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MpeicTaBIeHa HH(OpMAIHs
13 MEJIUIMHCKON
JIATEPaTypBl, 0a3bl JTAHHBIX
Decipher
https://www.deciphergenomi
€s.0rg/ u 6a3wl TaHHBIX
Unique, a Takxe CBEICHHS,
MOJTyYeHHBIE
HETIOCPEICTBEHHO OT YWICHOB
rpynnsl Unique. ITonHble
BEPCHUH CTaTeH HIN
AQHHOTAIIMU K HIM MOKHO
HaWTH HA calTe pecypca
PubMed
(www.ncbi.nlm.nih.gov/pub
med/) o Gpamusnu aBropa u
JlaTe My OJIMKaIny,
yKa3aHHBIM B HACTOSIIEH
Opomrtope. Bosbie crareit
MO>KHO HalTH Ha calTe
Unique.

B Opourtope copepxatcs
JTaHHBIE, TI0JTyYeHHbIE B
pe3yJspTaTe onpoca Tpex
qiieHoB rpymmsl Unique B
2013 roay, cchUIKU Ha
Mmarepuaisl Unique u
MEJUIMHCKHE cTaThbu. Ha
MOMEHT COCTaBJICHHS
Opourtopsl (oceHb 2013 rona)
B rpymme Unique 66110
LIECTEPO YEIIOBEK (JBOE
JKEHCKOTO I0JIa ¥ YeTBEPO
MYCKOTO0) ¢
Mukpozenenueit 19p13.13.
WX BO3pacT BapbHpyeTcsi OT
2 net o 21 roga, mpuueM
TOJIHKO OJIMH U3 HUX CTapIle
7 net. B MegunmHCKOM
JITEpaType OMMUCAHO CEMb
YeJIOBEK C MUKpoOJeenuei
19p13.13 (msTepo >xeHCKOro
T0JIa ¥ JIBO€ MYIKCKOTO) B
BO3pacte oT 3 10 16 ner
(Auvin 2009; Dolan 2010;
Nimmakayalu 2013).

Muxkpoaeaeuus 19p13.13

Muxkpogeneuuns 19p13.13 — oueHb peakoe
TEHETHIECKOE OTKJIOHEHHE, TPH KOTOPOM OTCYTCTBYET
(hparMeHT ogHO# U3 46-TH XpoMocoM. B manHOM
cirydae pedsb uaet 06 ygactke pl3.13 xkopoTkoro
rreda 19-if xpomocomsr (cM. puc. Ha cTp. 3).
Henocrarommit pparMeHT XpOMOCOMBI OYESHD Mall
(menee SMO) n Takoe M3MEHEHUE Ha3bIBACTCS
MUKPOJEICLIUEH.

Wudopmanus, npencTaBieHHas B HACTOSIICH
Opormaope, — HOBasl, TaK KaK 3TOT CHHIPOM OBIIT
OTKpBIT HEJaBHO. BeposTHO, OH MOXKET
COIPOBOXKAATHCS APYTHMH IpoOIeMaMu co
3JJ0POBBEM, KaK OTHOCHUTEIIFHO JISTKUMH, TaK 1 Ooiee
CEepBhE3HBIMHU.

I'enbl 1 XpOMOCOMBI

YenoBedyeckoe TeI0 COCTOUT U3 TPUILIHOHOB KIIETOK.
BonbmMHCTBO KiIeTOK coaepskat okoso 20 000
pa3nuuHbIX reHoB. ['eHeTnueckas nHGopManus
OTIpeNieNsaeT, Kak OpPTraHu3M Pa3BUBACTCS, PACTET H
(OyHKIIMOHHPYET.

I'eHBI pacmonoXKeHbl HA XPOMOCOMAaX — CTPYKTYPax,
COJIEPIKAIIIX OCHOBHOM FeHETHYECKHN MaTepra

(t.e. IHK).

XpomMocoMbl 00OBIYHO 00Pa3yIOT Maphl: YEJIOBEK
HaclieyeT Mo OJJHOH XpOMOCOME U3 Haphl OT KaXI0r0
poautens. [IBe u3 46-Tv XpoMOCOM — TOJIOBBIE: Y
JKSHIIUH JBe X-XpOMOCOMBI (XX), y My>K4YHH OfHa X-
xpoMmocoma 1 oHa Y -xpomocoMa (XY). OcranbHbie
44 XpoMOCOMBI 00pa3yroT 22 Tapsl 1 HyMEPYIOTCS OT
1 10 22 - ot camo#i 6OJIBIION 10 caMOi MaJICHEKOM
COOTBETCTBEHHO. Y Ka)KIOH XPOMOCOMEI €CTh
KopoTkoe 1iedo (p) (oT ¢p. petit — ManeHbKUN) U
JIuHHOE TUTedo (q) (cM. puc. Ha cTp. 3).

B menom [uis paBUIIBHOTO Pa3BUTHS OPTaHU3MA
HEO0OX0ANMO OIpeNIeNICHHOE KOJIMIECTBO
TEHETUYECKOT0 MaTepralia — HHU OO0JIbIIIe HU MEHBIIIE.
Ha pasButue yenoBeka, ero JMYHOCTh, IOTPEOHOCTH U
JOCTUXKCHUS BIIUACT KaK Te€HETHYECKUN Marepuall, TaKk
1 00pa3 M YCIOBUS €ro KU3HHU.

MMocmoTpum Ha 19p13.13

XPpOMOCOMBI HEJTB3S1 YBHIETH HEBOOPYKEHHBIM
TJ1a30M, HO €CJIKM OKPACHUTH UX U YBCIIUMYUTH 110
MUKPOCKOIIOM, TO MOKHO 3aMCTHUTb Ha Ka)KHOﬁ n3 HUX
CBETJIbIC U TEMHBIC MMONCPEYHBIC TOJIOCHL (((63H[[LI))).
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DTH MOJIOCHI MPEICTaBICHBI Ha n300paxenuu 19-it xpomocomsl Himke. Kaxias monoca y
Kax /1011 XpOMOCOMBI coJiepxkUT MILIHOHbI nap ocHoBanuit JIHK. TTapst ocHOBaHuMit —
aT0 xumuueckue coenuHenus JTHK, hopmupyrome okoHYaHHS «CTYTICHEK» B €€
CTPYKTYp€, KOTOpasi 4eM-TO [M0X0Ka Ha BUHTOBYIO JIECTHHUILY.
V mozeit ¢ mukpozenenueii 19p13.13 menocraer 0,16 —2,39 M6. Q

: g

I'eneTnueckoe TEeCTUPOBaHHUE

>

- Base pairs

— 12 600 000 .
'
138 12800000
132
B | 13 000 000 1 mapa OCHOBaHHH = I1.0.
131 1 000 map ocroBauumii = 1k6
112 I]1] 13200 000 1 000 000 map ocHoBaruit = 1M6
11 -
g o 13 400 000 [Ipumedanue: naHHble, IpeACTABICHHbIE HA
}3112 | 3TOM PHUCYHKE, OTHOCSTCS K 38 cOopke
sy 13:23 13 600 000 reroma denoseka (hg38; monpobuee cM. cTp.
1332 4). Pe3ynmbTaThl XpOMOCOMHOTO aHAJIH3a
s ~ 13 800 000 Balero peGeHKa MOTyT OTHOCHTBCS K APYTOH
BE c6opke. JIJIst TOMOIIH ¢ pacinppoOBKOi

- PE3YIbTATOB UCCICAOBAHU O6paTI/ITCCb B

19-1 xpomocoma h
Unique w1 K CBOEMY Bpauy-T€HETHKY.

Muxkpozenenun 19-if XxpoMOCOMBI HACTOJIBKO MaJIbl, YTO MX HENb3s YBUAETH JJaXKe B
caMblif MOIIHBIN MUKpockon. MosekynsipHas auarHoctuka JJHK mo3Bossier nosyunts
GoJiee TOYHOE MPECTABICHHUE O pa3Mepe U MO3UINH MUKPOIEICINH.

OT0 HE0OXOIMMO ISl OTIPEICIICHHS] TOBPEXXICHHBIX TEHOB M MX PACIIONOXKEHHS Ha
XpOMOCOME.

I'eneTn4yeckoe TecTUpoBaHue

Jliist nieHTU(UKAIIMHA MUKPOASIICIIUH HarnbojIiee 4acTo UCmoib3ytorcss FISH-

METO/I U XPOMOCOMHBIM MUKPOMATPUYHBIN aHATIN3:

u FISH wnu duiryopecrienTHast ruOpuausanus in Situ — 310 aHamms ¢
HCIIOJIb30BaHUEM (DITyOpECHeHTHBIX KpacuTelield. C X MOMOIIBIO MO
MHKPOCKOTIOM OTIPEIEISIOT KOJMYSCTBO KOIMHI HEOOIBITNX YIaCTKOB
xpomocom. Y Unique ects otaenbHast Opomrtopa o FISH-meroze.

OIIHaKO peIKHe XPOMOCOMHBIC OTKIIOHEHHUSI MOTYT OBITh BEI3BaHBI €/IBa 3aMETHBIMH

W3MEHCHHSIMU B XpoMocoMmax. M3-3a MaJIeHbKHX Pa3MEPOB MX HEBO3MOXKHO YBHJICTh

O] MUKPOCKOIIOM JJa)Ke TP MCII0JIb30BAHUN TaKUX KPacUTEIeH.

| XpoMOCOMHBIN MUKpoMaTpuuHbIi aHanmu3 (XMA) na JJHK-muxpoynmnax —
9TO BBICOKOYYBCTBUTEIHHBIN METO/I, C TOMOIIBIO KOTOPOTO MOKHO BBISIBHUTH
JIOTIOJTHUTEJIbHBIE YYACTKHU MJIM OTCYTCBUE Menbuaiimux ssemenToB JJHK na
BCEM MPOTSHKEHUH XPOMOCOMBI. XMA TIO3BOJISIET OOHAPYKHUTH TYTUIHKAITHIO
(ynBoenme) monekyn JJHK, ux orcyrcTBue (nenenuro). ¥ Unique ecTh
oTnenbHas Opourropa o metoge XMA (array CGH).



XMA 1o3BOJISIET ONPEACIIUTh pa3Mep JeNICHUu:

arr [hg38] 19p13.13 (13155005-13554043)x1 dn

arr AHanu3 NpoBOJWICS METOJIOM MaTPUYHOM (arr) CpaBHUTEIbHOMN
TeHOMHOU rudpunusamun (cgh).
hg 38 Yenoseueckuit reHoM, cOopka 38. ITO KOHTpOIbHAS

nociaenosarensHocTs JJHK, ¢ koTOpoit conocTaBisoTcss HOMepa nap
ocHoBaHuil B uccnegyemoit JIHK. Ilo mepe usydenus resoma
YeJI0BEeKa COCTaBJIAIOTCS HOBBIE BEpCHHU («COOPKM») TeHOMa, U HOMepa
Iap OCHOBAHUI MOTYT yTOUHATHCS.
Muxkponenetns  V3ameHeHus Oblii 0OHapy>keHbI Ha ydacTke 13.13 kopoTkoro 1ieya
19p13.13 19-i1 XxpoMOCOMBI

13016005 — [Taps! ocHoBanwmit ¢ Homepa 13155005 no Homep 13554043

13415043 oTcyTcTBYIOT. OTHSIB IIEPBOE YHCIIO OT BTOPOTo, HomydaeM 399 038
(mpumepHO 0,4 MO) - 3TO KOJMYECTBO HEOCTAIONINX AP OCHOBAHMMA

x1 Ha yugactke 19p13.13 npucyTcTBYET TOJIBKO OJIHA KOS Map

OCHOBaHHH, a HE [IBE, KaK JIOJDKHO ObITh B HOpME (10 OJIHOW Ha
Kaxaou 19-i xpomocome).

dn Mukpojenenus He OblIa YHACIe0BaHa OT POAUTENCH U MOSBUIIACH
BrepBbie (¢ nat. de NOVO — «3aH060»).
pat o3HayYaeT, 4TO MHKpOJENIEIUs Obliia YHACIEIOBAHA OT OTIIA;
mat o3HayYaeT, 9TO MUKPOENEIHs Oblila YHACIE0BAaHA OT MATEPH.

