoro poauTens. FIHOTaa, eciii Aeenust OTHOCHTENIHHO HeOOIIbIIast, Y OTHOTO U3 POAUTENICH
00HapYKMBAaeTCs Ta XK€ XPOMOCOMHas [IEPECTPOKa, YTO U Y peOeHKa.

Jletn ¢ mpoxcuMansHOi genenuei 10p poxkaaroTces Mo BceMy MUPY, B aOCOIIOTHO Pa3HBIX
cembsx. Hu okpyxaromas cpeaa, Hu MUTaHue, Hu 00pa3 )KU3HU He BIUSIOT Ha BOSHUKHOBCHHUE
3TOT0 XPOMOCOMHOTO OTKJIOHEHHs. HeT HMKakiX OCHOBaHU yTBEp:KAaTh, UTO JEHCTBHS
poauTeneit 10 UM BO BpeMst 0epeMEHHOCTH MOTJIN KaK-TO CIIPOBOLPOBATH JAHHYIO
JIETICIINIO, PABHO KaK U HEJb3s OBUIO MPENPHUHSTE YTO-TH00, 9TOOBI IPEAYIPEaNTD ee
nosiByieHue. B 3ToM HeT HUYbEl BUHBL.



MoaxkeT Jiv 3TO NIPOU30MTH CHOBA?

BeposTHOCTB poxaeHns peOeHKa ¢ AelieUel 3aBUCUT OT Pe3yJIbTaTOB XPOMOCOMHOT'O
aHaNn3a POAUTENCH: eCIH XPOMOCOMHEBIN aHaJIN3 000MX POAUTENCH B MOPSIIIKE, TO
BEPOSITHOCTH IIOBTOPHOT'O pOXKAEHHS pebeHka ¢ aenenueid 10p oueHb HU3Kas.

OpHako Jaxe B 3TOM ClIydae €CTh PUCK, YTO HEKOTOPBIE AUIIEKJICTKY WU CIIEPMAaTO30M b
MOTYT OBITh HOcHTEAIMH Jeaerud 10p. ['eHeTHKH Ha3bIBAIOT 3TO MO3AaHIIM3MOM KJIETOK
3apOJbILEBO THHUHU. B 3TOM citydae, nake eciau XpOMOCOMHBIH aHaN3 000MX poauTeneii B
NOpsiIKE, Y HUX MOTYT POAUTBCA HECKOJIBKO ACTEH ¢ enernueii.

Ecnu no pe3ynpraTaM reHeTHYEeCKOTo TECTa Y OJJHOTO U3 POJUTENeH 0OHapyKeHa
Mukpogenenus 10p, To BEpOATHOCTB TOTO, YTO OHA Mepenactes, coctasisieT 50%. Pogutenn
MOTYT BCTPETUTHCS ¢ KOHCYJIBTAaHTOM I10 TEHETHIECKHM BOIIPOCAM, YTOOBI y3HATH O PHCKax
peLuanBa 1 00CYIUTh IPEHATAIBHYIO 1
MPEUMIUIAHTALIMOHHYIO TEHETHYECKYIO
muarHoctuky (ITTJT). TIT L TpeGyer
9KCTPaKOPIIOPATHHOTO OIIOIOTBOPEHHUS
1 Ouorcuu SMOPHUOHOB; B 3TOM CITydae
TOJIBKO 3JJ0pPOBBIE SMOPHOHBI
nepeHocsTes B MaTky. Ecim sxe
POAUTENH BBIOMPAIOT ECTECTBEHHOE
3a4aThe, MOXKET Ha3HaYaThCs
NpeHaTaj bHas ANarHOCTHKa,
BKJTIOYAIOIIAsi OMOIICHIO BOPCHH
xopuona (CVS — tecT, mpu KOTOPOM
OepyT aHanM3 oOpasua KIeTOK, 13
KOTOPBIX OYZAET COCTOSTH IUIAIEHTa) U
aMHHOIIEHTe3 (aHAJIU3 B3SITOTO U3 MAaTKH
HEeOOJIBIIOro KOINIECTBa
AMHHOTHYECKOH )KUIKOCTH,
coJieprKaniei KJIeTKH IJI0a) C LEIbIo
JIMarHOCTUKH XPOMOCOM ILIOAA.
Kax npaBuiio, pe3yabTaThl aHAIH3a
T OUYeHb TOYHBI, 0/THAKO MIPOBEICHNE

: - JaHHBIX TECTOB BO3MOXKHO HE BO BCEX
Heaenus na yuyacrkax 10p11.22-p11.23 CTpaHax.

Mo:kHo 11 00HapyxkuTh 10p-nesenuio Bo BpeMsi 0epeMeHHOCTH?
AHanM3 XpOMOCOM IUIOZIA BO BpEMsI OEPEMEHHOCTH MOXKHO MPOBECTHU € MIOMOIIBIO OHOTICHH
BOPCHH XOPHOHA WJIM aMHHOLIeHTe3a. Jloyiroe BpeMsi TUarHoCTHKa XpPOMOCOM ILIOJA
MIPOXU3BOIMIIACH C MTOMOIIBIO BU3YAILHOTO MCCIEOBAHUS XPOMOCOM H IIO3BOJISIIO BEISIBUTH
JIAIIb CPAaBHUTENLHO KPYIHBIE Aenenud. OTHOCHTEIbHO HEAaBHO, CTAJI0 BOZMOXKHBIM
MIPUMEHEHEHHE METO/1a CPaBHUTEIBHON FreHOMHOM rubpuan3anun Ha mukpounnax (CGH) na
paHHHX CpOKaxX OEpEeMEHHOCTH TIPH OIPEeIeNICHIH (haKTOPOB PUCKA B XO/I€ YIBTPA3ByKOBOTO
UCCIIeJOBaHUS yxKe Ha cpoke 12 Hezene. AMHHOIIGHTe3 Ha 16 HeJee n BU3yallbHOE H3y4YeHHe
XPOMOCOM, MTO3BOJIMIIO 3aII0JI03pHUTh Aelierueto 10p, y mioga ¢ aHOMaIusAMU Pa3BUTHS 110
pe3ysbTaTaM yJIbTa3ByKOBOTO HCCIIE0BaHUs, B YACTHOCTH, YIUIOLIEHUE JIMLA H YKOPOYCHHE
KOCTeH BepXHUX M HIDKHUX KOHeuHocTeil. [Tocie BToporo aMHuoneHTe3a Ha 22 Hepene Ot
HCTIONB30BaH METOJ] CPaBHUTEIBHON TeHOMHOM rnbpuan3anuy, Onarogapst 4emMy CTaino
BO3MOJKHBIM YCTaHOBUTbH TOUHbIEC pazmepsl aenennu 10p-11.22— p12.31 (Sosoi 2015; Unique).



C xakumu TPYAHOCTAMMU 00bIYHO CTAJIKHMBAIOTCS NAIMEHTHI C

npoxkcumMaibubiMu 10p-neaenusamu?

Kinanueckue onucanus B OOJIBIINHCTBE CJIy4a€B HE Jar0T OLEHKY YPOBHIO COOTBETCTBUA
HOPMAaJIbHOMY COCTOSIHUIO, & BELIBIIIOT HAIMYKE OTKIOHeHHH. Hanbomnee pacpocTpaHéHHbIC
poGJIeMBI CO 30POBbEM U PA3BUTHEM:

Hexotopast 3aiep>kka B pa3BUTHH W/WIN TPYyJHOCTH B 00ydennu — ctp. 10 m 11-12
3azepaKKa pedeBoro pa3BuTus — crp. 13

[IpoGneMsl apTUKYISILHU — cTp. 13

Crabble MBIIILBI (TUIOTOHYC) — CTp. 11

TpynHocTH IpU KOPMIIEHHH — CTP. 8-9

3aboneBanus cepaua — cTp. 14

[Ipobnemsr co 3perHreM — ctp. 15

Heomymuienne simdex (KpUOTOPXU3M) IIPU POXKIACHHN U APYTHE AaHOMAIHU
reHuTamui — cTp. 15-16

OTMeUaroT TaKKe XapaKTepHbIE YepThI JIUna — cTp. 17

(Yatsenko 2004; Shahdadpuri 2008; Wentzel 2011; Okamoto 2012; Mroczkowski 2014;
Bosch 2015; Sosoi 2015; Abdelhedi 2016; Unique)
HawuGouiee pactipocTpaHeHHBIE YE€PTHI BbIIEIEHBI B OPOIIIOPE CEPHIM.

BepeMeHHOCTL U POAbI

BonpmmHCTBO GepeMeHHOCTEH, ONMMCAaHHBIX B MEAUIUHCKOH IuTeparype u 6ase Unique,
MpOILTH O€3 OCIOKHEHHUI U 3aBEPIIMINCH B CpOK. [IpeHaTanbHbIil CKpHHUHT 1
YIIBTPa3ByKOBBIE HICCIIEIOBAHNS BBISIBIIIM IPOOJIEMBI B X0/1€ IBYX OGepeMeHHocTeil. B oxHOM
cirydae 10p-nenenust Oblia IMarHOCTUPOBaHA B PO OEPEMEHHOCTH MO pe3y/IbTaTaM
aMHHOIIeHTe3a. Bo apyrom cirydqae ObUT TMarHOCTHPOBAH TSKEINBIIH MTOPOK PA3BUTHS CepALa
wroga. (cM. MoakHo i 00Hapy:kuTh 10p-eenuio Bo Bpems 6epemennoctu? crp. 6) (Sosoi
2015; Unique). YpTpa3ByKOBOE UCCIIEAOBAHKE B TPEThEM TPUMeECTPe OEPEMEHHOCTH
BBISIBIJIO Y OJTHOTO IUIOZA YBEIWIEHHE JKEeTyOUKOB TOJIOBHOTO MO3ra (TI0JI0CcTe! co
CIIMHHOMO3TOBOH JKHIIKOCTBIO) 1 Mopok cepana (Wentzel 2011).

Bec GonbIHCTBa HOBOPOXKAEHHBIX OBLI B TIpEJieIaX HIKHETO II0pOTra HOPMBIL: CpeTHMIt
noka3zarelns cpean 19 HoBopoxAEHHEIX — 2.878 kunorpamma (HmkHEE 10-25%).
Hanmensmuii 3apeructpupoBanHbiii Bec — 1.92 kunorpamma (HmkHEE 3%), MAKCUMAJBHBIA —
3.645 xunorpamMmoB

(Bepxune 60%).

[TouTu BCe
HOBOPOKAEHHBIE HE
BBI3BAJIN 00ECIIOKOCHHOCTH
Bpauell ¥ MoayIuiIu
BBICOKYIO OLIEHKY IO ILIKaJIe
Armrap (OIeHKa 3J0pPOBbBS
HOBOPOKAEHHOTO 110 LIKAJIe
ot 0 1o 10), u mocne
POXIECHUS MOTJIN
HaXOAWIUCH C MaTePSIMH.

Y HecKOIbKHX
HOBOPOKAEHHBIX
Ha0JIIofAITNCE TIPOOIIEMBI C
[IUTaHUEM, A TAKXKE CITydau

Muxpoaenenus Ha yyactke 10p11.21



HU3KOTO COIEpKaHMs caxapa B KPOBU (THIOTIIMKEMHUH). Y 4ETHIPEX HOBOPOXKAEHHBIX OBLIH
3a(uKCUPOBaHBI MPOOIEMBI C IbIXaHHeM. B 0ZIHOM cityyae OHUM ObLIM BBI3BAHBI y3KUMHU
BEPXHHMH JbIXaTebHBIMU MYTSIMH, B JPYrOM — HOBBIIIEHHBIM JIaBICHUEM B KPOBEHOCHBIX
cocyzax JIETKuX (JIEroYHO! runepTeH3uei). JIBoe HOBOPOXKAEHHBIX IIOXO YAEPKHUBAIH TEILIO
(rumorepmust). Y ofHOTO peOeHKa B ITyIOBHHE ObLIa 0JJHA apTepHst BMecTo IByX. Emeé y
OJTHOTO HOBOPOXKIEHHOT0 OblJIa OTMEUEHA BBICOKAsl TEMIIEpaTypa, IPUINHY KOTOPOIl HE
yIaJI0Ch YCTaHOBHUTH. I10 MeHbIIeH Mepe TpéM MIlaJieHIIaM TOTPeOoBaIach CTallMOHApHAs
TIOMOIIIB, TIOCJIE KOTOPOH OHH YCIIEIIHO BEI3JOPOBENH. Y HOBOPOXKAEHHOTO CO CIIOXKHBIM
MIOPOKOM CEPJIa OTMEYAIOCh OCTPOE YXYAILIEHHE COCTOSIHUS U MOTPEOHOCTH B
KHCIIOPOJOTEpAIHU. BHENTHOCTH OOJIBIIMHCTBA HOBOPOXKAEHHBIX HE OTIMYANACh OT APYTUX
JIeTeH, HO Bpady OTMeYalIH Y HEKOTOPBIX U3 HUX HEOOBIYHBIC YePTHI JIMIA, BKJIIOYAst IIIyOOKO
MOCayKeHHBIE TJ1a3a U aHOMAJIMHU CTPOSHMs YIIHEIX pakoBUH (Yatsenko 2004; Shahdadpuri
2008; Wentzel 2011; Okamoto 2012; Mroczkowski 2012; Bosch 2014; Sosoi 2015; Abdelhedi
2015; Unique).