DopMupyomuiica (peHOTUII: Yero 0KNAATH?
XpOMOCOMHBIE aHOMAJINH, 3aTparuBaroiiye 19-10 XxpoMocoMy, B TOM YHUCIIE,
MHUKpPOJETICIIUU B HeH, ABISIOTCS 04eHb peAKMMHU. Mukposenernus 19-it xpoMocoMsl Ha
ydacTke KopoTkoro mieda 13.13 Obita oOHapys>keHa TOJIBKO Y MIECTH YJICHOB TPYIIIHI
Unique.
HemaBHO B MeAMIIMHCKOH TUTEpaType COOOIIHIIN BCETO O CEMH CITy4asX MUKPOACTICIIHN
19-i1 xpomocomsl Ha 3TOM ydacTke (Auvin 2009; Dolan 2010; Nimmakayalu 2013).
U3zBecteH emie oquH ciry4ait nenenun 19p13.13, ogHako y 3TOTo YeroBeka B OOJIbIICH
CTETIeH! aHOMaJIHsl ObUTa BEIpakeHa Ha ydacTke 13.2. Dta MuKpoaenenns HoapoOHO
ommcana B opomrope Unique «Mukponeneruu 19p13.2y
(https://rarechromo.org/media/information/Chromosome%2019/19p13.2%20microdeletio
ns%20FTNW.pdf) (Lysy 2009).
Cungpom mukpoaenennu 19p13.13 6bu1 OTKPHIT HEJABHO.
K ero ocHOBHBIE IPOSBICHUSIM MOKHO OTHECTH:
KopMileHne u nuieBapeHune: y HEKOTOPBIX AeTel ¢ Mukpoaenenuei 19p13.13
MOTYT BO3HUKHYTH TPYAHOCTH IPU KOPMJICHHH U IPOOJIEMBI C MUIIEBAPCHUEM.
OTMmedaroTes ciaydau 3anopoB U 0oJieit B )KUBOTe. TakiKe MOKET ObITH
Mpo0OJIeMAaTHIHO BBOANTE B PAIOH peOeHKa TBEPAYIO MHIILY.
PocT: netr MoryT GBITh BEICOKMMH € GOJIBIION FOJIOBOM.

Pa3BuTHe HABBLIKOB prl’lHOﬁ MOTOPUKHU: YMEHUEC CUAE€Th, IBUI'aTbhCH,
XOAMTb: €CTh BEPOSITHOCTh TOTO, YTO PEOCHOK MO3KE HAYUUTCS CUNICTh, IBUTATHCS U
XOAUTh. Y HEr0 MOXET ObITh HEYyCTOWYMBAsI MOXO/IKA M TMIIOTOHYC MBIIIIL (HU3KHUiT
MBIIIICYHBIA TOHYC).



Pa3zBuTHe HABBIKOB MeJIKOIl MOTOPUKHU: 3pUTEIbHO-MOTOPHAS
KOOPAMHALUA, TOBKOCTb H CIIOCOOHOCTh K CAMOOOCTYKMBAHHIO: €CTh
BEPOATHOCTD 3aJICPKKU B Pa3BUTUMU. C OPpUYUCHUEM K TYyaJICTy TaKKE MOTYT
BO3HUKHYTH JOMOJHUTCIIbHBIC TPYJAHOCTHU.

Peub M sI3BIK: yacto COO6IHaeTC$I (6] npo6neMax C KOMMyHPIKaHPIeﬁ 1 CEPHE3HBIX
3aICpIKKax B p€4CBOM pa3BUTUU. B HCKOTOPBIX ClIydasdaX peub y peGeHKa MOXCT
MPaKTUYCCKU OTCYTCTBOBATH, TOIIda €EMY NPUXOAUTCA UCTTOJIB30BATh KCCTHI.

O0yuenue: y nereii ¢ mukpozenenueit 19p13.13 BO3HUKAIOT TPYJHOCTH B
o0yuennn. Kak npaBuio, Takue JeTH HYKIAIOTCS B JOTOJIHUTELHON OMOIIH ¢ y4eGoi.
Kaxnelit cinydaii uaausunyanes. Ha 06y4aeMocTs peGeHKa MOTYT BIUSATH IPOGIEMBI C
KOMMYHUKaIHeH.

3penue: y nereii ¢ aenenueil 4acTo OTMEYAKOTCS POOJIEMBI CO 3PEHUEM, TOITOMY
OYKH MOT'YT IIOHaJJOOUTHCA B PaHHEM BO3pacTe. Y HEKOTOPHIX AeTeil HeA0pa3BUT
3pUTEbHBIN HEPB (TUIOILIA3HSI 3PUTEIHHOTO HEPBA), TAKXKE OOJIBIIC YEM Y TIOJIOBUHBI
nereit HaOI0aeTcst Kocornasue (CTpadu3m).

Cya0po:KHBIH CHHAPOM: CYJI0POTd BO3HHKAIOT IIPUMEPHO Y MOJOBUHBI JIETEH.
BQPEMeHHOCTL U poabI

B GoabmimHCTBE CIydyaeB 0epPeMEeHHOCTh MMPOXOIUT 0e3 OCIOKHEeHHI U 1eTH
POKIAIOTCH B MOJIOKEHHBIH CPOK.

B ocHOBHOM MaTepu HE COOOIIAIOT O MPOOJIEMax BO BpeMsi OEpeMEHHOCTH. Y NIEBSTH
HOBOPOXKICHHBIX BEC MPH POKICHUN cOcTaBmiI OT 2,1 kr 10 4,1 kr (Dolan 2010;
Nimmakayalu 2013; Unique); cpennuii mokasatenp — 3,28 Kr.

HoBopo:xaennbie

B nepBble THU KM3HU Y HOBOPOKICHHBIX He HA0/110/1aeTCsl KAKHX-JIH00
SIBHBIX OTKJIOHCHHI.

Unenst Unique ¥ ceMbH, CiTyyan KOTOPBIX OMUCAHBI B MEIUIIMHCKOM JIUTEpaType, He
OTMEYAJIN y CBOMX JIeTel Kakux-Iubo npossiaeHnit Muxposeneruu 19p13.13 B mepseie
JTHU )KU3HHU. Y HOBOPOX/IEHHBIX C TAKOH MHUKPOJIENIeIIel MoTJIa ObITh KeNTyxa U
HEKOTOpBIE IpyTrue npoOIeMbl, ¢ KOTOPBIMU CTAIIKUBAIOTCS IETH M 0€3 XPOMOCOMHBIX
OTKJIOHEHHUH. Y Bcex wieHoB rpynmns!l Unique ObUIO JOCTaTOYHOE KOJIMYECTBO OAIIIOB 110
mkaie Anrap (IIkaie, o KOTOpOH ONpeJIeNsieTCsl COCTOSHUE 3710pOBbs
HOBOPOX/ICHHBIX).

“Omna ObLIa COBEPIICHHO 30POBOH, KOIa POJHIach”.
OnuH peOeHOK POTUIICS MPEXKIASBPEMEHHO:

“Omn pomuics B 35 Heflenb U 5 [HEH, HOCKIE 3TOrO €ro cpas3y MOMECTUIIH B OTACICHUE
WHTCHCUBHOU Teparuu HOBOPOXKACHHBIX, TAK KaK OH XPHIICN U HE MOT JbImaTh. OH
0CTABAJICS TaM Ha NMPOTSHKEHUH JBYX HeJENb, [I0Ka HE Ha4all eCTh caM” .

B MeaummHCKOMN TUTEpaType ONMMCAaH OJIUH CIy4al, KOTr/1a peOCHOK MCITBITHIBAI
TIPOoOIeMBI TIPH KOPMIICHHH M3-32 KOPOTKOH y3/1€UKH. Tak MponcXoanT, KOTJa TOHKHN
Y4acTOK KOH MO/ S3bIKOM HOBOPOXKJEHHOT'O CIIMIIKOM KOPOTKHUH U 3aTpydHSET
JIBIDKEHHUE s3bIKa. MiTajieHaM y3/1euKy MOXHO NoJipe3aTb 0e300JIe3HEHHO, a ICTSIM
OoJiee cTapiero Bo3pacra onepalmo npoBoasaT mox Hapko3om (Dolan 2010). V apyroro
HOBOPOKICHHOT0 OBLIH THIIOTOHYC U CHJIbHBIE 3amopsl (Auvin 2009).



Kopmiienue u numeBapeHue

Y HEKOTOPBIX €TeH MOTYT BO3HHUKATh TPOOIEMBI C MHUIIEBAPEHHEM, OCOOEHHO KOT/1a M
HAYMHAIOT JaBaTh TBEPAYIO ITHIILY.

Unens! rpynmel Unique He HCTIBITBIBAIN TPYAHOCTEH MPH KOPMIICHUH TPYABIO WU U3
OYTBUIOUKH, HO TIEPEX0/] C TPYAHOTO MOJIOKA Ha TBEPAYIO MUY MOXKET BBI3BATh
npobnemsl (Decipher; Unique). JIBym neTsaM ObUTO TPYAHO €CTh TBEpIyIO muiry. OxuH
pebeHok B Bo3pacTe 17 MecsIeB CMOT eCTh TOJBKO ey, MpeIHa3HaueHHYIO IS IeTel 6—
7 Mecsines. J{pyroii naBuics IpH prueMe TBEPIOH MUK U3-3a TUTIOTOHYCA U C1aboCTH
MBI B 00acTy pra u Hapymenui koopaunanuu (Unique). [{Boe nereii He HepeHOCHIIN
KOHCHUCTEHIIMH HEKOTOPBIX TBEP/BIX HPOIYKTOB (CM. MOAPOOHEE O CEHCOPHBIX
npoOiemax B pazzene «[loBexenue» Ha ctp. 11).

“ITpu KOPMJICHUHU IPY/IBIO Y HAC C IOYKOM HE BO3HUKAIIO HUKAKUX 1po0OieM. Eif Obu1o
HEMHOT'O TPYAHO HE OTPBIBATHCS OT TPy ITPU KOPMIICHHUH, HO IIOTOM OHA BCE-TaKH
Hay4YHJIACh U OTJIMYHO C ATUM CIIPaBIsuIach. S kopmmuia ee rpyasio jo 11 mecsies”.

“SI xopmmna €ro TPyAbIo 10 15 MeCsIEB, ¥ HUKAKUX MPOOIIEM HE BO3HUKANO. MbI
IBITAINCH 1aBaTh €My JETCKHE CMECH M Kallh B 6 MECSIIEB, HO OH JI0 CUX MOP HE MOXKET
IIPUBBIKHYTh K HUM. EMy HE HpaBHUTCSI KOHCUCTEHIMSI HUKAKOH €/Ibl, KpOME JAETCKUX MI0pe
U Kalll, y HETO HAYMHAIOTCSI PBOTHBIE MO3BIBBI KAYKABIN pa3, KOra Mbl KOPMHUM €0 4EM-TO
apyruM. C IecaTu ¢ NOJOBUHOM MECSIIEB MbI IIBITAEMCS 3TO LEIEHANPABIEHHO JIEYHTh,
HO TIOKa HE 3aMETWIIN 3HAYUTEIILHOTO Mporpecca. Y Hero ObUI 0YeHb HU3KHUH Bec U3-3a
TOT0, YTO MBI HE MOTIJIH J]aBaTh eMy Ooublie eabl. Eime, ecau BAPYT OH MOAXBATHT KaKoii-
HHOYIb BUPYC, TO €TO CHJIBHO TOITHUT M3-3a PBOTHBIX MO3BIBOB OT MOKPOTHI B TOPJIE.
HenaBHO MBI HadaM J0OABIATH ChIHY B €y Macja U CTalIH AaBaTh €My
BBICOKOKAJIOPUIHYIO CMECh, KOTOPYIO HaM IIOCOBETOBAJ racTposHTeposior. biarogaps
3TOMY CBIH CTaJl MOJy4aTh GOJIbIIE KAJTOPUH U HAKOHEL-TO PUOaBUI B Bece” — 2 200a

VY nereii ¢ mukponeneruer 19p13.13 gacTo oTMEUaIOTCS 3aMOPBL, TIOATOMY UM HEPEIKO
MIPOTHCHIBAIOTCS Pa3INYHBIC CIAOUTENbHBIE. TakkKe IMOMOTaeT YBEINICHHE KOJTIMIeCTBa
KJIeTYaTKH Win Macen B panuoHe (Auvin 2009; Unique). B MmeauiiuHckoii muteparype
€0001IaNIOCh 0 ABYX JETAX ¢ OOISIMHU B )KUBOTE M PBOTOH. Y OHOTO peGeHKa, KOTOPOMY
OBLIIO TSHKEIIO KEBATh U MPOTJIATHIBATH TBEP/IYIO MHIIY, CHMIITOMBI MTOSIBIJINCH B 17
mecsite (Dolan 2010). YV apyroro 6buta AHArHOCTUPOBAHA LIEIUAKHUS, CHMITOMBI
KOTOPOit mposiBiismuch ¢ 7-9 mecsen. Ceituac on Ha O6e3rmoreHoBoi auere (Dolan
2010). OrHa nIecTUIIETHSSI IEBOYKA MEPBbIE YETHIPE I'oJla CBOCH MKU3HU CTpajaia OT
XPOHHYECKOH Auapeu, KOTopoil He Moriu Haitu npuauny (Dolan 2010).

DusuvecKoe pasBuTHE

JleTn MoryT ObITh BBICOKMMH U € 00/1b1101 I0JIOBOM.

Hetu ¢ cuaapomom mMukpoenermu 19p13.13 00bIYHO cpeHero pocTa, XOTS MOJOBUHA
n3 HuX (6 u3 13) — Boime (Dolan 2010; Nimmakayalu 2013; Unique). Bec 00bsr4n0
MIPOIIOPIMOHAJICH POCTY. Y 0oHOTO pebenka Obu1 m30brTounsli Bec (Dolan 2010), ay
Tpoux Apyrux — Hemoctarounsiit (Dolan 2010; Unique).

“Omna oueHb BBICOKAs JUIst CBOETO BO3PACTA, U €€ BEC COOTBETCTBYET POCTY  — 7 nem

“On — GonbIION KPENKKUI MAIBYKK, OUYEHb CUIIBHBIN® — 5 1em



VY nereii ¢ cuaapomMom Mukpoenermu 19p13.13 o0br4HO Gobmias rojoBa. Y Bcex
CeMEpBbIX JIeTeH, OMMCAaHHbIX B MEANIIMHCKOM JIMTEpaType, OKPYKHOCTh I'OJIOBBI
MPEBBINIACT MTOKA3aTEeNH, COOTBETCTBYIOMIHE 97-My nponeHTIO (Auvin 2009; Dolan
2010; Nimmakayalu 2013). Ynens! rpynns Unique pefko oTMedaroT 00JIbIION pa3mep
TOJIOBBI, OJJHAKO HEKOTOPBIE 00OpAIaloT BHUMAHHIE Ha YEPTHI JIAIA, KOTOPBIE MOTYT OBITH
CBSI3aHBI C KPYIHOI T0J10BO# (cM. «UepTs! muma» Ha cTp. 15).

Pa3BuTHe HABBIKOB KPYIIHOI MOTOPMKH: YMEHUE CUETh, ABUTATHCH, XOAUTH
EcTbh BepoSITHOCTB, UTO y pedeHKa 0y/aeT Ha0JJI101aThCs 3a/iep:KKa pa3BUTHSA
HABBIKOB CHIETHh M XOAUTh. Y HEro MOKeT ObITh IIATKAs NMOX0KA U ¢JIa0oCcTh
MBbIIIL. Y HEKOTOPBIX JieTell 3a/1ep:KKa B MOTOPHOM pPa3BUTHH OyJeT BbIpazkeHa
0oJ1ee SIBHO.

BonbmmHCTBO poanTeNnel pacCKa3bIBalOT O TOM, YTO peOCHOK HavYall XOIUTh MO3Ke
MIOJIOXKEHHOTO Bo3pacTa. [Ipu HoOpMaTbHOM pa3BUTHH AETH 0€3 XPOMOCOMHBIX
OTKJIOHEHUH, KaK MPaBUJI0, MOTYT CHJIETh 0€3 TIOCTOPOHHEN OMOIIH B 7 MECSIIEB U
y4arcsi XOIuTh B Bo3pacte ot 9 1o 18 mecsies. Oaun pedberok u3 rpymnmsl Unique B 9
MECSIIeB TOYTH HE yMel CHIeTh. B 12 MecsIeB pa3BuTHe KPYITHOH MOTOPHKH JPyTOro
pebenka-ygactHuka rpymmsl Unique oTcTaBaiio Ha 6 MecsieB. OH Hayduics
CaMOCTOSITEJILHO CUAETh TOILKO B 11 Mecsies, a moi3ath B 12—15 mecsies. [1o cioBam
YeThIpeX WICHOB rpymnnbl Unique, B CpeJHEM JETH HAYHHAIOT MOJI3aTh B 16 MecsIeB
(Bo3pacTHOM nuana3zoH — 13-22 mecsues). XoANTh A€TH HAYNHAIN B BO3pAcTe
puMepHoO 2 niet 4 MecsIeB (Bo3pacTHO quanazoH — 22 mecsana—3 roga) (Unique).
OnuH pebeHoK B 17 MecsIieB Mor TobKO mogauMars ronoBy (Unique). Jpyroit pedeHOK
MIPOIIIEN BCE 3TAIbI PA3BUTHS, HO C 3aepxkkoit Ha 12—18 mecsauer (Unique). [Ipobnemoit
MOJKET SIBIISITHCS THIIOTOHYC MBIIIII, IPUBOASIINA K HAPYIICHHIO KOOPAUHAIIHH.
I'umoronyc MoxeT O6bITh XporudeckuM (Auvin 2009; Dolan 2010; Nimmakayalu 2013;
Decipher; Unique).



“Y nero runoronyc. OH o4ens c1ab u B 15 Mecsues Bee ente mwioxo cuaut. Jo 11
MECSIICB OH BOOOIIE HE MOT CUACTh. [y KymaHus ObLT HEOOXOIUM CICIIUATBHBIN
CTYNBYUK”.

“VY Hero ¢ poKIEHHS 3a1€pKKa B pa3BUTHU. Tonbko B 11 MecsIeB OH HAyYHIICS CHIETH, a
XOJUTH HAYaJI TTOYTH B 2,5 roja. Korma oH ObLI eIle COBCEM MalleHEKHM, BPAauH CKa3allH
HaM KynuTh eMy 0oTtunKkH Piedro (cnienmanbHbie GOTUHKY A7 JETEH ¢ OrpaHMYeHHBIMU
BO3MOKHOCTSIMHU W/MJIM JUIsL IETEH, KOTOPBIM TPEOYETCs NONOIHUTENbHAS OAIEPKKA
CTOIBI UM JIOABLKKH). B HEX OH cMOT X0AuTh. OOBIYHO OH HOPMAJILHO XOIHUT, HO 10
TpOTyapaM ¥ OOpIIOpaM IIaraeT HeyBepeHHO. Eciu jke OH MIoxo ceOst 4yBCTBYET MU
yCTal, TO U X0AuT Xyxke. CaM MOJHUMAETCs 10 JECTHULIE, XOTS U IePIKach 3a IEpHIIa.
ITonemHOry GEraeT, HO MEIIEHHO™,

“Ha cryuaii, eciim OH yCTaHeT, MBI GepeM ¢ cOGOM KOJSICKY, @ U3 €r0 IIPOCTOr0
BeEJIocuIicaa 6HaFOTBOpI/lTeHbHaH OopraHu3zanusa 1nmomorijia HaMm CAejiaThb CHeHHaﬂLHblﬁ
TpeHaxep, 9TOOBI TIOMOYb €MY MOIEPKUBATE MBIIIEYHBIN TOHYC”— 6 1em

“Cpowu nepBbI€e 1aryu OHa cliesana B 37 MecsLeB, a B 3,5 rojia OHa BCe €llIe yYuIach
xouth. C 3 1o 6 MeT 0OHa TOJIh30BaaCh PEBEPCUBHBIMU XOMyHKaMHU (OHU pa3padOoTaHbI ¢
LENBIO CIETATh X060y MEHEe YTOMIISIONICH, YIYUIIUTh OCAHKY H YCKOPHUTH TIPOLIECC
0o0yueHHs X0ap0¢e). ITO 0OYCHH IMOMOTIIO HAM HAYYHTh €€ XOJAHUTh H YyBCTBOBATH CeOs
KOM(pOPTHO BO BPEMs XOAb0bI, TAK YTO K 6 roj1aM OHa yKe XOpoIo Xoamia cama. OHa
XOPOIIIO XOJIUT KaK J0Ma, TaK U Ha mporyJike. [1o gecTHuIle mogHuMaeTcs, AepKach 3a
nepuia. JIroOuT urpats B Jorousiiku. Ee moOumslii ypok — ¢uskynsTypa. OHa cTpanaia
OT TUTMIOTOHYCa MBI TyoBUIIA. K 7 rogam cutyanus yiaydIiniach, U MBIIIEYHBII TOHYC
MOYTH TpuIies B Hopmy. C BO3pacTOM TaKKe YMEHBIIIHIIICS TUIIEPTOHYC B KOHEYHOCTSX
(TIOBBINIEHNE MBIIIEYHOTO HATIPSHKEHUS M YXYIIIEHHUE CTIOCOOHOCTH MBIIIIT K
pactsokenuro)” — 7 nem

B MequumHCKoil tuTepatype 4acTo ONMCBHIBACTCS 33JEP)KKa B PA3BUTUH: PEOCHOK MOXKET
CaMOCTOSTENIFHO CUICTh  HAYMHAET BCTaBaTh TONBKO B 2 Tona (Auvin 2009). pyroi
Havax xoauth B 2—3 roaa (Dolan 2010; Nimmakayalu 2013).

VY ozHO#M NeBOYKH HAOIIONAINCH MHOTOUNCIICHHBIE ITPOSIBICHUS TUCTIPAKCHH
(HapymeHne KOOpAUHALINH, 3aTparuBaoliee KpyImHyIo 1 MEJIKYI0 MOTOPHKY)
runotoHyc. Taxke y Hee ObuIa HapyIIeHA IPONPHOLEIIHS (OILyIIIEHHE TIOJIOKEHUS
KOHEYHOCTEH oTHOCHUTENbHO Tena). OHa Oblila HEYKITIOXKA, Majjaa HECKOJIBKO pa3 B JICHb
(Unique). OntHa B3pociast >KeHIMHA U3 Tpynnsl Unique MOTJIa XOIUTh, HO €€
crocoOHOCTH K X0p0¢ yxyamanack. OHa HETBEP/IO CTOsAIA HA HOTaX M ObUIa BRIHYKACHA
TIepeIBUTaThCs Ha OOJIBIIINE PACCTOSIHUS B HMHBAIMIHOM Kpecie. Y 11-neTHelt qeBoukn
MTOXOJIKa CTaa HEYBEpPEHHOMU, Kor/ia eif Opu10 9 neT. Y Hee Taxke CIy4Yanch MPHCTYTIBI
rojoBokpysxeHus (Nimmakayalu 2013).

Just mukponenerun 19p13.13 xapakrepHa aTakcus (paccTpoicTBO KOOPANHALIIH
JIBIDKEHHUI ), KOTOPasi MOKET BIIMATH Ha Pedb, a TAK)Ke HA KOOPANHALMIO U TTOIIepKaHne
paBHOBECHSL.

[TaTb M3 cemMu YeNnoBeK, Cllydan KOTOPBIX ONHMCaHbl B MEAULIMHCKOM JINTEpaType,
CTPaJaroT OT MbleuHo# runoronuu (Auvin 2009; Dolan 2010; Nimmakayalu 2013).



Pa3zBuTHe HABBIKOB MEJIKOH MOTOPUKH: 3pUTEIbLHO-MOTOPHAS
KOOPAMHALMS, TOBKOCTh U CIIOCOOHOCTh K CAMO000CYKUBAHUIO.

V nereii ¢ Mmukpoaeaenuei 19p13.3 yacro Hab/1101aeTCcs OTCTABAHME B
Pa3BUTUM HABBIKOB MEJIKOIi MOTOPUKH.

C npuy4yeHueM K TyajleTy TaK:Ke MOI'YT BO3HUKHYTH JIONOJTHUTEJIbHbIE
TPYAHOCTH.

3amepKKa B pa3BUTHH MEJIKOW MOTOPHKH BCTpedaeTcs Kak y wieHoB Unique, Tak U
YIOMHHAEeTCs B MeJUIMHCKOM nTepatype (Auvin 2009; Dolan 2010; Nimmakayalu
2013). Oprotepanus u HU3NOTEPAIUS C PAHHETO BO3pacTa MOTYT IIOMOYb, HO OJIUH U3
poaMTeNnel oTMeval, 4To Iporpecc UIeT MeuleHHo. B 1Ba roga y ero pebeHka
XBaTaTeNbHbIN pedIiekc (CIOCOOHOCTh 3aKUMaTh NIPEIMET B pyKe) ObLI OYEeHb CIa0bIi 1
pa3BHBaICS C 337ep)KKOW. BMecTO TOro 4ToObI aKKypaTHO MOJIOKHUTH MPEIMET Ha MECTO,
HanpuMep, Msid B KOPOOKY, OH IPOCTO ero Opocan. TeM He MeHee HaBBIK
coBepmreHCTBOBaCs co BpeMeHeM (Unique) (cM. «Jleuenue» Ha cTp. 17). Y narmnetHero
pebeHKa ObLIH POOIIEMBI ¢ MEJIKOH MOTOPHKOM: OH TOJILKO HauWHAI BOAUTH
KapaHJIaIlIoM 1o OymMare, HO He MOT KPYTHTh HE/Iali HIM KaTaThCsl HA CAaMOKaTe.