B Kopmienue
[ e MHorue HOBOpOXAEHHBIE, KaK C TIOPOKAMH cepra (cM.
cTp. 12-13), Tak u 6e3, HCIBITHIBAIOT TPYIHOCTH IPH
KOPMJICHHH B paHHEM Bo3pacTe. OTMedach
CJIOXKHOCTH B KOOPJMHAIIMH COCAHUS U TIPOTJIATHIBAHUS
MUY, BAJIOE COCAaHKe U OBICTPast yTOMIIIEMOCTh IIPU
kopmieHnd. Ecin moMomp crienpanucTa 1mo
BCKapMJIMBAHIO, CIEIHAIbHBIE COCKH M 00OTaIllCHHBIE
HCKYCCTBEHHBIE CMECH HE TOMOTaIOT JOOUTHCS
30pOBOT0 HabOpa Beca, MOXKET MOTPeOOBaThCS
BpPEMEHHOE KOPMIICHHE Yepe3 Ha30racTpalbHBII 30H]
HAIpPSMYIO B )KeITyIOK. B HEeKOTOpEIX cirywasx
BpPEMEHHOE IITaHHE HOBOPOXKAEHHBIX M MIIAJICHIIEB
Yyepe3 racTpOCTOMHUYECKYIO TPYOKY, HaIlpaBJICHHYIO B
JKETTYIOK, SIBISETCS HAMIYYIINM PEIICHHEM.

HexkoTopble MiTafieHIIbI TOJAT0E BPEMS CTPAIatoT OT
BBIPKEHHOTO TacTp0o330(dareanbHOro peduirokca, mpu
KOTOPOM MPOUCXOAUT 3a6pOC COMEPIKUMOTO JKEIyKa B
BBIIIEICKAIUE OTCIbI MUIIECBAPUTEIBHOTO TPAKTA.
ITpu 5TOM BO3HHMKAET PUCK YAYIIbS B CIIydae mpu
MONAaHus B JbIXATEbHbIC TyTH MTUIIH WIIH
XKEJTyJJOYHOTO COKa; a TakkKe MpeApacroaraeT K
HHDEKIMAM AbIXaTeIbHBIX MyTeil. UToOBI cBeCTH K
MHHUMYMY TIPOSIBIICHUSI Pe(IIIOKCA HCIIOIB3YIOTCS
3aryCTHTEIIN MOJIOKA M BEPTHKAILHOE TIOJIOKEHE

Teaennst 10p11.22-p11.23 pebEnKa mociie KOpMIICHHUS. Y HEKOTOPBIX CPhITHBAHNE

MOJIOKA TIPOXO/IUT €CTECTBEHHBIM 00pa3oM co

BpeMeHeM, HO, eclii peduIioKC He ocnabeBaeT, HeOOXOANMO XUPYPTUUECKOe BMEIIATEILCTBO B
BHJIE (YHIOTUTHKALIMH.

JI1si HEKOTOPBIX MITaICHIIEB TIEPEX0/] Ha TBEPAYIO ITHIILY H )KEBaHUE JOCTATOYHO TPY/IHBI, U B
1eJIOM TIPOMCXOJIUT 3aJIepiKKa Pa3BUTHS HABBIKOB CAMOCTOSTEILHOTO UuTanus. Jletn
[OCTapIIIe MOTYT TAKXKE UCIIBITHIBATHIBATH TPYJHOCTH IPY HEPEIKEBBIBAHUH ITHILH,
MIPEANOYNTasl MATKYIO M U3MENBUEHHYIO IHUIIY, HO 110 OombITY rpymnmsl Unique Gosbmnast 4acTh
JieTell, KOTOPBIM He NOTPeOOBaIaCh TaCTPOCTOMMUS WIIM MHOE XUPYPTHYECKOE BMEILIATENIBCTBO,
MPUMEPHO K IIKOJIBHOMY BO3PACTy CIIOCOOHBI €CTh CAMOCTOSATENBHO MUY ¢ OOLIEro crosia
(Wentzel 2011; Mroczkowski 2014; Sosoi 2015; Unique).



“ On He Mor CCTh, TAK KaK HC XOTCJI COCaTh U3 6yTI>IJIKI/I. Ham MPUIITIOCH UCIIOJIB30BATh COCKY
¢ 0OJIBIIUM OTBEPCTHUEM, YTOOBI OH MOT ITHTh CMECh, HE IpuJiaras yCPUIPIﬁ. OH He MoT
COocCaTh, HO KOrJia €My MCIIOJIHUJIOCH ABA I'0Jla, OH BBIYYHUJICA IUTHh U3 COJIOMUHKH. .5 nem

“ B paHHEeM BO3pacTe OH HEPEAKO MOT TIOAABUTHCS €0| M HAYaTh 3a/IbIXaThCsl, IOTOMY
norpedoBanach BpaueOHas momoib. Emé emy ObUI0 TpyIHO TI0TATh, TO3TOMY MIIaICHIIEM
OH YacTo Jiep Kal Iuiy Bo pTy. OH Tora ObLI OYeHb IPUBEPEIIIHBEIN B eI, eMy
HpPaBHJIACh TOJIBKO TepeTepTast muma.. CeromHs y Hero ajuieprus Ha MOJIOKO, siIa, peIoy,
OBCSIHKY M HE TOJIbKO, TaK YTO 3TU [POAYKTHI JIyULlIe OrPAHUYUT. ~ - 7 Jiem

“ U3 tpoux HamMX AeTell y Heé caMblil 30POBBIH AMIETHT, XOTS OHA U CIAJKOCKKA. Eif
HPABHUTCS. MOPOXKEHOE, M «3aCTPeBaeTy Ha JII0OUMoii efe. Eciti psioM MBI, OHa MOJKET €CTh
camocTosTeNbHO. » - 13 1em

“V nero Beeraa GbUI OTMEHHBIH ANIIETHUT, B €€ OH HE NPUBEPEIIUB. Babyllka rOBOPUT, UTO
JIIOOUT FOTOBUTH €My, TIOTOMY YTO OH BCETJIA C YAOBOJILCTBUEM ChENAET TO, YTO €MY AAIYT,
W HE Karnpu3Hu4aer. ” - 17 nem

BonbmMHCTBO fieTeit He cTpagaet OT 3amopa, HO Y HEKOTOPBIX IIPHCYTCTBYIOT IIPOOJIEMBI CO
CTYJIOM BO3HHUKAIOT YK€ B paHHEM Bo3pacte. B 0HOM citydyae Hanmndue mpoToka (CBHUIIa)
ME/Ty BIIAraHIIeM U aHyCOM, a TAKXKe UX HEOOBIYHO OJIM3KOE PACIION0KEHUE OCIOKHHUIH
npobaeMy. Ecnu nutanue peOEHKA HENb3s1 000TaTHTh KUAKOCTSIMH WM KJICTYATKOM, THO0
BBECTH B paclopsaoK Gusnueckue ynpakHeH!s1, TO IIOYTH BCera NpobiaeMy ynaércs peluTh
C MOMOMIBIO MPOTHUCAHHBIX BPAYOM JICKAPCTBEHHBIX CPE/ICTB, TAKMX KaK Pa3MsATYUTEIH CTYJIa.
(Wentzel 2011; Unique).

“ 3amop mpomén, Koria Mbl H3MEHMIIM PAIIMOH TIUTaHus. > - 7 nem

“ Zamop yske 1aBHO MyuaeT Hac. OT 9TOro y Heé yXy/IIaeTcs HACTPOEHHE, HO €CTh OHH
TICUXOJIOTUYECKHil TPUEM: KOT/1a MBI 1a/IM €l MOPOIKEHOE, OHA HAYaJIa XOJUTh B TyaseT
vamie. ” - 13 nzem

“B netcTBe OH 0COOEHHO MyumIcs oT 3anopa. Celiuac OH BCE €IIe XO/UT B TyaJleT TONBKO
pa3 B 2-3 nHsa. Ham BeInucanu 1akTyso3y, U Jeyalui Bpad ocoBeToBas Ui
JIOTIOJHUTENBHOTO 3 (EeKTa MUTH CIIMBOBBIH COK. ” - 17 em

du3nyecKoe pa3BuTue

®duznueckoe pa3BUTHE AETEH MIIaJICHIECKOTO BO3pacTa U CTapiIe OOBIYHO ONpeersieTcs
U3MEPEeHHEM POCTa, BECa M OKPYKHOCTHU TOJIOBBI. 3aT€M 3TU U3MEPEHHS CPABHUBAIOTCS C
pe3ynbTaTaMu APYTUX JEeTel TOro jke Bo3pacTa U moJja. B IeHTUIbHbIX Tabmunax
HCTIONB3YIOTCS CTIEIMABHbIE TI0Ka3aTeNH! (IIEHTHIN), TIPEeCTaBIIoONNe co00H cpeHne
3HAUCHUS ITUX U3MEepeHUH. [10 IIEHTUIIAM PacCUUTHIBAIOT MPOLEHT JeTeH, Yel poCT, BeC MIIN
OKPY>KHOCTb I'OJIOBBI HU2K€ HOPMBI JUIA JaHHOT'O BO3pacTa. HaanMep, JABaalaThb MIATHIN
LEHTHIb YKa3bIBaeT Ha TO, YTO U3MepeHus 25% Bcex aeTelt 0HOTO Bo3pacTa U mona OymyT
MEHBIIE, a y ocTaBIIuxcs 75% — Ooblre.

CornacHo 3TUM IapamMeTpam, y JeTeil ObUI OTMEUeH IHUPOKUH JUana3oH 3HaYeHUH
(U3UYIECKOT0 Pa3BUTHUS: Y HEKOTOPBIX HAOMIOAABIINXCS ACTeH ObUT Ype3MEPHO HU3KHUIT pOCT
JUTSL IX BO3PACTa, y APYTHUX POCT COOTBETCTBOBAI HOPME, a y ABOMX 3HAa4UEHHE POCTa
MIPUONIKANIOCHh K BEpXHEH IpaHuIle HOPMBL. Y MHOTHX JeTeil ObUTH B3STHI aHAIN3BI HA
JeULHUT FOPMOHA POCTA, JIMLIb Y ABYX JeTeH ObUIO JUarHOCTUPOBAHO 3TO OTKJIOHEHHUE: Y
Manpuuka c genenueit 10p12.1-11.23 u y neBouku ¢ aenenueid 10p11.23p11.22. V yerBepbix
JIeTeH ToJ10Ba OblIa HEMPOIIOPIHUOHANEHO OONBIION IT0 OTHOIIECHHIO K TEITy, Y IBYX —
HETPOIOPIHOHAIBHO ManeHbKol. Emg y ognoro pe6énka Oblia AnarHoCTUpOBaHa



MHUKporiehanus (Majble pa3Mephl MO3ra U 4epera).

HopManbHblil pe:KUM NUTaHKS B OOJIBIIMHCTBE CITy4acB IPUBOANI K YCKOPCHHIO HITH
cTabun3aniy GU3NIECKOro pa3BUTHs MIIAJICHIICB, 38 HEKOTOPHIM HCKII0YeHHEeM. OnnH U3
JIeTell UMelT HOPMAaJIbHBIN BeC MPU POKICHHUH, HO 3aTeM HabHpa KpailHe MEeIJICHHO. Y
Jpyroro peO&HKa TeMItbl GH3HYECKOr0 Pa3BUTHS YCKOPUIIMCH TIOCIIE XUPYPIHYSCKOM
koppekimu nopoka cepaua. (Yatsenko 2004; Wenzel 2011; Okamoto 2012; Mroczkowski
2014; Bosch 2015; Unique).