““OH XOPOIIO eCT MaibliaMH U MBITACTCSA JIOKKOIL, MyCTh MOKA M HEAKKypaTHO™® — 6 iem
, Iy Yy

“Omna nouTH Bce MOXKET ecTh cama. MHOT[a HEeaKKypaTHO — CYII, HAPUMED, HEMHOTO
pasbpeI3ruBact. U3 yamku ymeer muTh cama” — 7 zem

Ilo coBam poauTeneil, UM U UX AETAM IIOMOTal0T COBPEMEHHbIE TEXHOJIOTUU U
YCTPOMCTBA, HAIIPUMED, TUIAHIIETHI.

“Omna XOpOIIO MOJIB3yETCs CEHCOPHBIM dKpaHoM (Hanpumep, y iPad). Tak passuBaercs
3PUTENLHO-MOTOPHAS KOOPAMHAIUS ¥ MEJIKast MOTopuKa™ — 7 iem

Yxox 3a co00H st HEKOTOPHIX JIeTel ¢ Mukposenenueid 19p13.13 moxer
COTIPOBOXKIATHCS JOTIOTHUTEEHBIMU TPYIHOCTIMU (cM. «JleueHue» Ha ctp. 17),
MTOCKOJIBKY 3TOT HaBBIK HAIPSMYIO CBSI3aH C MEJIKOH MOTOPHKOM.

“$I momoraro eif 0/1eBaThCS, a Pa3IETHCS OHA MOYXKET cama. Pyku oHa MoeT 63 momonty, a
BOT MBITBCS TIOJIHOCTBIO M YMCTHTE 3yOBI CAMOCTOSTENLHO TIOKA HE YMEET” — 6 1em

“MBbITbCS OH €IIE HE YMEET, HO TIOHEMHOTY YUUTCsl. 3yObl YUCTUT DIIEKTPUYECKON
IETKOM, ¢ 9TUM MBI eMy nomoraem. OJIeBaThCs caM He yMeeT” — 6 em

B GonpmimHCTBE ClyyaeB JeTH ¢ MUKPOENEel IPUYYaroTcs K TyaleTy Mo3IHee, YeM
uX cBepcTHUKHU. ONHY EBOYKY MIPHYYAIH K TOPIIKY J0 5 JIET, OJHAKO B 6 JIET BCE elIe
OBIBANIM CITy4Yau, KOTJ]a OHa MOYHIIACh B KPOBATh HOYEIO.

“C Tyanerom 10 cux nop GeIBarOT TpyaHOCTH. OHA PEIKO BCIIOMHUHAET MPO TYaJIET, Yalle
BCero 3a0bIBAET MITH JIaKe HE 3aMEYaeT, I03TOMY OHA HOCHT MOJATY3HHK BCE BpeMs” — 6
nem

“Omn HayuWsICs NOJI30BATHCS TOPLUIKOM K 4 rojiaM, HO HOUBIO 10 CUX IIOP B
HnoAry3HuKax” — 6 zem



SA3bIK U pedb

Yacro coodmaercs o npodjaeMax ¢ KOMMYHUKaLUeil M cepbe3HbIX 3a/IepiKKaxX B
pedeBoM pa3BuTnu. HekoTopble 1eTn pa3sropapuBaioT O4eHb MaJIo H, B
OCHOBHOM, MCHOJIL3YIOT 3HAKH H ’KeCcThl. B 3T0ii cuTyanun moMoraioT 3aHTHA C
JIOTOME/I0M Y IProTepaneBToM.

Hetu ¢ mukponenernuen 19p13.13 HauMHAIOT TOBOPUTH HAMHOTO MO3KE, UEM HX
ceepctHUKH (Auvin 2009; Dolan 2010; Nimmakayalu 2013; Decipher; Unique). Oqun
Malb4yHK OTCTaBal B PEYEBOM Pa3BUTUH IPUMEPHO Ha 2,5 roaa. OH Havaj NPOU3HOCUTH
CJI0Ba B 4 T0/1a, @ TOBOPHUTH CBSA3HO TOJBKO B 5 sieT. O/1Ha AeBOYKa Hadasla OCO3HAHHO
IIPOM3HOCUTD OJJHOCIIOKHBIE CI0BA TOJNBKO B 3,5 To/1a, HO B OOJBIIMHCTBE CIIy4acB
HCTIONb30BaIa JKECTHI. Pedb B 3TOM Bo3pacTe Oblila OrpaHUYIECHA, HO IIOHEMHOTY
¢dopmupoBanace. B 6-1eTHEM Bo3pacTe 1eBOYKA NBITATIACh BHITOBAPUBATH OKOJIO 20 CI0B
WJIN UCTIONB30Baja mpuMepHo 10 sxecToB. B mikosne ¢ Hel 3aHUMAIINCE JIOTOIIEIBI.
Bbnaromaps 3ToMy ee HaBBIKH PEUH YIyqIIHINCH.

B MeauIuHCKON TUTepaType TaAKKE OMUCAHBI CIy4an CPeIHEeH U TshKeIoi Gopm
3aJIepKKH peun. Y pebeHka Obuia 3a/iepiKKka peueBOro pa3BUTHs, HO K 9 ¢ IOJIOBUHON
rojiaM CJIOBapHbIH 3anac 3HauuTesbHo pactmpuics (Dolan 2010). [IBoe nereii - 11-
nertnss neeouka (Nimmakayalu 2013) u 14-netauit mansuuk - (Dolan 2010),
MPaKTHYECKU HE YMEIH TOBOPUTD.

“Ona u3maeT 3ByKU U MAIIET PyKaMHU, YTOOBI IPUBIICYL BHUMAHKE U BHIPA3UTH OMOIUH.
OHa uCHoB3yeT HESCHBIE )KECThI, MBI C HEH yIUM MX KaXKJbIi JIeHb, HO TIOKa OHA
BBlyuHMJIa Mao” — 2 200a

“OH roBOPHUT OYEHb KOPOTKUMH TIPEIIOKEHUSIMHU, YaCTO HEBHATHO. HekoTophie clioBa u
3BYKH OH IPOU3HOCHT 4eTKo. Ho co 3BykoM «(» u elie HeCKOIbKUMHU OBIBAIOT
npobieMbl”— 6 em

“Omna 3naeT 0K0JI0 50 CIIOB U MOYKET MOTIBITATLCS TOBTOPUTE GOJIBITUHCTBO IPYTHUX.
ITocne Havana 3aHATHH B MIKOJIE U CO CIICIHATNCTAMH DJlIa HAy4YHIach YeT4e BIPAXKaTh
cBo xenaHua. OHa 3HAeT HECKOJIBKO CIIOBOCOYCTAHNHN, HAIPUMED, «HY>KHO HIITI», HO B
OONBIIMHCTBE CIyYaeT UCIOIb3yeT TOIbKO 1 cioBo. OTHOBPEMEHHO MPOU3HOCHUT CIIOBO U
HCTIONIB3YET KECTHI, HaIPHMeEp, CIIOBO «OOIIBINe) TOBOPUT U TOKA3BIBAET JKECTAMH.
XKectsl y Hee Mexay coboil HuKaKk He cBs3aHbl. Kpome Toro, oHa cTana yaiie
MIPOM3HOCUTSH cJIoBa. JKecThl 04eHb moMoraroT Diute. Mbl He TPoOOBaIN HUKAKUX JIPYTHX
Croco0oB 0OOIIEHMS, TaK KaK €e peub 3HAUNTEIBHO YJIYUIIHIach C TEX MOP KaK OHa
HomIa B KONy — 7 nem

SI3BIK XKECTOB U3y4aeTCs C PAHHETO BO3pacTa, Hanpumep, ¢ 14 Mecaues, U UCTIONb3yeTCs
kak MuHUMYM 4 unenamu Unique. Oqun wieH rpynmsl Unique B Bo3pacte 18 et He ymeer
pasroBapMBaTh, I0O3TOMY /I OOIIEHUS HCHIONB3YET SI3bIK MakaToH (CHCTEMY 3HAKOB,
CHMBOJIOB U JkeCTOB). Jlpyrue iis epeiaqn COOOIIEeHNs COOECEHUKY UCTTONB3YIOT
crennanbHbIe KapTOUKH ¢ m300paxenusmu (kaproukn PECS). Ponurenu takxe orMedaror,
YTO 3TO MMOMOTAET JeTSM B OOIEHUH U B CaZHKe, U B IIKOJIE, U B OOJBHHUIIE, U IOMA.
“Coin ucnonszosan kaprouku PECS B sicisx. B mositopa rojia OH X0MuJI B ACAH IS
JeTelt ¢ OTpaHUIeHHBIMU BO3MOXKHOCTSAMH. TaM OH 00IIIajcs ¢ TOMOIIBIO 3HAKOB U
kapTouek PECS. Mens naxe OTIpaBUIM Ha KypChl, YTOOBI s MOTJIa IOMOTaTh eMy. Mbl
3aHUMAaKCh 110 Kaproukam PECS noma” — 6 iem
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IloBenenue

Jeteii ¢ Mukpoaesenueii 19p13.13 yacTo onuchbIBalOT KaK CYACTIMBBIX,
3aMHTEPECOBAHHBIX B PA3HBIX 3aHATHAX U OOIIUTEIbLHBIX, XOTH Y HUX MOKET
HaOJII0IaThCSI TPEBOKHOE H/UJIH arpecCHBHOE MOBEIeHNE H/WIH CEHCOPHBIE
npooJeMbl.

HexoTtopsle 1eT MOTYT UCIBITBIBATh TPEBOKHOCTD MIIM arpecCulo, HO yUUThIBas, YTO B
LIeJIOM JeTel ¢ enereil Majo U MHOTHE U3 HUX eIl MaJIeHbKHE, HEACHO, HACKOJIBKO 3TU
po0JIeMBbI pacpocTpaHeHbl 1 J0IToBpeMeHHbI. HekoTopoe 6ecriokolCTBO MOKET OBITh
CBSI3aHO C TPYTHOCTSIMH B oOmeHun. HpopMarus o IOBEICHNH MPEeIOCTaBICHA OT
qiieHoB Tpymnsl Unique.

“MHue GBIBAET CIOKHO U3-3a TOTO, 9TO OOJBITYIO 9aCTh BPEMEHH S HE OHUMAI0, O YeM
OH XOYET MHE CKa3aTh . BBIBAaeT TaKoe, 9TO €ro MPOCAT CAEIATh YTO-TO HOBOE, H OH 3TO
nenaet. Ero 3a 5T0 XBalAT, HO IO KaKOH-TO HETIOHATHOI IPUYHHE OH CTAHOBUTCS
IPYCTHBIM, PACTEPSHHBIM ¥ HAYMHAET IUIAKaTh. MBI HE TOHUMAEM, TIOYEMY TaK
HPOMCXOJIUT, U TI03TOMY CTapaeMcs HE XBAJIUTh €r0 TPOMKO, €CIIH OH JEJIAeT TO, 9€T0
HMKOTI/Ia paHblie He aenan” — 2 200a

VY nereii ¢ mukposeneruei 19p13.13, kak mpaBuUiIo, HET 0COOCHHBIX POOJIEM C
noBeneHneM. Ho y oqHOTO pedeHka B paHHEM BO3pacTe OBUIA OTMEYEHBI HEKOTOPHIC
TPYIOHOCTH C TIOBEICHUEM, K 5 TOZaM €ro MaMa CMOTJIa HATH C HUM OOIIHIA S3BIK
(Unique), 1 0H cTaJ BecTH ce0s1 3HAUNTENBHO Jydiie. OZHAKO 10 CHX IO HHOT/IA Y HETO
CITy4arOTCs IPUCTYTIBI THEBA 0€30 BCAKOM BUIAMMOI IPHYNHEL:

“OH CTaHOBHTCS arPECCHBHBIM B CTPECCOBOM CUTYaLlMM MIIM KOTJA OH YEro-TO He
noHuMaet. MlHor1a MHE CJI0KHO TOHSATh, IO KAKOW MPUUKUHE POUCXOIST OTH
SMOIMOHAIBHBIC BCIBIIKA. KOraa oH X04eT ecTh, OH CTAHOBUTCSI ITPOCTO HEBBIHOCHMEBIM.
Arpeccus IpOsIBIIICTCS B TOM, YTO OH PBET Ha ce0e 0JIeXK Ty, ObETCs TOJIOBOH O ITOJT HITH
CTeHy H KycaeT ce0s. CIpaBUTBCS C TAKAM TTOBEICHHEM OBIBaCT OYEHB CJIOXKHO, BCS HAIlA
CeMBbsI ITEPEKUBACT U3-3a ITOTO, HO MBI IIPOCTO CTapaeMcs peooieBats 3to! Takxke oH
CTAHOBUTCS GECIIOKOWHBIM, KOTJIa €My HE HPABUTCS MECTO, B KOTOPOM OH HAXOAUTCS —
6 nem.

“C ponurensmu oHa BEET ce0s1 HAMHOTO XYKeE, YEM C APYTUMHU Joa6Mu. OHa MOKET
YCTPOUTb HaM UCTEPUKY, KOTJa BCE UJIET He TaK, Kak xouercs ei. Ho B mkose Takoro He
ObIBaeT. YuuTesel yIuBIIseT, 4TO I0Ma OHA TaK IIIOX0 ceds BE/IeT, IOTOMY UYTO B LIKOJIE
HUYErO TOJ00HOTO He IPOUCXOAUT” — 7 iem

Jletu ¢ mukpoaenernueit 19p13.13 mro04T pa3Hble BUABI ASITEILHOCTH, BKIIOYAs YTEHUE
KHUT, TPOCMOTp (DUIIBMOB, [IEHNE, PUCOBAHKE, UTPHI C UTPYIIKAMHU B BUIE )KUBOTHBIX U
moael, urpel LEGO®, miaBaHue U UTPBI HA CBEXeM Bo3ayxe. OHU 00T MPOBOIUTH
BpeMsi C IPYTUMH AE€ThbMHU, HATIPUMEP, CBEPCTHUKAMH WIIK OPaThSIMU U CECTPAMHU.

“EMy HpaBHTCS UIPaTh B JOTOHSUIKK ¢ OpaToM Win MamMoil” — 2 200a

“Ona o4enb KOMMYHUKAOEIBHBIN PEOEHOK U IFOOUT 0OIIATHCS, 0COOEHHO KOT/Ia €M
AIUIOUPYIOT U XBAJIAT €€, KOTIa OHA YTO-HUOY b JenaeT — 2 200a

“On oueHb OOIIUTENBHBIN...OH JIIOOUT JIIOAEH U IPOCTO KO BCEM MOAXOAUT U MBITAETCS
HOTOBOPUTh C KaXKIbIM” — 6 1em
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v YCTBCPLIX U3 MIECTU YJICHOB I'PYIIIbL Unique OTMEYAIOTCA CCHCOPHBIC l'[pO6J'ICMLI, B
JABYX ClIy4dadX — OTBpAlICHUC K IMUIIC. Taxxe JACTU MOT'YT UCIIBITBIBATH OECITOKOICTBO OT
T'POMKHUX 3BYKOB.

““On TeprieTh He MOKET IPOMKHE 3BYKH U (eliepBepkn. Koraa o Ha9MHAET TPACTUCH OT
CTpaxa, Mbl POCTO CTAPAEMCSI €r0 YCIIOKOUTL — 6 J1iem

“V Hee TAKTUIIbHAS TUTIEPUYBCTBUTENILHOCTE. MBI JeNany meTounsiid maccaxx Wilbarger
Brushing (maccax metkoit Wilbarger, mpoBoANMBIif HECKOIBKO pa3 B I€HB IS
YMEHBIICHNS CEHCOPHOI MM TAKTHIBHON I'MIIEPYYBCTBUTEIILHOCTH),  3TO OYCHb
XOpoI1Io oMoruio. Takike OHa BOJIHYETCs, KOTa MbI BeJIeM € K Bpady I CTOMAToJIOTy.
B mymHbIX MecTax el Toxe ObiBaeT HekoM(popTHO™ — 7 1em

PO,I(I/ITGJII/I YacCTO roBOpAT O TOM, HACKOJIBKO UX JCTHU O6HII/IT€J'II)HI)IG u }IO6pOZ[yHIHLIe Kak
CO CBEpPCTHUKAMM, TaK M CO B3POCJIBIMU:

“On Beceblil, MUIIBIHA M YIIBIOUMBBIA MaJIbUMK. Y HEro camas CuacTaMBas yJbiOKa 1
noOpeiiinas Tymia Ha Bceit 3emiie. Bce roBopsT, 4TO KOTr/ia OH 3aXOIHUT B KOMHATY, OH
CIIOBHO OCBEIIAET €€ CBOEH yIbIOKOH” — 2 200a

“On uynecHblii ManbuuK. OH TakOH JHOOSIIMH, ¥ TO, YTO OH HE BCEr/a Ipe

crieBaeT B yueOe, OH KOMIICHCHUPYET TeM, UTO OH BECEINTBI U CUACTIMBBIN MaJICHbKHIA
MAaJBYHIIKA, H BCE, KTO €r0 BCTPEUAIOT, OYaPOBBIBAIOTCS UM. J{JI1 MEHS TIPOCTO CIIBIIIATH
ero cMex — 6oJbIIoe cyacTbe”— 6 1em

“Urax, ¢ uero Ha4yatk...! OHa BCer/a BBIMISIUT OYE€Hb CYACTIMBOMW. OHA IPUHOCUT
CTOJIBKO PAZIOCTH OKpPY’KatolTiM. KTo-To ofHa)KABI cKa3all, YTO OHA 00J1alaeT JapoM
yKpalarh JeHb JHO0ro 4eI0BeKa OHON JIHILb YIBLIOKONH — 7 em

Oo0y4enmne

Y nereii ¢ pesnenuei 19p13.13 Bo3HMKaOT TPyAHOCTH B 00yueHuu. Kak
NMpaBUJI0, UM TpedyeTcs TONOJHUTEIbHAas MOMOIIb ¢ yueOoii. Kaskabiii
cay4daii nnausuayajeH. Ha od0yyaeMocTs pedfeHKa MOIyT BJAUATH NP00OJIEeMBbI €
KOMMYHUKAaIHEH.

Tpoe aieHoB rpynms! Unique, TOCTHTTIINE IIKOJBHOTO BO3pacTa (BCe OHM HaXOATCS Ha
HavyaJIbHOM 3Tare 00y4YeHHs ), CTAIIKUBAIOTCS C HEKOTOPBIMH TPYJHOCTSIMH B O0yUSHHH.
Tak, oH ceMuIeTHIH peOeHOK yuuTcs B 001ieo0pazoBaresibHOM mKkose 1 20 yacoB B
HEJIETI0 3aHUMAETCs JONOIHUTENBHO, HO, CKOPEE BCETO, MY BCE XK€ NMPUIETCS NEPEiTH B
crenuanbHyo mKoury. J{pyroit peOeHOK Havyan XOAUTh B OOBIYHBIN AETCKHUI caj| pu
IIKOJIE M TaK)Ke IOJTydaeT IICUXO0JIoro-meaarorndeckyto nomonts (Unique):

“B 1uKoJie OHa yuuTCs Jydlle, 4€M 0XKUIAI0CH, M3ydaeT OyKkBbl ¥ nudpbl. OHa Bee elne
OTCTaeT OT CBOUX CBEPCTHHUKOB, HO JAeaeT Ooubline ycrnexu. OHa YIUTCS 110
WHAUBUAyaIbHOMY yueOHOMY TuiaHy (MYII). OHa o4eHb XOpOoIIo 3aHMMAjach B JIETCKOM
cany. K cepenune yueOHOTO T0/1a OHA YXKE 3HACT BeCh ayi(haBUT, Jerko cuurtaet a0 10,
MOJKET IIPOYHUTATh HEKOTOPHIC CIIOBA U HAIACATh CBOE UM (IIpaBia, HEMHOTO
HEaKKypaTHO). Y Hee eCTh TPYIAHOCTH C O0yYCHUEM, HO MBI CYUUTACM, YTO OHU HE OYCHb
cepbe3nblie. Ee orpomMHbIe ycrnexu B IKoJIe YAUBJISIOT Beex Hac. OHa mo0uT My3biky. Bee
YKa3bIBaeT Ha TO, YTO Y HEE OTJIMYHAS [IAMSITh: [IKOJIbHBIC TECThI IIOKA3bIBAIOT, YTO OHA
3a[IOMHHACT TO, YTO YUHT, U MOJyYCHHbIC 3HAHHS HE 3a0bIBAIOTCS TIOCIIE [UTUTEIbHBIX
nepephiBoB B 00ydueHnn. OHa OYeHb cTapaTelibHas U T0OpoIyIIHasl, C Hel Bcera
MPHUSITHO paboTathk. Eif lerye BCero yUYuThCsl B THXOW 00CcTaHOBKE 0€3 BU3yalTbHBIX
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pasapaxureneil. Ee mocTossHHO cOMPOBOXKIaeT TOMOIIHKK, U 3TO 0YCHb 00JIer4aeT
npouecc 06yuenus. OHa yuuTcs, HaGIrOAas 38 CBEPCTHUKAMH, TIOBTOPSIET 38 HUMK ™ — 7
nem

“On otcTaer B y4ebe OT CBOMX POBECHHKOB IIPUMEPHO Ha [1Ba rojia. Y HEro ecTh
3aKJII0YEHHUE BPada, ¢ OJIyTOpa JET OH BXOAUT B PEECTp AETeH ¢ 0COOBIMU
oOpazoBarenbHbIMU ToTpedHOCTSIME (SEN). ¥V Hero xopomast namsite. OH enie He yMeeT
YUTaTh, HO HaYaJl Aep>KaTh KapaHalll U PUCOBATh B OJIOKHOTE ¢ IATH JeT. OH XOAUT B
00111e00pa30BaTENbHYIO KO, II€ 25 4acOB B HEJIGJIIO €0 COIPOBOKAAET ITOMOIIHHK.
Ecnu eMy uHTepecHbI TeMBI, TO eMy HpaBUTCA YUUTHCSA. C MOMOIIHUKOM y HEro TakkKe
OTJINYHBIE OTHOLIEHUS. XyXKE BCEro 00yUYeHUe aeTest My, KOTIa OH TOJIOAEH” — 6 nem

B ydebe MoryT OBITH TIOJIE3HBI COBPEMEHHEIE CPECTBA M TEXHOJIOTHH, 00JIerJaronme
oOyueHue:

“Ona muret py4yKkod Win Kapasiamnom. B usydennn GyKB HaM OPUTOHIICS TUIAHIIET.
KaxxeTcs, ¢ IuIaHIIETOM €i JIeTde COCPeIOTOUNTRCSL. MBI IyMaeMm, Ae0 B TOM, YTO IKpaH
C MOJICBETKOM GoJiee IpKHUil U Ha HeM Jierde (hOKYCHpOBaTh BHUMaHuE  — 7 em

B MenuuumHCcKoi tuTeparype oTCyTCTBYeT Mo apoOHast HHpopmalyst 00 00ydeHnH, HO
JIlaHHBIE 00 M3MEPEHMsIX HHTeJUIeKTa prBoasaTcsa. Koadduuuent naremiekra, nm 1Q,
OLIEHMBAET CIIOCOOHOCTD YeoBeKka 00y4aThcs, JyMaTh U paccyxnarb. Pesynbsrar B 100
0anI0B 03HAYAeT, YTO YETIOBEK 00JIaaeT CPEJHUM YPOBHEM HHTEJIEKTa 10 CPAaBHEHUIO
CO CBOWIMH POBECHHUKaMU. Y NIBYX AeTeil KOA(QPUIUEHT HHTEIUIEKTa COCTaBmI 43 1 49,

YTO COOTBETCTBYET YMEPECHHBIM TpyAHOCTAM B 00ydeHun (Dolan 2010; Nimmakayalu
2013).

IIpo6semsl co 310poBbeM
Wudopmanus o mukpoaenenuu 19p13.13 momydyena coBceM HEAABHO, U €I HEU3BECTHO,
SIBIISTEOTCS JTU TIEPEUHCIICHHBIE OCOOCHHOCTH €€ TUITHYHBIMHU TIPOSIBICHUSMHU.