“TIpu poskaeHUH BeC ObUT HOPMAJIBHBIH, HO B IBA-TPU MECALA MOKA3ATENb M0 LEHTUIBHOM
TabJIMIIE YIIAT U OCTAJICS Ha 9TOM ypoBHe. EE poct — 112 ¢, Bec — 20 kr.” - 11 nem

“ OHa He HAMHOTO MEHbIIIE APYTHUX JAeTel eé BozpacTa — npuMepHo 150 cm. Y Heé oueHb
TOHKHE HOT'H, HO CHJIbHBIC MBIIIIIBI ITpecca, Kak y peroucra. V3-3a HeGosIbIIOro
UCKPUBJICHHS TI03BOHOYHKKA OHA KaXKEeTCs MEHbILE POCTOM. * - 13 nem

B Pa3BuTHe HABBIKOB KPYIHOH MOTOPUKH: YMEHHUE CUAETh,

ABUIaTbCHA, XOAUTb

OpHUM 13 TIEePBBIX MPU3HAKOB XPOMOCOMHOTO OTKJIOHEHUS SIBISICTCS 3aAE€PXKKA B PA3BUTHI
MOTOPHBIX HaBBIKOB: YMEHHI [I€PEBOPAUNBATHCS, CHACTh W ABHUraThes. Ho Bcé oueHs
HHIMBUYaIbHO, IO KpaifHel Mepe, y UeTBephIX JAeTel He ObUI0 OTMEUCHO 3a/IepIKKU
passutus (Yatsenko 2004; Bosch 2015; Unique).

Jetun, ¢ KOTOpBIMI MBI pabOTaH, HAYYHIINCH IIEpeKaThIBaThCA B Bo3pacte oT 4 10 12
MecsitieB. OHM Hay49MIINCh CHAETH 0e3 MOIepKKH B Bo3pacTe OT 6 MecsIeB 10 3 JIeT, B
cpenHeM — B 14 mecsnes. B Bozpacte o1 8 10 27 MecsleB OHU HayYWIIHCh T10/13aTh, B CPEAHEM
— B 16 MecsneB. CaMOCTOSTENFHO XOAUTh HAYaIM B BO3pacTe oT 14 mecsues 10 7.5 JeT, B
cpenHeM — B 2 roja 4 mecsma.

[NocTeneHHo eTH HayYMINCh OAHMUMATHCS MO JIECTHUIIE U OeraTbh, XOTs B HEKOTOPBIX
CITy4asiX COXPaHAETCs] HEYKITIOXKECTh U CKOBAHHOCTh BHKEHHH, XapaKTepHa ITOXO0/IKa C
IIMPOKO PACCTaBICHHBIMU HOTAMH U HEIOCTATOYHO Pa3BUTOE TyBCTBO PAaBHOBECHSI.

Ectb rpynmna nereii ¢ 6oiee cepbE3HOI 3a/1ep)KKOH B pa3BUTUH KPYNHOI MOTOpUKH. OHH
HaYYHUIIHCh CUJIETh Oe3 MOJJIEP)KKH B 2-3 Tofa ¥ HavYalu XOAUTh T10cie Tpex JieT. Y
OOJBIIMHCTBA U3 HAX AHAarHOCTUPOBaHA KpymHas aernenus, bonee 10Mb, oqrako, y
HEKOTOPBIX JIeTell ¢ ernernueil MeHsIero pa3mepa Habmoaanack 0ojee BEIpaXKeHHAs
3a7epXKKa B pa3BUTHH MOTOPHBIX HAaBBIKOB, a Y IPYTHX JeTeil HapoTHB He OBUIO OTMEUSHO
TPYIHOCTEH B Pa3BUTHH MOTOPUKH, HJIM OHH OBLIM HE3HAYNTENbHBI, HECMOTPSI Ha KPYITHYIO
nenermto. (Wentzel 2011; Okamoto 2012; Unique).

OtenpHbIe TeHbl 0COOCHHO CHUIIBHO BIMSIIOT Ha 3aJCPKKY B Pa3BUTHH, TJIaBHBIM 00pa3oM IeH
WAC (cm. I'enbl, ctp. 22-23 u otaenbHas Opoiropa Unique 1o HapyIICHHUSM,
acconuupoBanbM ¢ reHoM WAC). YTBepxkaenue o cBsa3u Myranuii rera WAC ¢ yMCTBEHHOM
OTCTAIIOCTHIO OCHOBAHO HA MCCIEOBAHUH IIECTH ITAI[UEHTOB C 33€PXKKOH Pa3BUTHS, Y
KOTOPBIX OBUIN THarHOCTHPOBAHbI MyTallUK 3TOro reHa. OHAKO y APYTrux AeTei ¢
He3aTpoHYThIM reHoM WAC Takke HaOJII0AaINCh 3HAYUTEIbHBIE TPYJHOCTH B Pa3BUTHU.
Haneemcst, 94To n3ydeHne HOBBIX CITydaeB B Oy/IyIieM IIOMOXKET JOOUTHCS Oolee sICHOH
kaptunbl. (Wentzel 2011; Mroczkowski 2014; DeSanto 2015; Sosoi 2015; Abdelhedi 2016).

“VY Hero y1BoeHHEe KOJEHHON YallleuKy ¢ TPaBOM CTOPOHBI; 3TO KOJIEHO NPMHOCHT EMY
ICKOM(OPT, ¥ MHOTAA M3-3a HEMPABHIBHOTO ABMKCHUS OHO MOXKET OITyXaTh, U
CTAHOBUTCS OOJILHO X0IUTh. K c4acThio, 3T0 00JIbIIE HE MPOUCXOAUT TaK 4yacTo. MIMEeHHO
13-3a OTOTO KOJIEHA OH HE MOKET CTOSATH IIPSAMO, M MHOT/IA €My OBIBAET TPYHO XOAUTh. > -
17 nem

10



B  MblmeYyHblid TOHYC — NOHW/KeHHbIN W/WJIH NOBbIIICHHbII

V nereit ¢ XpOMOCOMHOM NMAaTOJOTUEN OUE€HBb YaCTO OTMEYAETCsl HapyLIEHHE MBILIEYHOTO
TOHYCa — 00BIYHO HU3KHIA (TMIOTOHUSI), HO HHOT/IA U MOBBIIICHHBIH (THIepTOHyC). Y AeTeii ¢
npokcuManbHo# nenenueil 10p BcTpevyaeTcst ¥ MOBBIMICHHBIH, U TOHM)KEHHBIA MBILISUHBINH
TOHYC, HHOT/Ia OJJHOBPEMECHHO. MBIIIICYHAsI THTIOTOHUSI PACTIPOCTPAHCHHOE SIBIICHUE CPEITU
neTeli-yqacTHUKOB rpymmsl Unique, MOKET COXPaHsThCS T0Ar0e BpeMst U 00YCIOBINBATh
TPYAHOCTH B CTAHOBJICHUH MOTOPHBIX HaBBIKOB. OJJHAKO B JIUTEpaType, MOHKEHHBIH
MBINICYHBIA TOHYC BCTPEYAETCs TOPa3I0 pexe, JIHUIIb Y OHOTO pedeHka u3 13 oH
coXpaHuyIcs Hocie 6 JIET B MBIIIIaxX KOpIlyca Tela, B TO BpeMs KaK B HOT'ax U MPEAIUICUbIX
MbleyHblid ToHyc 6bu1 moBbiieH (Wentzel 2011; Unique).

JleTr ¢ HU3KUM MBIIIEYHBIM TOHYCOM (THIIOTOHHUEH ) BSUTBIC, B TO BpEMsI Kak IPH
THIIEPTOHYCE MBI HEOOBIYaHO HAMIPSKCHBI U II0XO0 PACTATUBAKOTCS, U3-32 YETO
YYACTKH MBIIIIL] CTAHOBSITCS XKECTKUMH. Y HECKOJIBKHX JieTel ObLIO OTMEYCHO H3MEHEHHE
MBIILIEYHOTO TOHYCA WM BBICOKMI U HU3KUI MBIIIEYHBIN TOHYC B Pa3HbIX YacTsAX Tena. B
000HX CITydasix 3TO BbI3BAHO HAPYIICHUEM Pa3BUTHS MOTOPHBIX IMyTeil ICHTPAIbHOM
HEPBHOW CHCTEMBI, 1 UM ITOMOTAeT (u3nUecKas Tepanus. FI3MeHEeHHsI MBIIIICYHOTO TOHYCa
BIIMAIOT Ha OABWKHOCTH JIeTEH, UM CTAHOBHUTCS TPYAHEE XOAUTH U I0JI3aTh, OHU ObICTpee
yctaroT. HeKoTOphIM eTsM BO BpeMst XOAb0bI HY)KHBI OMIOPBI [T HOT WITH CTEITBKH
(Shahdadpuri 2008; Wentzel 2011; Mroczkowski 2014; Unique).

“ B MIIa/ieHY€eCTBE €My TIOCTABHIIA HU3KUI MBIIIEYHBIN TOHYC, OH TIPOXOIUI TEPATTHIO 2
pasa B Hegeno. CaauThest, XOIUTH | M0J3aTh OH HAYYMIICS JOCTATOUHO TO3HO: TI0JI3aTh,
Korja emy 6bu1 1 roj, a xomuth — B 2 roga. OH 10 cuX [Op GBICTPO YCTAET IPH
JUTHTEBHOMN TIPOTYJIKE MIH, KOT/IA4 XOJUT IO JIECTHHIIE. - 5 niem

“ Korza B Tpu C IIOJIOBUHOM r0J1a OHA HAYAJa XOIHUTh, TO, T10 PUYKHE TTOBBILIEHHOTO

MBILIEYHOTO TOHYCA, TIOXO JeprKajla PABHOBECHUE, a IBHKEHUS ObUIH CKOBaHHBIMU. B 3

TroJia eii MPOBENH OMEPAIHNIO TI0 YTHHEHUIO aXHILIOBOTO CYXOMKHIIIHS, a TAKKE OTIEPAITHIO

Ha JIOJIBDKKAX, YTOOBI yITydIIHTh UX MOJBIKHOCTE U YCTOHUMBOCTE. B 11 oHa mepenecna

ellle OJHY OTEPALIMIO M KaXK/Iblil IEHb JeIaeT YIPAKHEHHUS, PEKOMEHYEMBIE TIPH

TyronoasrwkHoctH. OHa Beeraa HoCHIIa CENUaIbHYI0 00YBb M CTEJIBKU; HEOOXOAMMOCTH

B XOJ[yHKaxX MJIM JPYTUX BCIIOMOTATENBHBIX CPEJICTBAX TIEPEIBHKEHHS HE OBLIO.

JUtMTENbHBIE IPOTYJIKH OBUIH JUIS HEE YTOMUTENBHBL, T03TOMY J10 9-10 jieT MbI

HCIIONB30BAIIN CHAYAIA JIETCKYIO KOJSCKY, a 3aTeM MHBANUAHYIO. V3-3a runepTonyca oHa

BCET/Ia OYEHb HATIPSKEHA W CKOBAHHA, TIOTOMY TIaJIA€T JKECTKO, BCIEICTBUE YETO JIETKO

TpaBmupyercs. ” - 13 tem

B  Ooyuenue

HekoTopsIM ieTsiM TpeOyeTcst IIOMOIb ¢ 00yUeHHEM,
HEKOTOPBIM — HET. JIoCTaTOYHO CI0KHO MTPOTHO3HPOBATH,
KaKUM JIETSIM U B KaKOM 00beMe MOXKeT TOHaTOOUThCS
nomoIns B o0ydenun. B rpymnme Unique y mereif, KoTopere He
HYKJIJIMCh B y4€OHOM MOJ/IepKKE, ANArHOCTHPOBAHbI
JIeNenn, KoTopble He BKrouaroT reH WAC. B nociiennee
BpeMst WAC HaxoxuTcs B IIEHTPe BHUMAHHS
UCCIIeZIOBATENeH, U ero U3MEHEeHHs (MyTalli1), CYUTAFOTCS
HNPUYUHON TPYAHOCTEH B 00y4EHHH, KOTOPBIE B 11EJIOM
HE3HAYUTENIBHBI, OHAKO MOTYT OBITh BEIP2XKEHEI U OoJiee
spko (DeSanto 2015) (cm. Genes, ctp. 22-23). Tem He
MEHee, HEKOTOPbIE JETH C IBYMs HEMOBPEKAECHHBIMH
kormusMH reHa WAC Toe UCTIBITBIBAIOT TPYAHOCTH C
o0ydeHneM, oIToOMy He0OXOMMBI JOIIOJTHUTEIbHBIE
UCCIIeI0OBaHMSI.