3penne
[Mpu muxkpoaeseunu 19p13.13 npodJieMbl co 3peHHeM BCTPEYaKOTCs 4YacTO, U
pedeHKy ¢ paHHEro BO3pacTa MOTyT MOHAA00UTHCS OYKH.
Tpoe weHoB Tpymmel Unique CTONKHYIUCH C TIPOOIEMaMy CO 3pEHHEM, TBOEC HOCSAT OUKH.
JIBoe cTpamaroT oT cTpabu3ma (Kocoriasusi), y OJJHOTO JUArHOCTHPOBAHA TUIIOTIIA3HUs
3pUTEIHHOTO HEpBa. JTO 03HAYAET, YTO 3PUTEIBHBIN HEPB (YacTh IJ1a3a, KOTopas
nepeaaeT BU3yaabHy0 HH)OPMAIHIO OT IJ1a3a B MO3T) HEIOPA3BUT HIIM OTCYTCTBYET.
[Tpu rumonasuu 3pUTEIHHOTO HEPBA y YEIIOBEKA MOYKET OBITH KaK XOpoIllee 3peHne, TakK
1 TIOXOE€, BIUIOTH JI0 MOJTHOM CIETIOTH 06€3 CHOCOOHOCTH CBETOBOCTIPHUATHSA. [IpoGmeMsr
MOTYT KacaThCsi 000WX TJ1a3 WJIM TOJIBKO OJHOTO. Y OOJBIIMHCTBA ACTEH C TUIIOTUIA3HEH
3pUTEIILHOTO HEpBa 3pEHUE B PAHHEM JIETCTBE ObUTO Oe3 HapylIeHHH. Y MATH N3 ceMu
JIFOJIeH, YbH CiTydau OBUTH ONMCaHbl B MEAMIIUHCKON JINTEpAType, €CTh MPOOIIEMBI CO
3peHueM. Y Tpex 4esIOBEK HAOJII0aeTCsl TUITOIIIa3Hsl 3pUTEIBHOTO HepBa. Y OJHOTO
pebeHka HapylIeHHe 3peHus pa3Bumiiock B Bo3pacte 8—11 sier (Dolan 2010). ¥ nByx nereit
ObUIa 3aJiep)KKa Pa3BUTHUS 3pUTEIBHBIX (DYHKIMH, HO CO BPEMEHEM CUTYaIUs
yIy4IIUIachk. Y 4eThIpex JeTeil 0TMeYaeTcst 330TPONUS. — Pa3sHOBUAHOCTH KOCOTJIAa3Us
(cTpabu3ma), mpu KOTOPOH OAMH WK o0a riiaza moBepHyTH BHyTph (Dolan 2010).
YeTsipeM aeTaM ObUTH IPOBEACHEI ONIEpAIMX 10 UCTIPABIICHHIIO KOCOTJIA3Ms; B IBYX
ciy4dasix morpebosainock ase onepanuu (Dolan 2010; Nimmakayalu 2013). Oxaomy
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pebeHKy Takke IoTpedoBasIach ONEpalys 110 UCIPABICHUIO PETPAKLIMKM BEPXHETO BEKa
(TIpM peTpakuuy BepXHee BEKO CIIMIIKOM CHIIBLHO OTTSHYTO BBepX) (Dolan 2010). V aByx
nereil HaOoancs HucTarM (HEKOHTpospyemoe fBikenue rias) (Dolan 2010).

Cynopo:KHBIA CHHAPOM
Cya0opo:kHBIH CHHAPOM Ha0JII0/1aeTcsl MPUMEPHO B NMOJOBUHE CJIy4YaeB.
VY oxHo# neBouky u3 rpymnnsl Unique pa3Buiiuch GpeOpHiIbHBIE CYI0pOTH B YETHIPE C
MIOJIOBUHOM T0/1a, B JaJIbHElIIeM OHH He noBTopsutuck. Celvac eif ceMb JeT.
®eOpribHBIE CYyIOPOTH y peOeHKa MOSBIAIOTCS Ha (POHE BEICOKOW TeMITEpaTyphl. Y TSTH
U3 CEMH YEJIOBEK, YbU CIy4al ONHCAHBI B MEIUIIMHCKOM JINTEPATYPE, CyAOPOKHBIH
CHHZIPOM OBLT 3aHKCHPOBAH KaK MHHUMYM OJTHAXKIBI. Y 0JHOTO pebeHka ¢peOprIbHbIe
CyOpOoTH OBUIH B BO3pACTE IIATH JIET, Y APYTOro OblIa THarHOCTUPOBaHA peakas popma
SMHIIETICHH, KOTOpast OOBITHO HAYMHACTCS CO 3PUTENIbHBIX TAUTIOLUHALNH, OBICTPOTO
MOpTaHus 1133 ¥ APYTHX CHMIITOMOB, KaK-TH00 CBA3aHHBIX C TJ1a3aMH U 3pCHHEM
(3atputounast srmitericus) (Nimmakayalu 2013). Y TpeTbero pebeHka U3 msitu
BBILIIEYKa3aHHBIX B BO3PACTE MPHUMEPHO OJJHOT'O T0JIa pa3BHIIACh SIHIICTICUS CPeIHEH
TsKecTu. Ee JAUArHoCTUPOBAIN IMOCJIC HECKOJIBKUX CITy4acB I/IH(baHTI/IJ'HJHI)IX cma3MoB. OH
NoJjyvdal MEAUKAaMEHTO3HYIO TCPpalrIio B TCUCHUEC ABYX JIET, U B BO3PACTC UCTHIPEX C
MIOJIOBHHOM JIeT — 18 Mecs1ieB 1ociie OKOHYaHHMS JICUSHHs] — MOJTHOCTBIO N30aBUIICS OT
npuctynos (Auvin 2009). Y yeTBepTOro pedeHKa SIHIETICUs pa3BIIach B BO3pacTe
YeThIpeX JIeT, OH Takxke moiydan sedenue (Dolan 2010).
Eme y onHOro OpUTM MHOKIIOHHYECKHE CYJOPOTH. DTO BHE3AIHBIE KOPOTKHE
HEKOHTPOJIMPYEMBbIE MbIIIIEYHbIe COKpamieHus. OHM MOTYT KaK HOCUTh yMEpEHHBIH
XapakTep M 3aTparuBaTh TOJIBKO OJHY YaCTh TeJa, TaK M OBITh JOCTATOUYHO CHIbHBIMH,
4TOOBI CBANTH peOeHKa ¢ HOT. [10100HbBIE CyOpOTH MOTYT OBITH HOPMaJIbHBIM
SABJICHUEM, HO TaKXE MOT'YT SABJIATHECS CUMIITOMOM COCTOSIHUS, Tp66yIOH_[eFO
MEJIHUIIMHCKOTo 00cIeioBanus. Y 3Toro pedeHka ObuIn 3aTsHKHBIE IPUCTYIIBI CYIOPOT B
BO3pacTe JIEBSITH JIET, HO THAarHo3 duiIencuy nocrasieH e 0bu1 (Dolan 2010).

Mosr
Pebenky Moxet moHanoouThest caenar MPT (MarHUTHO-PE30HAHCHYIO TOMOTPaduio)
TOJIOBHOTI'O MO3Tra. DTO BEICOKOUYBCTBUTEJIBHBIA METOI UCCIIEIOBAHNSA, KOTOPBIN
MO3BOJISIET MOJIYYHUTh OAPOOHY0 HHPOPMAIIUIO O CTPYKTypax mo3ra. He Bcerma
OYEBUIHO, KaK MMEHHO BBISIBICHHBIC AHOMAJIMH CBSA3aHBI C pa3BUTHEM peOeHKa, HHOT 1A
OHM MOTYT HH Ha YTO HE BIHMATH. TeM He MeHee peryisIpHble 00CIeI0BaHUS H
npoBeaeHue MPT mo3BOJSIOT CenUTh 3a TFOOBIMUA OTKJIOHSCHHUSIMHA H IIPH
HEOOXOANMOCTH TIPOBOJIUTH COOTBETCTBYIOILYIO TEPAITHIO.
VY oxHoro B3pocioro wieHa rpynnsl Unique oTMedaeTcst arpodust Mo3ra (COCTOsSTHHE, TPU
KOTOPOM KJIETKH MO3ra OTMHPAIOT WK CBSI3U MEXKJTy HUMH ITOBPEXKIICHBI) U U3-32 3TOTO
YBEJIMYCHBI KEIyJOYKH TOJIOBHOTO MO3ra. B MEeTUIIMHCKOM JTUTEpaType OMHCAHBI
cllyyad, Korja y yeioBeka ¢ Mukpoaenernueit 19p13.13 na MPT Hukakux maTosiorui
BBISIBJICHO HE OBLIO, Y IBYX JIPYTHX OBIJIO 0OHAPYX)EHO yMEPEHHOE HEJ0Pa3BUTHE
3pUTETHHOTO HEPBA (CM. «THUIIOIUIA3HS 3PUTEIBHOTO HEPBay B paszene «3penue»). Eme y
OJIHOTO YeJIoBeKa ObLTa JUArHOCTHPOBAHA YMEPEHHAs aTpOoQus JIOOHBIX TOJICH
TOJIOBHOT'O MO3Tra. JTa 9acTh MO3Ta OTBEYAECT 32 MBINUICHHUE, IUIAHNPOBAHNE, PEUb,
IIBIDKCHUS, YMOLINH U PEIICHUE 3a/1a4.
Y onHoro pebenka B Bo3pacte naTH MecsaneB MPT He mokazana kakux-1u00 HapyIIeHuH,
OJIHAKO MPH MOBTOPHOM HCCJICIOBAHUU B YETHIPE TOJIa Y HETO 0OHAPYKUIU
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Mmanbsopmanmio Kuapu 1 Tuna. I1pu 3T0# naTogoruy HUKHSS 4acTh TOJIOBHOTO MO3ra
cMelleHa BHU3 110 HAaIpaBJICHUIO K CIMHHOMY MO3Ty. B Bo3pacTe 1situ jet peOeHKy
caenanu oneparwro (Auvin 2009; Dolan 2010).

VY Tpex 4eroBeK MO30JIMCTOE TEJIO (CTPYKTYpa, COSUHSIONIAs IPaBoe U JIEBOE
MOJTYIIapys MO3Ta) JINOO OTCYTCTBOBAIIO, 1100 ObuT0 HcToHYeHO (Nimmakayalu 2013;
Dolan 2010; Decipher). 3Ta maToorus MOXeT HPUBECTH K PA3ITUIHBIM OCIOKHEHUIM,
TaKUM KaK THIIOTOHYC MBIIII, IUI0Xask KOOPAMHALMS ABIKCHUH, TPYJHOCTH B O0Y4CHUH,
MO3/IHEE IPHYYEHHE K TOPILIKY, IPOOJIEMBI CO CIIyXOM U peduIIoKC.

Cepane
JetsiM MokeT moTpeboBaThCs MpoBepka padotsl cepana. OxnH u3 wieHo Unique
pacckasai, 4To peOeHKy Ha3HayaroT MHOTOYHCIICHHBIE 00CIIeIOBAHUS CepLa, XOTA
paHee, B 15 MecsneB, HOIKaKHX Ipo0OJIeM ¢ cepALeM He Obu10. Pe3ynpTaThl Hcciie1oBaHUsA
yeTeIpex Aereit cootBeTcTBOoBaN HOpMe (Dolan 2010; Unique). Y ogroTo pedenka Ob110
00Hapy)Xe€HO YMEPEHHOE paclIupeHre KPOBEHOCHOTO cocyia (KOpHsI a0pThI) B CEPALE,
TpeOyoIIee TIATSILHOTO HAOTIOICHHS.

Koctn
Hu oaun u3 uwieno Unique He coo0Inai o mpodiaeMax ¢ KOCTSIMH Y IeTei. Y 0JHOTO
pebeHKa, cirydaii KOTOpOTro OMUCAH B METUIIMHCKOMN JTUTEPaType, KOCTHBII BO3PACT
3HAYUTENBHO Onepekan Gakruaeckuit — B 15 MecsiIeB KOCTH pebeHKa COOTBETCTBOBAIN
HOpMe Juts Bo3pacta tpex JjieT (Auvin 2009).
VY npyroro Oblia 0OHapyKeHa BOPOHKOOOpa3Has eopMalus rpyaHOi KIETKH, TaKKe
M3BECTHASI KAK «TPY/Ib CAllOKHKUKay. [1aToI0THs pe/icTaBisieT co60ii COCTOSIHUE, TPU
KOTOPOM TPy/IMHA CTAHOBHUTCS Briasioi. TakuM o0pa3om, cepeluHa rpyaHOMN KISTKU He
HAXOJIMTCS HA OJTHOM YPOBHE C pedpaMu u BBITJSLIUT BAaBIeHHO. Takoe u3MeHeHne
MOXeET OBbITh KaK U IMPOCTO KOCMETUYECKUM Je(EKTOM, TaK U CEPhe3HOI MaTonoruei,
3aTpyHsoniei qpixanue. [Ipu Heo6XxoauMocTH eopMarius HCIPaBIISETCS
xupypruaecknm mytem (Nimmakayalu 2013).

CTonbl M KUCTH
Hwu onne wenosek u3 rpynmsl Unique He cooOmal 0 Kakux-1100 1eopMarusix Wim
N3MEHEHMSIX CTOI M KHCTEH. Y JIBOMX JeTeH, ONMCaHHBIX B MEJULIMHCKOM JInTEeparType,
OBbUIH JUTMHHBIE NTANIBIBI PYK. Y OJJHOM JAE€BOYKH TaKKe OBLIN CIMIIKOM JUIMHHBIE TTalIbIIbI
HOT ¥ IyOOKHe CKIIa KU Ha cTonax. Y Apyroro peOeHKa KUCTH CIUIIKOM KPYITHOTO
pa3mepa. Eme y nBoux mroneit Opim 1utockue kpymHsie cronsl (Dolan 2010;
Nimmakayalu 2013).

Yeprel Jnna
Jletu ¢ Mukponenenuei 19p13.13 BHeNIHe HE CHIIBHO OTJIMYAIOTCS OT APYTUX NETEH WIn
9JIEHOB ceMbH. HexoToprie 0051a1al0T HEOOBIYHBIMHU YepTaMH JINIA, TAKIMHU KaK
BBICTYTAOIINH MK 601b110# 7100 (B 10 cmywasx u3 13), HU3KO OcakeHHBIE YIIH,
B3JIEPHYTHIN HOC WM MUAHIaIeBUIHbIe Tiasa (Auvin 2009; Dolan 2010; Nimmakayalu
2013; Unique). Y cemepsIX feTelt 00IbIIas roioBa, OKpy>KHOCTb KOTOPO IPEBhIIIaeT
3HAYEHHMs1, COOTBETCTBYOLIME 97-My npoueHTHIIO (Auvin 2009; Dolan 2010;
Nimmakayalu 2013). ¥ onHOro pedbeHka BEICOKOE apKooOpa3Hoe HebOo, Y Ipyroro
BBICOKOE HE00, MaJIEHbKHH POT M CKy4YeHHOE rojioxeHue 3yoos (Dolan 2010).

JApyrue npo6.emMsl €0 310pOBbeM
O apyrux npo6iiemMax co 3J0pOBbeM coodImaeTces peako. Hekotopsie u3 6one3Hel 4acto
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BCTPEYAIOTCS CPE/IH JIIoiel 0€3 XPOMOCOMHBIX aHOMAIIMH ¥ MOTYT OBITh HE CBSI3aHBI C
Mukpozeneuueit 19p13.13.

OpuH NByXJeTHUH Maib4yuK u3 rpynnsl Unique poxwmics ¢ runocnaaueii (Unique).
[Maronorus npeacrasiseT cOO0H OTHOCUTENBEHO PACIIPOCTPAHEHHYIO MATYI0 aHOMAJIHIO
MIOJIOBBIX OPTaHOB, IPH KOTOPOH OTBEPCTHE MOYEHCITYCKATEILHOTO KaHalla, OOBIYHO
HaxoJsI1eecs] Ha KOHYUKE MOJ0BOTO WIEHA, CMEIICHO BHU3. Jle(eKT ObLT ncnpasiicH
XHPYPrHIECKUM ITyTEM — B BO3PACTE JICBSITU MECSIEB PEOCHKY IPOBEIH ONEPAIHIO
(Unique). Y mBoux nereii IMarHOCTHPOBAIH aCTMY, TIPH KOTOPOH TpeOOBAIOCH
ncnonb3oBaTh uHTaNATOp (Unique).

Ob1ee cocTostHAE 3T0POBES Y BeeX wieHoB Unique OBIIIO YOBICTBOPUTEIBHBIM, XOTS
JIFOJTU C JieNieleii MoTyT OBITh OoJiee MmoJBepkeHbl nH(eKuusIM. B ogHOM ciydae n3 AByX
OJU3HEIIOB OJIMH pOoAMiICS ¢ MuKposeneruei 19p13.13, u oH ropaso yaiie cTpagai oT
NpOCTY/ U MHPEKIUHI JbIXaTeIbHBIX MyTel (TpeOyIOIUX JIeueHNs] aHTHOMOTHKAMHU), YeM
€ro 3710poBbIi cuOIMHT (OpaT nim cectpa). OAMH MaNb4MK 32 MEPBbIA TOJ1 )KU3HH TIepEeHeC
ITHEBMOHHUIO U JIBE YIIHbIC MHPEKIUH. Y OJJHOI JEBOUYKH, CEPHE3HBIX MPOOIIEM CO
3I0pOBBEM HE HAOIIOAAIOCH, HE CYUTAsi HECKOJIBKUX YIIHBIX MH(PEKINH U IIEPHOIMIECKUX
mpoctya. Y Hee ObUIa auieprus Ha nOynpodeH u antnonotuk neHnmmwuinH (Unique).
Tpewm monsam 65010 IpoBeaeHO Y3U (YyIbTpa3ByKOBOE HCCIIEIOBAHNE) TIOUYEK. Y OJHOTO U3
HUX ObLTa OOHApy’KeHa TOTIOTHNTEIbHAS JIOXaHKa MTOYKH (TT0JIOCTh BHYTPH MTOYKH, B
KOTOPYIO COOMpaeTcsi MO4Ya U3 IIOUYEYHBIX Jalll; aTOJIOTHH, CBSI3aHHBIC C JIOXaHKaMH
MIOYEK, BCTPEUAIOTCS U y JIOJIeH 0€3 XpOMOCOMHBIX OTKJIOHEHHH). ObIee cocTosiHne
MAlKEeHTa 0CTABAJIOCH YIOBIETBOPUTENLHBIM. XOTS AOTOJIHUTENIbHAS IOYEUHAs JIOXaHKa
HE BJIMSET Ha PabOTy MOYEK, PU TAKOW aHOMAJIMH HEKOTOPBIE JIIOAH MOTYT OBbITh
NpeIpaclooKeHbl K noueyHbiM uHpekuusM (Dolan 2010).

Yro siBasieTcs NePBLIMU MPU3HAKAMU MUKpoaeaenuu 19p13.13?

[Tpu poxeHny y OONBIIMHCTBA JieTeil He HAaOII0JaeTCsl IBHBIX IPU3HAKOB MUKPOIENEIINU
19p13.13. OmHako B TeUEHHUE MEPBOTO rO/Ia KU3HU peOeHKa, 3aJ0JT0 10 MOCTAHOBKH
o(HIMaIBHOIO MarHo3a, POAUTEIN YaCcTO 3aMeYalld, YTO X ChIH HJIH J0Yb YeM-TO
oTimuaeTcs ot Apyrux nerei (Unique). 3agepikka B pa3BUTHH KPYITHOM MOTOPHKH,
0COOEHHO IPH SIBHOM TMIIOTOHYCE MBIIIII, SBJISJIAaCh HanboJiee pacpoCTpaHEeHHOH
0COOEHHOCTHIO, KOTOPYIO0 oT™Meuasu poautenu (Dolan 2010; Unique).

“B 1mecTh MecAIEB Mbl HAUAIH OECTIOKOUTHLCS, TIABHBIM 00Pa30M HU3-32 MPOOIEM C
Pa3BUTHEM MOTOPUKH. B IIECTh MECAIEB OHA HE yMENA HU [IEPEBOPAUMBATLCS, HU CHETH .
Briocnencteum B 2,5 roga y Hee 00Hapy Kl MUKpoaenermo 19p13.13.

““OH He MOT HU CHJIETh, HU TIEPEKATHIBATLCS 110 11 Mecsies. B cBoeM pasBUTHU OH CUIIBHO
OTCTaBaJl OT JAPYTUX JeTell” . BIOCIEACTBUY B 5 JIET Y HETO HAILIH MUKPOIETEIHIO.

VY mroneit ¢ mukponenenueit 19p13.13 Bo3pacT mocTaHOBKH AMArHo3a KojedyeTcst oT
IIECTH MECSIIEB JI0 TISATH JIET U B CPEHEM COCTABIIIET OKoJio BYX JeT (Auvin 2009; Dolan
2010; Nimmakayalu 2013; Unique).

B MeauuuHCKoi# tuTeparype 3aiepikka MOTOPHOTO Pa3BUTHS, BBICOKUIT POCT MIIH KPYITHAS
r0JI0BAa YaCTO OMHUCHIBAINCH KaK MEePBBIE MPU3HAKH XPOMOCOMHOTO OTKJIOHEHHS (Auvin
2009; Dolan 2010; Nimmakayalu 2013). B oxHoii u3 ceMeii poauTen 3ab6€CIIOKOUINCE O
Pa3BUTHH A0YEpH, KOTAa e Obu10 3 Mecsita. bonblie Bcero ux BojHOBala 3aepiKKa B
Pa3BUTUH KPYITHOW MOTOPUKH U peun. OTKJIOHEHHUS! CTAaHOBHJIMCH Bce 0oJiee SIBHBIMU T10
Mepe B3pOCIICHUs peOeHKa. Y IBOUX JeTell B paHHEM Bo3pacte (6 MecsleB u 2 roja)
HaOJroIanKCh cepbesHbie pobiemsl co 3pernem (Dolan 2010).
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JleyeHue/MJIaHOBbIE MeTUIIMHCKHE OCMOTPbI

Peryasipnasi paGora co cnemajaucToM CIocoOCTBYeT PAa3BUTHIO BeeX
HAaBBbIKOB.

PerymsipHOE 1 KOMIUIEKCHOE JIEIEHHIE MOXKET OKa3aTh 3HAUUTEIBHYIO TIOMOIIH B O0prOe ¢
Pa3THIHBIME HE)KETaTeIbHBIMHA CHMITTOMaMH CHHApPOMa MuKpoaenerun 19p13.13.
HexkoTopble U3 3THX CUMIITOMOB ¥ IPOSIBICHUH YIOMSHYTHI B COOTBETCTBYIOIIIHX
pasnenax Bbie. Hiske mpruBeaeHbl HECKOIBKO IIPUMEPOB TEPAITNH U OTIMCAHBI LETH
JICUEHUsI U JOCTUTHYTHIE pe3yJIbTaThl. PoguTeny 4acTo 0TME4aroT BaXKHOCTh
COTPYIHHYECTBA MEXK/TY BpayaMu, POAUTEISIMU M APYTHMH B3POCIIBIMH,
3aHMMAIOIUMHUCS C UX JIeTbMU. [10 MX MHEeHUI0, paboTaTh Ha/l Pa3BUTHEM HABBIKOB
HEOOXOANMO TTIOCTOSIHHO — U JIOMa, U B ILIKOJIE.

Pabota Haj S3BIKOM U PEUYBIO: CO BCEMH JIETBMH, Y KOTOPBIX €CTh IPOOJIEMBI C PEeYbIo,
3aHMMaloTcs Jioronensl. [Ipu pabote Hax pevbto M AUKLIKEH PeOCHOK YUHUTCS
KOHTPOJIMPOBATH A3bIK U MBIIIIBI PTa, YTO TaK XKe HEOOXOANMO I HOPMaJIbHOTO
IpueMa MUK, TOTOMY 3aHATHS C JOTONEA0M TaKkKe TOMOTaloT MPH IpodiieMax ¢
KopmileHHeM. Jloroneaudeckne 3aHATHS MOXKHO HAYMHATB YXKe C TpeX Mecsres. UneHsl
rpymmsl Unique 9acTo Tak ¥ MOCTYTAIOT.

“On Hauas 3aHMMaThLCS C JIOTOTENOM B 16 Mecsues. Mbl paboTaeM HaJl IPOU3HOIIEHHEM
MEPBBIX CJIOB U OCO3HAHHOMN peunio”.

HCKOTOpHM qJICHaM Unique TAKKE IIOJIC3HA ClICIMaIbHAA TCpalus, HaIIpaBJICHHAA Ha
HOpMaJInU3aluro mpouecca KOpMJICHUA:

“C 10 Mecs1eB OH MPOXOIUT KOPPEKIMIO KOPMIIEHHS!, YUTOOBI OH MOT €CTh HE TOJIBKO
JIETCKOE IUTaHKe, HO U PYTHe MOJIE3HbIE MPOIYKTHI B IOCTATOYHOM KojnvecTBe. OH
yIKe duepe3 MHOroe MPOLIEN, U My ellie MHOToe MpeACTOuT. [loka 4To KopmIileHH e,
HoKajIyH, 1 Hac camas Gosbias npodiema”— 2 2o0a

Dprorepanus: SproTepaneBThl padoTaIOT C IETHMH, YTOOBI YIYUIIUTh KX CIOCOOHOCTH
CIIPABJIATHCS C IPOCTHIMU 33J]Ja4aMH B TTOBCETHEBHOM KU3HU. DTU CIIEITUAINCTHI 00yJIaroT
JIETe! HE TOJIBKO TOMY, KaK CAMOCTOSITEIILHO OJICBATHCS, HO ¥ PabOTAIOT C Pa3BUTHEM
HaBBIKOB IHChMa. Pa3penieHreM TpyIHOCTEH ¢ BOCIIPUATHEM TaKXKe 3aHUMAIOTCS
AProTepaneBThl. DProTepanus yiaydiaeT MEIKyI0 MOTOPUKY U HaBBIKH
caMoO0OCITy)KABaHUS, & TAK)KE MOXKET IIOMOYb CIIPABHUTHCS ¢ HAPYIICHUSIMHU CEHCOPHOH
00paboTKH U MpobiieMaMHu ¢ KOHICHTpanueil BHuMaHus. OHa MOXKET OBITH ITOJIC3HA U B
MOJPOCTKOBOM BO3PACTE.