M



B rpynne Unique arana3oH KOTHUTHBHBIX CIIOCOOHOCTEH BapbUPYETCst OT HOPMAJIBHOTO J10
YMEPEHHOM WITH, PEXKE, TKEIOH CTEICHH YMCTBEHHOM OTCTaJIOCTH, IPH 3TOM Y OOJIBIINHCTBA
nereil mpo0ieMbl He3HauuTebHBL. Ha yuely Taroke BIHSIOT IpYriue TPYJHOCTH: OJHA
JIEBOYKA, C YMCTBEHHOM OTCTAJIOCTBIO JIETKOM - HOTPAaHUYHOM CTENEHH, YUNIIaCh B
CIeNUAIBEHOM KJIACCe U3-3a IUIOXOT0 3pEHHs. Y IPYroro MECTHICTHEro pebeHKa ObUIH
pOOJIEMBI CO 3PUTEIBHBIM BOCIPHATAEM — OH PHCOBAN 3¢PKAaIbHBIC U IIEPEBEPHYTHIC
n3o6paxenus. [IpobieMsl ¢ KOHIEHTpaLKEi, HU3KHIl MBILICYHbIH TOHYC U ¢1ab0 pa3BUTast
MeJKasi MOTOpHKa cKa3biBaroTcst Ha o0yuernu (Mroczkowski 2014; Bosch 2015; DeSanto
2015; Abdelhedi 2016; Unique).

“B 4 rosa, KOraa ero TeCTUPOBAJIHN IS
TPYIIBI AOMIKOIBHOM TOATOTOBKH,
9ero-1moo, 9TO MOTJIO OBI ITOBIHATE
Ha ero 00y4aeMOoCTh, OTMEUCHO HE
OBLITO, U OH OBUI OIIPECIICH Ha
0OBIYHYIO 00pa30BaTEIbHYIO
nporpammy. OHH CKa3aJu, 4TO OH
TOTOB K JIOLIKOJIbHOMY 00pa30BaHHIO
M XOPOLIO CIIPABUTCS; TAK U
npowusono. ” - 5 zem

“ KpaiiHe BBIIAIOIIMICS ManbunK. B

JIETCKOM CaJly y HEro Bce TOJTyJaeTcs,

OH yMEET YUTaTh, JTOHUT HayKy. Ho y

Hero npo0JIeMbl ¢ OpraHu3alyei

COOCTBEHHOTO BpeMeHn. - 6 iem

“ OHa MOKET MPOYECTh CBOE MMs, 3HAET

OYKBBI M IU(PBI, HO €Il HE MOXKET

9uTaTh WK nucath. OHA IOHUMaET

ABa A3BIKA N CAMOCTOATEILHO Muxkponaenenusi Ha yyacTke 10p11.21

BBIyYHJIa HA3BAHHS [BETOB HA

aHrmiickoM ¢ momopsio YouTube. ¥V

Hee XOpOoIast aMsATh, i, TOMHMO BCETO MPOYEro, el HPaBsITCs MOOHITbHBIE TeTedOHB,

IUTAHIIETHI H KOMITBIOTepsl. MHOTOMY OHa HayqHIach cama. Y Hee 0YeHb XOPOIIo

MOJTy4aeTcsi cCOOMpaTh MO3alKH, IIPH 3TOM e 1aXe He HY)KHO CMOTPETh Ha KapTHHKY Ha

kopoOke. ” - 11 nem

“3nece, B [lIBenuu, 115 HalIE JOYEPU — OHA JOCTATOUHO MOABMKHAS, HO ¢ MPOOIEMaMH B

00y4eHHH OT CpeHeil 10 TSUKeNoil cTeneHn — HanboJiee MoAXOAAIINM BapHaHTOM cTalia
CTIIIIKOIA TS [IETel ¢ ayTH3MOM. JleTH He CIIeMyIoT yuaeOHO IporpamMMe, 1 Ha KaxKIoro
pebeHKa MPUXOANTCS 10 COTpyAHUKY. OHa yCIenHo TprodpeTaeT KU3HEHHBIE HABBIKH,
TaKHUE€ KaK YMEHUE CAMOCTOATEIIbHO OZIE€BATHCS U HAZAEBATh Tyd).]'lﬂ, ", XOTA OHA HEC MOXET
YUTATh WU MTUCATh, €if MPEeKpacHo yaaeTcst HaxoaAuTh Ha iPad Hanbonee cTpaHHbIe BUJIEO.
V Hee xoporiast TaMsTh i 3aMeYaTeNbHO Pa3BUTO YYBCTBO PUTMa, TIOTOMY IIEHHE
HCTIOJB3YETCs IPH 00YIEHNUH, a TAKXKE B TEX CITyUasX, €CIH ee HY)KHO oTBIeds. OHa OIUH
N3 CaMbIX 06LHPITeJ'[I>HbIX ﬂeTeﬁ, OYC€Hb YyTKas U OLIYIIACT CUTyallul HAa SMOLIMOHAJIBHOM
yposue. ” - 13 1em

“ Terepb OH J0BOJBHO XOPOILO YMEET YUTATh, HO TOJIbKO HAYUHAET OPEIEISTh BpEMs U HE

YMEET M0JIb30BAThCSI ICHBIaMU. Y MEPEHHbIE TPYAHOCTH B 00yUCHHUH U AUcIpakeus. » - 17

nem

12



B Peun

Hexoropsie netu ¢ mpokcuMansHO# nenenueii 10p mpou3HOCST CBOH MEpBbIE CIIOBa B
0’KH/Ia€MOM BO3PACTEe U yyaTcsi TOBOPUTH, Kak JIt000# npyroit pedeHok. OqHako Gompias
4acTh JieTeil HauMHaeT FOBOPUTH IO3/IHO, 1, IO KpaiHel Mepe y 0JJHOro peGeHKa, 3a/iepiKKa
peun ObLTa IIePBBIM IIPU3HAKOM XPOMOCOMHOM Aenenny. Y HEeKOTOPHIX AeTel Takke ecTh
MIOCTOSIHHBIE TIPOOJIEMBI C YUETKOCTBIO PEUN.

MarneHnbkue 1eTH Hayaiau MIPOU3HOCHTH CJIOBA B BO3pacTe OT 12 MecaueB 110 4 JeT, B CpeAHEM
—B 2,5 rona. bormsmmHCTBO cemelt cooOImany, 9To UX JeTH cCHavYala HauuHAIU TOHIMaTh
peusb, a 3aTeM rOBOPUTH, KaK OOBIYHO 3TO U MMPOUCXOINT, U peOEHOK B Bo3pacTe 27 MecsIeB
€O CJIOBapHBIM 3anacoM B 15-20 cI0B MOT IOKa3aTh YacTH TeJa U BBIIOJIHATH 3aJaHUS 1
HMHCTPYKIHH, COCTOSIIIME U3 HECKOJIBKHX dacTeil. PebeHok 3,5 net u3 ceMbH OMIMHTBOB
Xopouro moHuMai oba s3bIKa X MOT CKa3aTh J[Ba CJIOBa Ha OJJHOM M3 HUX. [[pyras neBouka u3
OMJIMHIBaJIbHOM ceMbH, B Bo3pacTte 11 jer, Takke HoHMMana 00a sS3bIKa, HO HE MOIJIa
CBOOOHO ¥ BHATHO TOBOPUTH HU Ha OJHOM 3 HEX. OHa roBOpmIa KOPOTKHMH
TIPE/UTOKEHUSIMU U HE MOTJIa TIOAIepKHUBaTh Oecely HH Ha OJTHOM U3 SI3BIKOB. B TpeTheM
cilydyae B OWJIMHIBAJIBHON CeMbe JEBOYKH, 13 JIeT, pOANTENHN PELIIN TOBOPUTH Ha IIBECKOM;
ceiiyac 1eBOYKa TOBOPUT O-UIBEACKH, OJJHAKO MOHUMAET AaHTJIMHCKUN 1 MOXKET CKa3aTh Ha
HEM I1apy CJIOB.

HexoTtopast cTeneHb 3a/iepKK1 pa3BUTHS PeUH COXpaHsIach y OonbpmMHCTBa neted. OHa
MPOSABIISIACH YEPE3 OTPaHUYEHHBIN CIIOBapHBIN 3a1ac U HEYETKYIO peub. [IpuunHbI HeueTKoH
peUH HEU3BECTHBI, HO O HEl COOOMa0T MHOTHE CEMBH M HEKOTOPBIE HCCIIEOBATEIN.
Hampumep: npo6ieMsl ¢ IpoH3HOIIEHHEM OOJIBIIMHCTBA CIIOB M HEOOBIUHBIH TOJIOC B 5 JIET;
Hepa30opumBas pedb B 5 JI€T; HOCTOSHHbIE IPOOJIEMBI C apTHKYJSIINEH B 6 J1eT; HeOOBITHBIH
roJI0C; HECTIOCOOHOCTH MTPOM3HECTH HEBOKAM30BaHHEIE corylacHbie Kk, t, s, £ B 13 Jer;
po0GJIeMBI C IPOU3HOILICHUEM B 17 JeT.

Jletu ucrosnp3oBany HeBepOalbHbIE CIOCOOBI KOMMYHHKAIMH - TUCHMO, J)KECThI, MUMHKA,
PYKH, TanbIbl, KApTHHKH, iPad — 9TOOBI MepeaaTh To, 9TO OHU XOTEH CKa3aThb, IIOKa
YUYHIIICH TOBOPUTE. [10B3poCiieB, HEKOTOPHIE OBUTH PACCTPOEHEI, YTO HE MOTYT OOIIAThCS TaK,
4TOOBI OKpYIKAIOIIe HX NOHUMaJH. Jloronenus urpajia BaKHYIO POJib, 1 HEKOTOPBIM ACTSIM
TpeOoBaNINCh MHTEHCHBHBIE KYPCHI JUTS TIOIEPKKH pa3BuTHs s3bika (Yatsenko 2004; Wentzel
2011; Okamoto 2012; Mroczkowski 2014; Unique).

“ Ero coGCTBEHHAs U PENENTUBHAS Peub TaKkxke Oblii 60bIIoN mpobiaemoit. Ero peus
yIydmmiack Orarogapst eXkeHe1ebHOW HHTEHCHBHO Tepariiy, HO BCE €Ie OTCTAET OT
HOpMBL. - 5 1em

“ Ona noHMMaeT JBa A3bIKA, HO HE MOYXKET MOJUICPIKUBATH MOIHOIECHHYIO Oece/ty, U HHOr/Ia
TPYAHO MOHATH, YTO OHA FOBOPUT. OHA MOKET FOBOPHUTH TOJIBKO KOPOTKUMHU
npeutoskeHusIMU. OHa CaMOCTOSITENIFHO BEIyUYHJIa aHTTIMHCKHAE Ha3BaHUS IIBETOB C
nomonisio YouTube, HO TOBOPUTH MO-aHTIIMICKK HE MOXKET. » - 1] 1em

“ Omna Bce BpeMsl pa3yuuBaeT HOBBIE CIIOBA M MOKET CJIOKUTH 3, @ MHOTJIA Jake 4 CJI0Ba BO
(pase « xouy noects MopokeHoey». Eil He Beeraa yaloTest HeKOTOphle 3ByKH peun. JIis
TOr0, YTOOBI MBI €€ MOHSJIHU, OHa ucnonb3yer iPad. ” - 13 rem

“V Hee Bce elle eCTh TPYAHOCTH C IIPOM3HOIIEHAEM, MHOT/IA OHA 3auKaercs. » - 17 nem

B  Cepane

IIpoGiieMsl ¢ cepaieM BCTPEYalOTCs 4acTO, HO OHM BapbUPYIOTCS OT HEOIIACHBIX U
HE3HAYUTENBHBIX CITy4aeB [10 CJIOKHBIX CTPYKTYPHBIX 1e(EKTOB, TPEOYIOIIIX
XUPYPruieCKOro BMeNaTeiIbCTBA.
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Uro xacaeTcst 370pOBbSI, TO HanOoJIee YacToi Mpo6IeMoi y ITOJIOBHHBI JIETeH C aerermeit
10p11 w/unu 10p12 Gbute mpoGiiemMsl ¢ cepaueM. B BockMmu u3 13 ciiydaeB, onmyOIMKOBaHHBIX
B MEAUIMHCKOM JIUTEpaType, COOOMAETCS 0 Pa3IUIHBIX
cepeuHbIx aHoManusax. B Unique mpoGuieMsr ¢ cepieMm
obuH 3adukcupoBansl y 7 n3 23 nereif (Yatsenko 2004;
Shahdadpuri 2008; Wentzel 2011; Okamoto 2012;
Mroczkowski 2014; Bosch 2015; Sosoi 2015; Unique).
VY nByx nerei ObUIH IIyMBI B cepitie, KOTOpbIe
TpeboBau ITHIIb HAOIIOCHUS; Y TPEThero pebeHkKa
LIyM B cep/le ObUT BEI3BaH HEOOIBIINM 3a0pOCOM
KPOBH 4epe3 CTBOPKH ¢ cepaedHoro kianasa (Y atsenko
2004; Unique). Y Tpex aereit ObUTH OTBEPCTUS
(medexTnr MexoKenynouKOBOH eperopoaku/JIMIKIT)
MEXIy HIKHUMH KaMepaMHu cepAna (KeTyAodKaMu),
KOTOpBIE HaYaJIN 3aKPHIBATHCSI €CTECTBEHHBIM IIyTEM, U
orepanus He moTpedoBanach. Y 0IHOTO U3 3THX JeTeH
Takxe OBUT OTKPBITHIN apTepraibHbiid mpoTok (OAIT) -
BPO’KAEHHBIN ITOPOK, IPH KOTOPOM KaHaJl,
COCIMHSIOIINH 1Ba KPYITHBIX COCY/1a, BBIXOSIINX U3
cepAla, He 3apacTaeT eCTECTBEHHBIM 00pa3oM mocie
poxaenus. OAIl MOKHO 3aKpBITh XUPYPTUIECKUM
ITyTEeM, €CJIH 3TO HE0OXOANMO, HO HEKOTOPBIM JIETSIM
omepauus He nmotpedoBanack. Jpyroii pedenok poamics ¢ OAIL KOTOpsIi COXpaHSIICS Y HETO
B BO3pacTe 6 JIeT, OJHaKO HEOOXOJMMOCTH B XHPYPTHYECKOM BMEIIATENIbCTBE HE OBIIO
(Wentzel 2011; Unique).

OcranbHbIC IETH HY)KAAIKCH B OTIEPAILU WK HMEIH 00Jiee TSHKEIbIe CeplIeYHbIe
3a00JI€BaHMs, B TOM YHCIIe: MHOXKECTBEHHBIC OTBEPCTHS MEXK/LY JIEBOM U MPaBOil KaMepaMu
cep/na; paccTpoiictBo, cxoxee ¢ Terpanoit Damino ¢ MHOKECTBEHHBIMHU Ie(EKTaMH, CYKCHUE
aopThI (KPOBEHOCHOTO COCY/Ia, BEAYILIETO OT Cep/ilia K OCTaJbHBIM YacTsIM Tela) U
pa3pacTaHue cep/IeYHOI MBIIIIBI B KaMepax, a TAKKe pa3pacTaHue CepedHOM MBIl B
000uX JKeIyI0YKax U JBYCTBOPYATHII (BMECTO TPEXCTBOPYATOr0) KilanaH, COSANHSIOMINHA
cep/lle ¥ a0pTy; 3aKyNopKa KianaHa KpOBEHOCHOTO COCY/Ia, TOCTABIISIONIEr0 00eTHEHHYIO
KHCIOpo1oM KpoBb B sierkue (Shahdadpuri 2008; Wentzel 2011; Unique).

CornacHo omeity Unique, gaxe IeTH, KOTOPBIM TpeOyeTcs CIIOMKHAsS OTIepallis Ha Ceple,
0OBIYHO YCIIENTHO Pa3BUBAIOTCSA B JajbHelIneM. TeM He MeHee, HIMEeTCsl OJIMH
3a(MIKCUPOBAHHBII CITy4ai, KOT1a MIIaJICHEl] CO CII0KHBIM IIOPOKOM CepAlia yMep H3-3a
JIETOYHOH I'MIIEPTEH3MH (IaBICHHE B KPOBEHOCHBIX COCY/aX Ha JIETKHe ObLIO CIHIIKOM
BEJIMKO).

HccnemoBareny moararot, 4ro 1Ba reHa B xpomocome 10p11 cnocoOeTByOT 3THM
ceprearsM 3a6oneBanusiM: TeH LYZL1 u rer SVIL (cm. Ienby, ctp. 22-23).

“V Hee NO-TIpesKHEMY €CTh HEOOJIBIION Ae(EKT MEXKIKETyI09KOBON TTeperopoaKu 1
yMepeHHas HeJ0CTaTOYHOCTh A0PTaIbHO KIIAIaHa, HO OHA YK€ HE HY)KIAETCS B JIEKAPCTBAX.
¥ _ 11 nem

“B 3 roaa el 3a/1e11a11 YeTHIPE OTBEPCTHS B CEPJIIIE, U CENUAC OHA MPOCTO HABIFOIAETCS

Kaxzple 2 roga. ExnHcTBeHHOE, YTO GECIIOKOUT - TO CY’KEHHE a0PTHI U IIEPEKUBAHNE O
TOM, 4TO aopTa He Oy/eT pacTu 1o Mepe pocra pebenka. ” - 13 rem
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B  3penwune

YacTo BCTpedaroTes MpoOIIeMbl CO 3peHHEM; B MEJMIIMHCKOM TuTepaType coodimaercs o 8 u3
13 cirygasix y eTeil Wi B3poCibIX 1, 0 MEHbIIei Mepe, y 6 u3 15 nereii 8 Unique.
[IpoGieMsl Upe3BbIYaitHO Pa3HOOOPA3HBI M BKITIOYAIOT:

aCTUTMAaTH3M (QaHOMaJIbHAsI KPUBHU3HA POTOBHIIEI
B IIepeIHEl YacTu Ii1aza);

aMOsmonus («ICHUBBIH 13, Koraa MO3r
3aJefiCTBYeT IJ1a3a B Pa3HOI CTENeHHN);

cTpabusM (Kocoriasue);

TOMYTHEHHE POTOBUIIBI B IIEpEIHEN JacTH
riasa;

TUIIEPMETPOTHS (JaTbHO30PKOCTB);

OIU30PYKOCTH;
pa3IMYHAs OCTPOTA 3PEHHS B KaXKIAOM TJIazy;
. LA

neeKT pa3BUTHS, 3aTPardBaIOIIHN "m0 48
CBETOYYBCTBUTEIBbHYIO 00JIaCTh B 3aIHEH 4acTH
rJ1a3a (CeT4aTKH); Jenenus: Ha yyacTkax 10p11.22-
OIIYIIIEHHOE BEKO (IITO3); p11.23 . .

g Koppexuus Bpoxaénnoi
HucTarm (BysKaalonii r1as); a Takke HACJIEICTBEHHOM YH/10TeJnaIbLHO
BPOJKAEHHASI SHAOTENNATbHAST AUCTPOPHST AUCTPOoG U NOCPEICTBOM MepecaKu
porosuisl (CHED, cM. n300paskeHne BEILIE). POrOBHIIbI

VY omHOTO 6-JIETHET0 MalTbuKKa OBLIH MPOOIEMBI CO

3PHUTEIBHBIM BOCHPHUATHEM — OH H300pakas KapTUHKH BBEPX HOTaMH M B 3epKaTbHOM
oTtoOpaxxeHnu. Kpome Toro, riasa y HEKOTOPBIX JE€TeH TI0 CBOEH CTPYKTYpe HOPMAIBHBI, HO
3peHHE TPH 3TOM OCJIabJIeHHOE, IOTOMY YTO 3pUTENIbHAS YaCTh MO3Ta WU HEPBEI,
COE/IMHSIOIINE MO3T C TJIa3aMH, He3pelibl, HeJOPa3BUTHI I He QYHKIHOHUPYIOT JOJKHBIM
obpazom.

BonbIMHCTBO POGIIEM CO 3pEeHHEM JIeYaTcst WM UCIIPABIISIIOTCS C TOMOIIBIO OYKOB,
XHPYPTUUECKOr0 BMEIIATeNIbCTBA, @ MHOT/IA C IIOMOLIBIO YIIpaXKHeHuH. B Tex ciydasx, koraa
mpoGJieMa BO3HHMKAET B MO3T€, a HE B IJ1a3ax, OIS JOCTIKEHUS MAKCHMAIIBHOTO 3PUTEIHEHOTO
noTeHnuana pebeHka BaxkHa panssis crumymsinust (Shahdadpuri 2008; Wentzel 2011;
Mroczkowski 2014; Bosch 2015; Unique).

“V Hee pelIMBHbIE TIa3HbIe HH(EKINH, TOXOKUE HA KOHBIOHKTUBHT, KOTOPHIE HCUE3AI0T
TIPH UCTIONTE30BAHAN aHTHOAKTEPHATLHEIX Maseil. Takke y Hee KOCOTIIa3He U, BO3MOYXKHO,
JpYTHe NpoOIEMBI CO 3pEHHEM, HO Y HAC HE MOJTYYHIIOCh ATO TIPOBEPHUTD, TTOCKOJIBKY OHA HE
OTKpbIBasa riasa. » - 11 zem

“ Omna He OTBEUAET Ha TECTHI, HO MOYKET, €CIIM €€ 3aMOTHBUPOBaTh. OHA OTKA3bIBAIACH
NPOXOJUTH TECT Ha ONPEACICHUE PA3IMYHBIX (DOPM, TTOKA MbI HE MOJIOKUIIH LIOKOJIAIKY Ha
IUTIOIIEBOTO MEBESA U HE TIPEVIOKUIN € MopoxkeHoe. - 13 nem

H AHoMAaJNHU reHUTAJIHN

Y MAJICHBKUX MAJIBbYHNKOB HE3HAUYUTECIBbHBIC '€HUTAJIbHBIC aHOMAJIUN BCTpe‘IaIOTCH JOBOJIBHO
4acTo, BHE 3aBUCUMOCTH OT TOUKH pa3pbiBa. [Ipu poxaeHnu ogHO Wi 00a siyKa, BO3MOXKHO,
HE OMYCTUJIMCH M3 OPIOLIHOM ITOJIOCTH, TIe OHH Pa3BHBAIOTCS BHYTPUYTPOOHO, B MOLLIOHKY
(xpunropxusm). Kpunropxusm BcTpedaeTcst mpuMepHo y Tpex u3 100 HOBOPOXKIEHHBIX
MaJIbYUKOB, pO,HI/IBHII/IXCSI B CpOK, HC3aBUCUMO OT TOT'O, €CTh y HUX XpOMOCOMHoe OTKJIOHCHUC
WM HET, HO K IEPBOMY T'O/ly ’KU3HU HEOIYLICHHBIE SIMYKH IPUXOAAT B HOpMY Y 80
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MIPOLICHTOB JIeTeil. DTO OTKIOHEHUE OBIIO 3apPETUCTPHUPOBAHO Y 4 13 7 MAIBUUKOB C
neneuuneit xpomocomsl 10p12pl1 B MeauIiHCKOM nuTepatype Uy 5 u3 15 ManbuuKkoB U3
Unique. JleyeHne KpUNTopxu3Ma 3aBUCHT OT MPEINOIaraéMoil IPUYHHBL, HO 0OBIYHO
HEO0OXO0IMIMO, €CIIH SIMUKH He OITyCKaloTCs BoBpeMs. Hu o1HO M3 HEONyIeHHBIX SIHYEK,
OIMCaHHBIX B MEIUIMHCKOM JINTEpaType, He OIyCTHIOCh €CTECTBEHHBIM ITyTeM. Eciu
mpo0GJieMa CBsi3aHa C TOPMOHAMH, MOXET OBITh TMPEIOKEH KPaTKUil Kypc TOPMOHAIBHOTO
neyeHus. B mpoTHBHOM ciTy4ae, MM €ClIM TOPMOHAIIBHOE JICUCHUE HE TOMOTAET, TO
OITyCTHTB SIMYKH MOXKHO C TIOMOIIIBI0 HEOOJIBIIOH orepaniy (OpXHOIIEKCHH ), IIPOBOANMOM
oz o6mM Hapko3oM. OfHa uccIenoBaTeIbCKast IpyIa IPeanoNoKHIa, YTO AENEns
onHoi xormuu reHa MKX, pacnonosxernoro B xpomocome 10p12.1 mexny napamu
ocHoBaHUi 27961804-28034989, sBisieTcs CIIOCOOCTBYIOMUM (PAKTOPOM, U IMEHHO 3TOT I'eH
peTyIupyeT OIyIieHne THdeK n3 OpromHoit nonocta B MomoHKY (CM. Iensl, cTp. 22-23)
(Wentzel 2011; Mroczkowski 2014; Sosoi 2015).

B T0 Bpemst kak HEOMyIIEHHBIE SIMUKH — €ANHCTBEHHAS TeHUTaIbHAS aHOMANHS, 0 KOTOPOH
cOO00IIArOT B MEMIIMHCKOM INTEpaType, Auana3oH aHoManui, Berperusmuxcst Unique,
HaMHOTO Mmupe. Cpeau Apyrux npodiaeM — HENPaBUILHOE PACIION0KEHNUE OTBEPCTHS
(MouencIyckaTeNnbHbIH KaHall), KOTOpOe 0OBITHO HAXOUTCS B KOHIIE OIOBOTO WieHa. B
OJTHOM CITy4ae OH pacroJarajics Ha BepXHeH 4acTH II0JIOBOTO WICHA, B IPYrOM — Ha HIDKHEH
CTOpOHE (TUIOCHANs), U Y OHOTO MaJIbYuKa OBLIO JBAa OTBEPCTHS B MOUCHCITYCKaTEIbHOM
KaHaJje, TOJIbKO OJHO U3 KOTOPBIX BHIBOAMIO MOUy. [IoMHMO caMbIX HE3HAUUTETBHBIX
CITy9JaeB, TUIOCTIAIHS JISYUTCS C TIOMOIIBI0 KOPPEKTUPYOMUX oneparuid. OTBepcTue st
MOYEHCITYCKaTeILHOTO KaHalla CO34aeTCsl Ha BEPXYyIIKe TOJIOBKH II0JIOBOTO YWIEHA, KOTOPBIH
IIPU HEOOXOIMMOCTH BBIIPSIMIISIETCS. Tak Kak KpaifHss MIOTh MOXKET OBITh HCIOJIb30BaHA BO
BpeMsI ONlepalliy, MAIbUUKaM C TUTIOCIIaguell He peKOMEeHIyeTcs oOpe3anue. Y OByX
MaJIbYMKOB OBUTH MajJeHbKHE TeHUTAINH, B OJJHOM CIydae OTMeYayach TUITOILIA3Ms (MaJible
pa3mepsl) morronku. (Unique).

OpHa AeBOYKa pOMIACE C HEJOPA3BUTHIMH (THIIOIUIACTHYECKUMH ) TEHUTAIHSAMHE; APYTast C
KaHaJIOM, CBS3BIBAIONINM aHyc ¢ BraranuieM (Unique).

Mo3sr

[Mocne auarHOCTUKM Jenennuy XpoMocoMbl 10p eTsIM MOXKET OBITh MPEIIOKEHO
HCCIIEI0OBAaHUE TOJIOBHOTO MO3ra. Y HEKOTOPBIX ACTEH HUKAKUX OTKJIIOHEHUH OT HOPMBI
oOHapyxeHo He ObUT0. B Apyrux cirydasx ObIIH OTMEUSHBI aHOMAITUH CTPOCHUS, B TOM
YHCIIe: y ABOMX JIeTeil TOHKOE MIIM HeIOPa3BUTOE MO30JIMCTOE TeJO (40K HEPBHBIX
BOJIOKOH, COETMHSIOINIII J{BE TIOJIOBUHBI TOJIOBHOTO MO3Ta); y TPOHUX OBIIO yBETHICHHE
KOJIMYECTBA )KUAKOCTH B JKEIyI0YKax Mo3ra (Tuzaporedanus); y JBOUX OTMEUCHO
HEJ0pa3BUTHE MO3)KEYKa, YACTH FOJIOBHOTO MO3r'a, Y4acTBYIOLIEH B KOOPAWHALIMN
JBIKEHHS; Y OTHOTO ObLIa yMepeHHas ruaporedanis (CKOIUIeHHe CITMHHOMO3TOBOM
KHUIKOCTH) M3-32 3aKyMOPKH BEIBOAHOTO OTBEPCTHS; y OMHOTO OBUTH Cl1abOpa3BUTHIE
3pHUTENbHBIC HEPBBI, CBSI3BIBAIOININE MO3T C ITIa3aMH; Y OJHOTO OBIIO 0OHAPYKEHO
oOpasoBanue, nHTEpIpeTupoBanHoe kak kucta (Yatsenko 2004; Shahdadpuri 2008; Wentzel
2011; Okamoto 2012; Unique).

Bpau pazbsicuur pesynsratsl MPT Mo3ra.

““B 3 roza ero ocMaTpuBail HEBPOJIOT, ¥ HAM CKA3aJIM, YTO Y HETO MEHBIIIE CEPOTO BEIIECTBA
B MO3T€, H €r0 MO3I' HE TaKOW «MOPIIMHUCTBIIY, KaK TOJDKEH ObITh.
OHU 00BSICHIIIH, YTO 3TO O3HAYACT, YTO OH HE Oy/eT FeHHEeM, HO OyIeT HOPMaJIbHBIM,
TOJTHOIIEHHBIM PEOEHKOM U B3POCIBIM ueoBekoM. OHHU ObUTH a0COIIOTHO CIIOKOMHBL. » - 5
nem

B BHewmHoCTH

Jnst ponureneii peGeHOK ¢ nenerueil XxpoMocoMsl 10p MOXeT BEITIISIETh HECKOJIBKO HHAYe,

4eM Apyrue Aetu. Bpauw, cienuanusupyomuecs Ha onpeieIeHny pasiniuii B Iuuax Jaerei,

OIIPEIeINIIH, YTO HEKOTOPbIE YEPThI BCTPEUAIOTCS Yallle Y HOCUTEINEH eNeMi XPOMOCOMBI

16



10p11 w/mmm 10p12. K HuM OTHOCATCS: MOHOOPOBE (OPOBH, KOTOPHIE COSIUHSIIOTCS B
cepeuHe); BbIIaouiics 106 (BbICTYIAIOIIIE JIOOHBIE OYTPbl); aHTUMOHTOJIOUIHBIN pa3pes3
ria3; HeoObluHast ()OpMa YHIHBIX PAKOBHH WIIM MAJICHBKHE YIIIH; TITyOOKO MOCAKEHHbIE I71a3a;
IIMPOKasi, HU3Kas WM IUIOCKas IepeHOCHNIA; U OIyIIeHHbIe BHU3 yroiku pra. Cpenun
JIOTIOJTHUTENIBHBIX IPH3HAKOB, HAaOM0KaeMBIX y OoJiee, YeM OJJHOTO YesIoBeKa: KOPOTKHH 1
MHOT'JIa B3/IEPHYTHIH HOC; JIyKOBHILICOOpa3HbIil KOHYMK HOCA; IIMPOKO TTOCAKEHHBIC T1a3a;
KOXXKHBIE CKJIa/IKH, 3aKpbIBAIOINE BHYTPEHHUH YroJ IJia3a; MUpOKUH pot 6e3 ayru Kynuaona,
¢ GoIbIIeif KpacCHOH YacThi0 BepXHEH I'yObl; HEOOBIYHEIE YIIN; KOPOTKAs IIest; BEPXHSIS
YEeJIOCTh M CKYJIbl OTOBHHYTBI JaJIbllle, 4eM OOBIMHO (BAABJICHHAS CPEIHSS YacTh JIMLA)
(Yatsenko

2004; Shahdadpuri 2008; Wentzel 2011; Okamoto 2012; Mroczkowski 2014;

Bosch 2015; Sosoi 2015; Abdelhedi 2016; Unique).

“ On noxos Ha CBOIO 6abymlIKy 10 OTHOBCKON JUHWUM. ~ - 5 JIeT
“ Ouenb Mubiid. ” - 13 et

=
®otorpaduu B 1aHHOI OpoIIIOpe MOKA3ZBLIBAIOT, YTO JeTH ¢ Aesenueil xpomocombl 10p
BBITVIAAAST cOBeplIeHHO no-pasHomy. Ha ¢oTorpadusix Bpile nokasas (cjaeBa) MaTbYUK
¢ aejenmeii xpomocomax 10p11.22-p11.23 u (cnpaBa) MaJIb4YMK ¢ MUKpPoO/Aeleluel B
xpomocome 10p11.21, ubs ecrecTBeHHasi GOpPMa roJI0BbI OX0KA HA TO, YTO FeHETHK
Ha3BaJ Obl Opaxunedaneii.

He3nauuTte/bHbIE aHOMAJTUU PYK H HOI'

HesHaunTenbHbIC aHOMAIHK Pa3HOOOPA3HBI U BCTPEUYAIOTCS 4acTo, ¥ OOJIBIIMHCTBO U3 HUX HE
OKa3bIBAIOT HUKAKOTO BIHUsIHUS Ha pebeHka. CeMbH COOOIIAOT O TOPa3I0 MEHbIIEM
KOJIMYECTBE aHOMAaJIHH, yeM Bpaun. OcoOeHHOCTh, HabIro1acMast Jale BCero —
€IMHCTBEHHAs MM HEMIPaBHIIbHAS CKJIaJIKa Ha JIAJIOHU. [[pyrue 0COOCHHOCTH BKIIOYAIOT:
W30THYTBIE MANBIIBI PYK U HOT; 3a0CTPEHHBIE, TOJICTBIC WM KOPOTKHE MAJIBIIBI; KOPOTKAs
KOCTb, COEJUHSIOIIAS 3aIsICThE U IIATHI Manel; KOPOTKUE PYKH M HOTH; IIOCKOCTOIIHE;
c1abopa3BUThIC HOTTH; ITYXJIbIE» 0OpaTHbIE CTOPOHBI KUCTEH M CTOII; M MAJIbLbI HOT,
KOTOpBIE COTHYTHI U HE MOT'YT OBITh BRIIpsiMIIEHBI (kKamnronaktunust) (Shahdadpuri 2008;
Wentzel 2011; Bosch 2015; Sosoi 2015; Unique).

IHoBTOpsitOMMecHd HH(pEKIHHN AbIXAaTEeJbHBIX MyTel

VY 7 u3 22 nereii-ydactHukoB rpynnsl Unique, Kak y MIIaJIeHIIEB, Tak U Y IeTSiH MIIa/Iero
BO3pacTa, ObUTH TTOBTOPHbIE HHMEKIMHN JbIXAaTENbHBIX ITyTel. TOJIBKO y JBOMX U3 3THX JeTel
OBLT pehITIOKC, TO3TOMY BIBIXaHHE YACTHUI] HIIH, BEPOSTHO, HE CHI'PaJIo HUKAKOH POJIH B
MOBTOPHBIX 9MU30/ax 3a001eBanuil. OnHOMY peOEHKY JBYXMECIYHOIO BO3pacTa TpeboBanoch
4acTOEe OTCACHIBAHHUE CIIM3H U3 BIXATEIIbHBIX ITyTEHl [ YIyUIIeHHs IbIXaHUs, a y IPyroro
ObLIO IIYMHOE AbIXaHuE (CTPUAOP), BBI3BAHHOE CIIAlaHHEM CTPYKTYP FOPTaHU
(mapuHroManAnMs) 10 3 JeT; OAUH peOEHOK NepeHec ClaeHNe JIETKoro (ITHEBMOTOPAKC); H Y
JIBOMX ObUIa TMarHOCTHpOBaHa acTMa. B obmiem, 3Tu netu 3aboneBany vaiie, 4eM uxX Oparhbs
U CECTPBI; BUPYCHbIC HHPEKIMH Yalle TePeX0oIIN B MHPEKINH TPYIHOI KISTKH; OHU Goenu
cHJIbHEE; U ¢ 00JIbIIeH BEpOATHOCTBIO B UTOTE NTONafal B 60abHHIY. JleTH 00bI9HO
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TepepacTay IMoBEPKEHHOCTh HHQEKIHIM JbIXaTeNIbHBIX ITyTel, HO, HECMOTPS Ha
yIydIIeHus], 0Ha eBouka B 13 JeT Bce emle Oonena pecnupaTOpHbIMUA HHEKIHSIMU
JUIMTENBHOCTBIO 10 3-4 HeJlen ¢ CUIIbHBIM KalllIeM M CPBITHBAHUEM CIIH3bI0; THarHOCTHKA
IoKa3aja OTCyTCTBHe nMMyHozaedunuTa. K coxaneHnuro, 1Boe neteid IIorutI B pe3ynpTaTe
nH(}EeKIMi HIDKHAX AbIXaTelbHbIX myTer (Sosoi 2015; Unique).

Cayx

Bce netu npoxoIsT TeCTHPOBAHHE CIyXa IPU POXKACHUU, U MHOTHE MIIQJICHIIBI C Ieeuen
XpOMOCOMEI 10p CHAIOT 3TOT TECT U HE HMEIOT MpodieM co ciryxoM. OTHAKO H3BECTHO, YTO Y
CEMH JIeTei OBI0 OTMEUCHO CHIDKCHHE CITyXa, a Y HeKOTOPBIX TIyX0Ta. Y MATH JeTel
HapylLIeHue ciyxa ObLIo, 10 KpaliHel Mepe, YaCTUYHO BBI3BAHO SKCCYAATHBHBIM CPEIHUM
OTHTOM, HETIOCTOSTHHBIM CHM)KEHHEM CITyXa, XapaKTePHBIM JJIsl MJIaJICHIICB U JICTCH paHHETo
BO3pAacTa, BRI3BAHHOE CKOIICHUEM KHUIKOCTH 3a 0apaOaHHOH MepernoHKO| U MO IIA0IIeeCst
JICYCHHIO TIyTEM BBEICHHS a3PALlMOHHBIX TPYOOK (TPYOOK [Tl BEHTWIALUK CPEAHETO yXa) B
OapabaHHYIO MEPETIOHKY.

V AByX neTei DKCCYNaTUBHBIN CPEIHUIN OTUT COUETAJICS C IOCTOSHHON CEHCOHEBPAIbHOM
TYTrOYXOCThIO, & Y OJTHOT'O TIOAPOCTKA CIIyX CTAHOBHJICS BCE XYXKe, IIOKa JIEBOYKA HE CTalia
MOJIHOCTBIO TITyXOH.

VY npyroro pebeHka moTepst ciryxa ObUia BhI3BaHA Y3KHM CIIyXOBBIM TpoxojioM (Yatsenko
2004; Shahdadpuri 2008; Wentzel 2011; Unique).

“ Own nummen ciyxa Ha 80% 13-3a HEIOPA3BUTHS yXa. DTO CBA3AHO C Y3KHM YIITHBIM KaHAIIOM,
a He ¢ Kakoi-nubo peanbHO «roTepei». MccnenoBanus nokasaiy, 4To BHyTPU yXO
(GYHKIMOHUPYET HOPMANBHO. ~ - 17 iem

Jlpyrue MeIUIIMHCKHUE NPOOIeMBbI

Y uetpipex geteit u3 rpymmsl Unique OpUTH TPOOIIEMBI ¢ TIOYKaMH WM ITY3bIPHO-
MOYETOYHHKOBBIN pedurtokc. [IpodiaeMpl BKITIOYArOT B ce0si: KACTHI MTOYEK, KOTOPEIE
MCYE3al0T ECTECTBEHHBIM IIyTEM, HE BBI3bIBAS JaNbHEHIIEr0 6ECIIOKONCTBA; YBEINUCHHbIC
MOYKH, COETMHUBIINECS B OCHOBAaHHHU U c(hOPMUPOBABILIHECS B (OPMY MOAKOBEIL.

VY tpoux mereii u3 rpymmsr Unique OBUT AMATHOCTHPOBAH HU3KUAN YPOBEHb TOPMOHOB
IMUTOBHUIHOMN JKeJIe3bI ¥ IBOMX JICYMII TOPMOHOM IIUTOBHAHOM XKENE3Hl.

Tpoe nereii, B Tom uncie aBoe 13 rpynmnsl Unique, pOJUINCH C TAXOBBIMU IPBDKaMH. Y
OJIHOTO M3 HUX IPbDKA BHOBH MOSABHIIACH B G0OJIee B3POCIOM BO3Bpare. DTOT THIT TPBIKH
HpecTaBisieT co00i BBIMYKIOCTh Ha TPaHUILIE HIDKHEH 4acTH KMBOTA U BEPXHEH YacTH
6enpa (maxoas 06sacts). OTBEpCTHE B HIDKHEH YacTH OPFOIITHOM CTCHKU HE 3aKPhLIOCH
BO BpeMsi SMOPHOHAIBHOTO MEPUO/IA, Kak 0OBIYHO 3TO ObIBAET 10 poskaeHus. OcraBiieecs
OTBEPCTHUE MOKET 6I)IT]> He60.]'lb[]_ll/lM, nu l'[pOl'IyCKaTl) TOJIBKO XKUAKOCTh, HJIK JOCTATOYHO
prHHbIM JUIA TOTO, qTO6]>I METIN KMIICYHHUKA UIIH ﬂpyFOﬁ opras 3aCTpsJid B HEM.
TTax0oByIO TPBDKY JOJKEH OCMOTPETh U OIIEHHUTH BPad, U TOT/Ia MOXKET MOTPe6OBATHCS
orepanysi 1o ee UCIPABIECHHI0. Y OHOTO U3 JeTell ObUia MyroYHast TpbhKa (B IyIKe Win
psanoM ¢ HuM). OHa MOJKET 3aKpBIThCS caMa, WM TOTpedyeTcs XUupypruieckoe
BMEILIATEIBCTBO.

VY nByx nesouek 11 u 13 jeT 1narHOCTUPOBAHO UCKPUBJIEHUE TO3BOHOYHHUKA.

B 2 u 3 ropa y ogHOro U3 Jereil, NOAXBaTHBIINX HH(EKIHIO, HAOII0JaI0Ch TIOHMKEHUE
(BMeCTO MOBBIIIEHHS) TEMIIEPATYPhI TeJla, a TAK)KE BbIPaJeHHAs COHINBOCTD U
ob6e3BoxxuBanue. [IpuunHy Takol HEOOBIYHON PEaKLM YCTAaHOBUTD HE yIal0Ch, HO
BHYTPUBEHHOE BBEICHUE KUJKOCTH JaJI0 MOJIOKUTENIbHBIEC PE3YJIbTAThL.

YV B3pocioro HaGIOAANICE TOBTOPHBIE MIPUCTYIBI OCTPOTO MAaHKPEAaTUTA.
Y oxHOrO pebeHka HenpaBmWIFHO c(hOPMUPOBAIACH KIIFOUHIIA.
Y oxHOro pebeHka HabII0qaeTCsl KUIIeYHAask ITaTOIOTHS.
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Y oaHOro pedeHKa NPUCYTCTBYET JIONOJIHUTEIbHOE PeOpo

OnuH peOeHOK POAUIICS C HEIIPOXOAUMOCTBIO HOCA C OJJHOM CTOPOHBI, aCUMMETPHUYHOM
KUIIeBHIAHOU nedopmariuei rpyiHO# KieTkH (pectus carinatum) ¢ JeBOH CTOPOHBI
(Yatsenko 2004; Shahdadpuri 2008; Wentzel 2011; Bosch 2015; Unique).

IloBenenue

BonpmuHCTBO cemelt Ha BOIIPOC O MOBEJCHUH OTBEYAIOT, YTO UX PEOCHOK JTaCKOBBIiA,
TIPpYKeMO0HBIN U Becenblil. « CaMblii TI00SAIINI YeT0BEK, KOTOPOTO TOIBKO MOXKHO
BCTPETHUTH», — COO0IAeT ceMbsi MallbunKka 17 siet; «OdueHs Becenas, ¢ IPEKPacCHbIM TyBCTBOM
I0MODA, JTIOZM B Hee BIIOOIITIOTCS, TOTOMY UTO OHA TaKasl yIbI0unBasi, 04€Hb OTKPBITAs, XOUeT
JIETUTHC Y, — IEBOYKA, 13 JIET; «0YEHb JACKOBas, JTIOOUT OOHMMATLCS», — ICBOYKA, 9 JIeT;
«OYEHb HE&KHASI U MHOTO YJIBIOAeTCs»; «peOCHOK, KOTOPBIH JIFOOUT 1eloBaThCs 1
ob6HIMaThCs». COIMaTbHO aKTUBHBIH, «0UEHb OONIUTEIBHBII — TaK POAUTENH ONUCHIBAIOT
OTHOIIICHHE UX pedeHKa K OKpykarommM. «HexxHbIH ManeHbKUH MaTbIMK, BCEX LENyeT U JaeT
KaXIIOMY «KYJIa40K» (ApyKeIro0HOe IPUBETCTBUE)» — TOBOPUT OJTHA CEMBS O CBOEM
JIBYXJIETHEM ChIHE. B 1mIkose npenoxasarenu 17-1eTHero pedeHKa roBopsIT, YTO OH XOPOLIHI
JIPYT ¥ 3a00TUTCsI, YTOOBI BCE yIaCTBOBAIN B MEPOIPHATHAX. J[eTH Becenble, faXe HIPHUBBIE.
OHH IPUHOCST CYACTHE BCEM BOKPYT. «Y HETO MOTPSCAOIIee TyBCTBO IOMOPA, C HUM MBI
cMeeMCsl KaKIbli 1eHb, U ¢ HUM MIPUATHO POBOJUTH BpeMsi». ManeHbKUX AeTel Takke
OIUCHIBAIOT KaK 3a00TIMBBIX, «X0OPBIX ¥ BAYMYUBBIX», UyTKHX; OHHU JIOOST )KUBOTHBIX U
JIeTeH; TOHNMAIOT CBOM 1yBCTBA U YMOLUH OKPYKAIOMINX; IEAPBIE, PAIbI IETHThCS.

Fulton Elementary

January

My3bIka MOKeT HTPaTh Ba’KHYIO POJIb B “KU3HH JeTeii.
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Ha atoM done HeoO6X0AUMO 3aMedaTh UMeroLrecs TpyAHOCTH. Cpean Takux TPYIHOCTEH
BCTPEYAIOTCS: HEBO3MOYKHOCTH CKOHIIEHTPHPOBATHCS HAZ0JITO, HEOOBIYaifHO BEICOKHUIH
YPOBEHb aKTUBHOCTH Ja)ke B MJIaJICHYECTBE U THIICPAKTUBHOCTD; OOJIC3HEHHBIE PEaKIHN
(3aTparuBaromiue pedeHKa WIK OKPY)KAIOIIKX) Ha Pa30vyapoBaHUE WU CTPAX; CTpax pasiyKH;
TPYAHOCTH B BOBJICUCHHHU B COLMAIBHYIO XU3Hb C IPYTUMH JTIOABMHU U COLMAIbHAS U30JIALMS;
HEI000Bb K CMEHE ASSTEIFHOCTH WM MECTa, K HOBBIM MECTaM, IITyMHBIM HJIH OXKHBJICHHBIM
MecTaM; HaBsI3UMBbIE COCTOSTHHMS; @ Y HEKOTOPBIX — ayTUCTHYECKHE 0COOCHHOCTH MOBEIICHUS
(TIoBTOpSIOIIHECS ISHCTBHS, HATIPUMED, PACKauMBaHUE; Y3KHE HHTEPECHI).

CeMbH, KaK NMPaBIJIO, CIIPABIAIOTCS 03 MpodeccnoHaIbHOM TOMOIIHN; OHU YCTaHABIHBAIOT
T'paHUIIBL, TO3BOJISIOT IIOCTETICHHO aalTHPOBATHCS, IPHHIMAIOT BO BHUMaHHE HapyIIeHHE
CEHCOPHOM MHTErPALMH, MTHOPUPYIOT INI0XO0E MOBEACHUE, HCTIONB3YIOT OTBJICUCHHE
BHHUMaHHS, CO3Jal0T CTPYKTYPHPOBAHHYIO CPEAY, XBAJIAT M IOOLIPSIOT PeOeHKA, HAXOIAT
TBOpUYECKHUE CIIOCOOBI OOIIEHNSI.

HexoTopsle neTu MOTyT OBITH arpeCCHBHBIMH, CO B3PBIBHBIM XapaKTEPOM, MOT'YT CPBIBATHCS
Ha YICHOB CEMbH M OJHOKJIACCHMKOB. MHOTHE CEMBH JCTEH ¢ XPOMOCOMHBIMU
OTKJIOHEHHUSIMU, B TOM YHCJIe HECKOJIBKO JIETeH ¢ MpoKcUMalibHOU Aenenuei 10p, HyxaaroTcs
B IPO(eCCHOHAIBHON TIOMOIIH, U TPOOJIEMBI C MOBEICHUEM YacTO 00CY)KIAI0TCs Ha
ctpannuax rpymnmsl Unique B Facebook.

B Tex cirydasx, Korza TpyAHoe IIOBE/IeHHE KOPPEKTHPOBAIIH IIPH IIOMOIIH JICKAPCTB,
OOJIBIIMHCTBO AeTel, HO He Bce, OTpearnpoBaiy xopouro. OHa ceMbsl OIHcaIa PeaKIHio
CBOEH J0YepH Ha JiBa JHS NpreMa MeTwideHnaTa (pUTalnHa) Kak «y»XacHyI0: OHa COIIIA C
yMay.

I'en PIPSK2A B 10p12 cBsi3aH ¢ ICHXUYECKUMHU PacCTPOMCTBAMH ¥ MOXKET OBITh IPUYNHOM
HaOJIFOTaCMBIX MMOBEJICHYSCKUX 0coOeHHOCTEH (cM. pasaen [enbl cTp. 22-23).

OpHako, KaKk MUHIMYM y OTHOTO peOeHKa ¢ HemoBpexaeHHbIM reHoM PIPSK2A
Habronamch mpobiemsl ¢ moBeaeHneM (Wentzel 2011; Bosch 2015; Abdelhedi 2016;
Unique).

“ Camoe croxkHoe — ee BbI3biBatoLiee nosezaeHne. OHa runepakTUBHA, IPOCTO HE MOKET
OCTaBaThCsl HA MECTE, OATOMY OHa IPEJICTABIISAET OMACHOCTb ISl ce0s u Apyrux. Ee Henb3s
OCTaBMTb HU Ha CEeKyH[y. PaHbIle oHa OuIack ronoBoii: Mbl He oOpaliaiy Ha 3T0
BHHMaHHe, U 9T0 y Hee npoiwio. Cepbe3Hoil mpobieMoit 6bU10 TO, 4TO B S WiIH 6 JIET OHa
HayvaJia TJ1eBaThCcsl, KOT/a JIFOIM MOAXO/JHIN K Hel CIMIIKOM OJU3KO B TpamMBae HIIN
aBToOyce. MBI He MOTJIM HTHOPHPOBATH JTO, U TaKOe MOBeJIeH!e 3aKpenuiock. OHa He
MOJKET KOHTPOJIUPOBATH CBOW BocTOpr. Ecim BBI CKaXkeTe eif 4To-TO 3aXBaThIBAIONIEe 3a
CTOJIOM, OHa HE CMOYKET CIIEPIKATHCS: OHA CKHHET BCE CO CTOJIA M OPOCUT CBOIO TapeKy
4epe3 KomMHary. [109TOMy Takue BElIy Jiydilie TOBOPUTH B Ge3onacHoM mecte. » - 13 ner

Con
Hapymienus cHa ObutH OTMEUEHBI y ueThIpex aeteil. OnHol ieBouKe TpeboBaIoch CoBCEM
HEMHOTO CHa, B TO BpeMs KaK JPYroif peGeHOK ILIaKal H Kpudal Houbto. [ nedeHus aereii ¢

HApYyIICHUSIMH CHA MCTIOJIb30BAMCH TAKHE METMKAMEHTHI, KaK MEJIATOHWH U KIOHUIUH
(Wentzel 2011; Unique).

“ Ee COH ymydInmiics, Ternephb 110 HouaM el 6oubIne He TpeOyeTcs TOMOMHUTENbHAS MoIaqa
kuciopoga. OHa paHo J0xkHTCs cnath, B 20:30 cBeT yxe BbIKIIOUEH. PaHbiile oHa
MIOCTOSIHHO MPOCKINajiack B 4 yaca yrpa, HO Tenepb Kpernko cnut. Ceidvac, eciiv oHa
NPOCHINIAETCSI, TO MHOT/Ia CHOBA 3aChINIAeT, @ MHOT/Ia CIISIUAILHO ITYMUT, YTOOBI HAC
pa30ymuts. Ho Bee monwio Ha nman: ot 4 10 6 JHEH B HENIENIO C HEell BCe B IOPSIZIKE, €CITH
TOJILKO OHA HE MPOCTyaMIack. ~ - 13 et

“ BbL10 BpEMSI MCIKIY 1u3 rojamMu, Korjga OH HE yCIIOKauBaJICA U IMTPOJOJIKA IPOCHINAThCA.
OHAKO 3TO HAYAJIOCh IOCIIE TPEX CEPHE3HBIX I/IH(i)CKL[I/IfI JABIXaTCIIbHBIX HyTCﬁ,
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MEPEHECEHHBIX UM B IEPBbIH [0/ )KH3HH, KOTOPBIE CUIBHO HAPYLIWIN €TI0 IPUBbIYHbII
LE]
MOPSAJOK KMU3HM. - 17 jer

ITonoBoe co3peBanue

VY neBouku ¢ nenernueii 10p12 nepBas MeHCTpyalus Ha4anach OTHOCUTENIBHO MO3HO, B 17
ner. Takxe y Hee OblIa crrabopa3BuTa IpyAb, U BIIOCIEACTBUH € IIPOBEITH OIIEPALUIO O
YBEIMYIEHHIO TPYIH. Y JIPYyroi AeBOYKH IEePBbIi MEHCTPYaIbHBIIN IIEPHO HA4aJICS B BO3pacTe
8 51eT, ¥ BIOCJIEICTBUY €€ LIUKJIbI BCEraa ObUIM HeperyJsipHble. Y ellie OAHOH AeBOUKH
MeHcTpyanus Havyanachk B 13 set. [lepen aTiM oHa Obiia OoJiee TUIAKCHUBOM U
paznpaxurensHoi. (Wentzel 2011; Bosch 2015; Unique).

CembHu paccka3bIBalOT 00 0CO0EHHOCTAX CBOEro pedeHKa
I[eTI/I C pa3HbIMU NPOKCUMAJIbHBIMU NEJICHUAMN 10p MOI'YT CUJIbHO OTIMYATBCA APYT OT
npyra. Ho xakplit n3 HUX — 0COOCHHBII.

“ Jlnst Moero china aenemust 10p — 9T0 3a1epiKKa pasBUTHS U
TpyAHOCTH B 00y4eHHH. OH YUHJICS B CIICIHATBHBIX MIKOJIAX
¢ 6 5ieT (2 o 00yueHHUs), a ceiiuac yuuTcs B KOJUICDKE Ha
Kypcax mepenoaroToBki. OueBUIHO, €0 BHEIIHOCTh
OTJIMYAETCS: OH HEBBICOKHI, KOPEHACTBIN U OUeHb CUJIbHBIH,
U BCE eIlle OYCHb TSDKEIIBIH, a ellle BBIMIIIAUT MOJIOJIO JUTs
CBOET0 BO3pacTa. AYTHCTHYECKHE YEPThI, KOTOPBIE OH
JIEMOHCTPUPYET, TAKXKE BBIICISIOT €r0 CPEIH OCTATbHBIX.
[Tpu >TOM OH Bceryia ObUT MOIYIISIPEH B IIKOJIE M KOJUISIDKE U
HUKOTJIa HE CYUTAN ce0s1 «OCOOCHHBIMY. Y HEro
MOTpsICAIOIee TyBCTBO FOMOPA, C HUM KaXIbIid IEHh BECENIO U
MIPUSATHO MPOBOIUTE BpeMst. OH TOOPBIil U BIyMYHBEIiA, 1 B
KOJUIE/KE €ro MPero/aBaTelu FOBOPSIT, YTO OH XOPOIINii
IIPYT U CTapaeTcs CAENaTh TaK, YTOObI Bce OBUIN BOBJICYCHBI B
nporecc. OH Taroke O0onbIIol GyTOONBHEIH (haHAT, OH
o6oxaet Liverpool FC. ” - 17 ner

Henemus 10p11.23 “ OHna MOOHT KUBOTHBIX, JIETEH M MY3BIKY W JIIOOUT UTpPaTh
IMoapocTok Ha ynuie. OHa o4eHb NpUATHAS U JackoBast. OueHb mieipasi,
JIOOUT JIENIUTHCS, Y HEe XOpoIllee YyBCTBO FOMOpa U
My3bIKILHBIH CITYX, A3BIKH JaroTcs eif jierko. ” - 11 jer

“ Ou 3Haer, Kak c/IesaTh BeeX cuacTauBbIMU. OH IIOMOXKET BaM YJIBIOHYTHCS JIaXKe B IIOXOH
neHb. OH I0OUT 1300paxaTh KOro-HHOY/Ib, U Y HEr0 camoe 6oratoe 1 cymacuiesiee
BooOpaskenue. OH OUYeHb 3pediblii (y Hero 8 cTapuiux OpaTbeB U CeCTep) U MOXKET BECTH
cebst I0CTOIHO, Kak peOeHOK B ceMbe. OH X0Tel Obl CTaTh BpauyoM, KOTJIa BHIPACTET, HO
HHOT/Ia OH TOBOPUT, YTO X04eT cTaTh MycopiuukomM! Kyna Ob OH HH MOIIes, OH Be3/e
3aBouT Jpy3eit! OH oueHb My3bIKaJeH U JIIOOUT CBOIO TUTapy, Oapabansl 1 rapMoHHUKY. OH
— yAMBUTEIbHOE OJIar0CIOBEHHE IS HAlleil CeMbH, U 3@ 3TO MbI OJIAr0JIapuM JIFOJIEH,
KOTOPBIE PEIIMIIN CTaTh JJOHOPAMU OPraHoB. be3 3aMeHbI TKAHW POTOBHIIBI OH HE CMOT ObI
BUJIETB. ~ - 5 JIET

“ OH JIOOUT CMEATHCS U OOHUMAETCS JyUIIle Beex. » - 5 JIeT
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PIPSK2A

Hpyroe HazBanue PIP4K2A

I'en PIPSK2A, Haxoadmuiics Ha ydacTke pl2.2 KopoTKoro mieya XxpoMocoMsl 10, Ha oTpeske
22,823,778-23,003,484, oTBeuaet 3a MPOU3BOJICTBO OEITKa, KOTOPHIH, MO-BUANMOMY, aKTUBCH

B 3PUTPOLUTAX. DTOT T'€H CBSI3aH C ICUXUIECKIMH PACCTPONCTBAMU M MOXKET OBITh MPUUUHON
noBeeH4Yeckux paccrpoiicts (Wentzel 2011; Bosch 2015).

MKX

I'en MKX, naxonsmuiics Ha yuacTke pl2.1 kopoTkoro miaeda xpomMocoMsl 10, Ha oTpe3ke
27961804-28034989, oTBevaeT 3a MPOU3BOJICTBO OEJIKa, KOTOPBIH ObLIT OOHAPYXKEH Y MBIIICH
B CaMble TIEpBbIE THU T1OCTIE 3a4aTsl B CaMbIX Pa3HBIX YacTsIX Tela: MopJe, HEOe, B
HEKOTOPBIX MBIIIIAX, TKAHAX MOYEK, KOCTAX, KOHEUHOCTAX U CTPYKTypax, KOTOPbIE CTAaHyT
MYXKCKUMU reHutanusmu. OJHa ucciae oBaTenbcKas Ipyma IpeAnoaokKuia, YTo IoTepst
onHoi xonuu reHa MKX sBisiercst IpUYMHON HEONMYILEHUs sIMYeK, IIOCKOIbKY OJHOM U3
MHOTHUX (DyHKIIMIf TeHa ABIAETCS PEryIHPOBaHUE OITyCKAHUS SSUUEK U3 OPIOIIHOI MOJIOCTH B
MoroHKy (Mroskowski 2014; Sosoi 2015).

MPP7

I'en MPP7, naxoasiiuiicst Ha yuactke pl2.1 kopoTkoro mieda xpomocoMsl 10, Ha oTpe3ke
28,339,922-28,623,415, oTBeuaeT 3a MPOU3BOJACTBO Oenka Stardust, KOTOPBINA COSTUHSETCS C
IBYMS Ipyrumu Oenkamu, Bkimtodas reH DLG1. ['pynma 3Tux reHOB BaskHa IS KOXKH.

WAC

I'en WAC, maxomsmmiicst Ha yaacTtke pl2.1 kopoTkoro mieda xpomocomsl 10, Ha otpeske 10:
28,821,422-28,912,041, oTBeuaet 3a MPOU3BOJCTBO OelKa, KOTOPHIA, KaK U3BECTHO, HTPACT
Ba)XHYIO POJIb B CAMBIX Pa3HBIX MpoLeccax B KiIeTkax opranusma. K HuM oTHOCSTCS
pa3nugHbIe 3Tansl mporecca npespanieHus JJHK [reHa] B 6enok — oCHOBHAsI (GYHKIHS T€HOB.
Xots mHOTHE apyrue GyHKIud WAC ITOIDKHBI OBITH HCCIIEIOBAHEL, Y)Ke ceidac sICHO, UTO
9TOT T'eH, 110 KpaifHeil Mepe YaCTHYHO, OTBETCTBEHEH 3a NIMPOKHI CHEKTP aHOMAJIMH 1
HapylIeHHE Pa3BUTHUS Y JIIO/IEH, B ClTydae H3MEHEHHMs (MyTalll1) WIK yIaJeHUs (IeTCInm)
rena WAC .

BAMBI

I'en BAMBI, naxonsmuiicst Ha ydactke pl12.1 KOpoTKoro mieda xpomocoMsl 10, Ha oTpe3ke
10:28,966,271-28,971,868, oTBevyaeT 3a MPOM3BOACTBO OEJKa, KOTOPHIf HAXOUTCS B
IUTAlIEHTE, CeIe3eHKe M CTPYKTYpax MOYKH, HO HE B JIETKUX, KOXKE WIIM MBIIIIAX.

LYZL1
I'en LYZL1, naxoasiuiicst Ha yyactke pl1.3p12.1 kopoTtkoro miueda xpomocomsl 10, Ha
otpeske 29,577,990-29,607,257, BO3MOKHO CBsI3aH C 3a00JIEBAaHUSIMH CEPIIIA.

SVIL

I'en SVIL, Haxoasmuiics Ha yuactke pl1.23p12.1 kopoTkoro rieda xpomocoms! 10, Ha
otpeske 29,746,267-30,025,710, BO3MOKHO CBsI3aH ¢ 3a00JI€BAaHUSIMH CEP/IIIA.
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