“On npoxoauT HProTEPanuo s yIydIIeHUs] IPOCTPAHCTBEHHOTO BOCIIPUATHUS U
JIOBKOCTH pyK”” — 2 200a

®dusnueckas Tepanus: GUINOTEPANICBTH 00YYAIOT JIFOJICH CreIMaIbHO THMHACTHKE,
CIOCOOCTBYIOIIEH yIyUIIeHUIO KoopaAuHauu. Unensl rpymnmsel Unique cooOmaioT, 9To
Onarogaps GU3NOTEPANNN y UX JIeTel pa3BIIIMCh HABBIKU KPYITHOM MOTOPHUKH H, B
YaCTHOCTH, YMEHHE JIepKaTh PaBHOBECHE.

“C mectu MecUEB OH IIPOXOIUI (PU3MOTEPAIIHIO, YTOObI JIyYIIIEe NEPEABUIATHCS — 2
200a
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Perynsipable BU3UTHI K Bpauy, KOTOPBIE SIBIISIIOTCS. BaYKHOM YaCThIO JKU3HU YEJIOBEKa C
Mukpoaenenueit 19p13.13, MoryT BKIIIOYaTh MOCEIIEHNE TAKUX METUIIMTHCKUX
CIIEIUATICTOB, KaK:

KaPIHOJIOT — CIICIUAITUCT MO CTPOCHUIO M paboTe cep/na, 3aHUMAIOIIHHACS
JieyeHneM OoJie3Hel cepIeyHO-COCYIUCTON CUCTEMBI,

3H/I0KPHHOJIOT — CIEIHAIIICT 10 JICICHHUIO 3a00JIeBaHN, BBI3BAHHBIX
TOPMOHAJIBHBIM COOEM B OPTaHHU3ME;

racTpPOIHTEPOJIOT — CIICIHAJIHCT T10 JICUCHUIO 3a00JIeBaHUIA CHCTEMBI
MTUIEBApEHUS;

He(pPoJTOr — CIEIHUATUCT IO JICYCHHIO 3a00ICBaHUI MOYCK;

HEBPOJOI' — CIICHHUAIUCT IO JICYHCHUIO 3a00JIeBaHMA HepBHOﬁ CHUCTCMBI: I'OJIOBHOI'O
MO3ra, HEpBOB U CIIMHHOI'O MO3ra,

Oq)TaJILMOJIOF — CIICHUAJIUCT I10 JICYHCHUIO 3a00J1eBaHUI rJjias,
NeaAuaTpP — CICHHUAINUCT I10 JICUCHUIO PA3JIMIHBIX Ooe3Hei y ,E[eTeﬁ;

YPOJIOT — CICHUAIKCT I10 JICUCHHIO 3a00JICBAHN MOYEBBIICIUTEIILHON CHCTEMBI.

Kpome Toro, MoxeT BOZHHKHYTh HEOOXOJUMOCTh B PETrYJISIPHBIX KOHCYJIBTAIUAX CO
CIEIYIOIUMH ClIELUaINCTaMU:

KOHCYJIbTAHT 10 BONPOCaM MO4YEHCIIyCKAHUA U Aedekannu — CIEHUAIIUCT,
CICIHATM3UPYIOUIUICS HAa MPOOJIEeMax, CBI3aHHBIX ¢ MOUEBBIM ITy3bIPEM U KUIIICYHUKOM;

NeJaror-ncuxoJ10r — CHeHUAINCT, OKAa3bIBAOIIUN IOMOLIb JAETAM U IOAPOCTKAM,
KOTOPBIE HCIBITHIBAIOT TPYTHOCTH B O0yUYCHHH;

IreéHETUK — Bpay, SaHHMaIOH.IPIﬁCﬂ N3Yy4YCHUECM I'CHETUYCCKUX ocoOeHHOCTEH
YECJIOBEKA U UX BIIMUSHUA HA €r0 )XU3Hb U 3[J0POBLE;

MeIlI/IKO'FeHeTI/I'IECKI/lﬁ KOHCYJBbTAHT — CIICIIUAIHNCT, HMGIOLHHﬁ CIICHAJIbHY O
NOATOTOBKY U OIBIT pa6OTH B 001acTu Me,IlHHHHCKOﬁ TCHETUKHU U KOHCYJIbTUPOBAHMS,

MmaTpoHaKHasl ceCcTpa — CreuruaIbHO o6yquHaﬂ MEAceCTpa, KoTopad noMoract
CEMbSIM C MJIaJICHIIaMU U MaJICHbKUMU JE€TbMHU,

COIHAJILHBINH PA00THUK — KOHCYJIBTAHT TI0 MIPAKTUIECKUM BOIIPOCaM, TAKUM KaK
TOCOOUSI, )KUJIbE U JTHEBHOU yXOI.

Mopnepxka 151 IPyrux poauTesiei

Ponutenu nereii ¢ mukpogenenuen 19p13.13 pacckasanu o TpyTHOCTSIX, C KOTOPBIMU
OHU CTOJIKHYJIUCh, M TIO/ICIMIINCH COBETAMH, OCOOCHHO TIOJIE3HBIMH B CAMOM Hadase X
IIyTH — NP NOCTaHOBKE AMArHo3a:

“Kora eMy [OCTaBUJIM JUATHO3 [B MJIAJIEHUECTBE], s XOTeJa 3HaTh, OyIeT JIi OH
BHEIITHE OTJIMYAThCS OT JPYTHX JIeTeil, i OUYeHb CHIbHO OECIOKOMIAch 00 YMCTBEHHBIX
CMOCOOHOCTAX U pedn. J[o cux mop mepexuBaro 00 ITOM, IOCTOSHHO AyMaro, B KAKOM
BO3pACTE OTKJIOHEHHS CTAHYT SBHBIMU. T0, 4TO s OBl ICHCTBUTEIBLHO XOTENIA 3HATH,
KOT'JIa TOJIBKO TIOCTABUITH AUArHO3, YTO B 15 MecsIeB OH OyneT CYacTIuBBIM,
OOIIUTEIIFHBIM ¥ JTACKOBBIM PEOCHKOM. Sl Tak mepeskuBaia, 4To OH HE CMOXKET 00IIaThCs
C HaMU TakK, KaK OH JIeJaeT 3To ceifuac”.
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“Koraa Mbl BIIEPBBIE YCIIBIIIAIN MATHO3, MBI XOTEJIM 3HATH, YTO JKIET HALY IE€BOUKY B
Oyayuiem. 1 Bce eme xoTum 3HaTh. Kak MbI MOkeM eif moMoub? Borbiie Bcero Ham
[IOMOTJIN TPYTIbI TOJACPKKU U IPYTHUE CEMbU C JIETbMHU C TaKUM ke Auarno3om. Korma
ell BriepBbIe MOCTAaBWIIM JUATHO3, MBI €llle He TOHUMAaJIH, YTO OHa UMEHHO TakKasi, KaKoW U
JI0IDKHA OBITh, M €€ JKAET 00buIoe Oyaymee”.

KakoBbl nepcnekTuBbI?

I'eHeTHUEeCKHE OTKIIOHCHHS MOTYT ITOBJIMATH Ha KAY€CTBO XXU3HU Y€JIOBEKA, HO B
OOJBIIMHCTBE CIy9YaeB MPUIHH IS OECTIOKOMCTB HET. MHOTHE NIETH, MCTIBITHIBAIOIIIHE
TPYOHOCTH B OOYYICHUHU M OTCTAIOIIUE B PA3BUTHH, HE IMEIOT CEPBE3HBIX MPOOIIEM CO
310POBLEM.

Ilepuoa mosoBoro cospeBanus U GepTHIbHOCTD

[pu y4eTe UCKIIOUNTENBHO BO3PACTHOTI'O KPUTEPHUSI MOXKHO OTMETUTb, YTO TOJILKO TPU
4eJI0BeKa, YIOMSAHYTBIX B 3TOH OpOIIIOpe, IPOIUIN Yepe3 NEePUOJ OJI0BOTO CO3PEBAHUSL.
OpHako HHKaKoii Oosnee AeranbHOM HHGopManuu HeT. CiiydaeB poxKIeHHs IeTel y
moaeit ¢ mukpozenenueii 19p13.13 3apeructpupoBano He OBLIO.

Texkyuue uccie10BaHNsA: TeHbI-KAHAUAATHI
VYuactok 19p13.13 pacnonoxen mexay 12,6 u 13,8 M6 (hg38). K renam-xanmunatam,
KOTOpbIE MOTYT BIMATH Ha MpOosiBIeHUs MUKpoaenenuun 19p13.13, otHocsTCs:

B BEST2 (6ectpoun 2) 3KCIIPECCHPYETCST B TOJICTOM KHUIITKE H MOKET
OBITh CBSI3aH C MMOSBJICHUEM 3aIIOPOB.

B CALR — reH, KOTOpHIi KOIUPYeET GETOK B KHIIIEYHHKE  MOKET OBITH
cBs13aH ¢ Mo0bMu 3a0oneBannsaMu JKKT.

B CACNAI1A cBs3aH ¢ smuiernicueit 1 arakcueit (0TCyTcTBrEM
COTJIACOBAaHHOCTH JBH)KCHHUI! Pa3IMYHbBIX MBIIIL, YTO MOXKET BIUSTH Ha
JBH)KCHHUE TeJIa B LEJIOM — X060y, paBHOBECHE, ITIOTAHHE, PEYb).

B NF1X (smepusiit hakTop 1) HEOOXOUM JUIT HOPMATBHOTO Pa3BUTHA MO3Ta
ckesieTa (M cBsA3aH ¢ Ae()eKTaMU MO3OJIMCTOrO TeNla B TOJIOBHOM MO3Te).

Ha ygactke 19p13.13 mI0THOCTE T€HOB JOCTATOYHO BBICOKA, IO3TOMY B MHUKPO/IEIICITUH
MOXeT OBITh 337IeHCTBOBAH 1IeJIbIi HaOOp reHoB. TOYHBINA pa3Mep U MECTOIOJIOKEHNE
JIeNIeINH OTIPEEIISIIOT, KaKoe KOJIMUYECTBO TeHETHUYECKOr0 MaTepraia OyneT oTcyT-
CTBOBaTh. Ba’kHO NOMHUTSH, UTO BBISIBIIEHHE T'€HOB, OTBEYAIOIIUX 32 ONpPEEICHHbIE
KIMHAYECKHE NposiBIeHUst MuKpoaenenuu 19p13.13, npeacrapiser Hay4Hyr0 HEHHOCTb U
MOXET JIeYb B OCHOBY OyAyIIMX HCCIIeI0OBaHHUH, HO HE TAPaHTHPYET U300peTEeHHE HOBBIX
METOJIOB JIeueHus. Kpome Toro, CBsI3b MEXAY OTCYTCTBYIOIIIMM T'€HOM U XapaKTePHBIM
JUTS HeTO KIIMHIYECKUM IIPOSIBIICHHEM He Bcer/a o0s3aTenpHa 1 oueBuaHa. Hanmane wim
OTCYTCTBHE TOTO WJIM MHOTO CHMIITOMA YacCTO 3aBUCHT OT JAPYT'HX T€HETHIECKUX
(hakTOpoB U OT (AKTOPOB OKPYIKAIOIIEH CPEIIBI.
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B
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19-s xpomocoma

HpI/IMe'-IaHI/IeI JaHHBIC, IPEACTABJICHHBIC Ha PUCYHKE,
oTHOCATCS K 38-if cOopke renoma yenoseka (hg38; cm.
Ha cTp. 4). Pe3ynbTaThl XpOMOCOMHOTO aHAIM3a Balllero
peGeHKa MOTYT OTHOCHUTBCS K IPYroi cOOpKe reHoMa.
[Tpu BO3HUKHOBEHUH TPYJHOCTEH ¢ pacunppoBKOH
pe3yIBTaTOB aHANIN3a, OOPATHTECH 32 TIOMOIIEIO B

\Unique WU K Bpady-T€HETHKY. )

IHoyemy 3T0 NpousouLio?

Jist TOTO, YTOOBI BRISICHHTE IPpUUMHY MUKpoaenennu 19p13.13 y pebenka, o6oum
poauTensiM He0OX0AMMO cIaTh KPOBb HA XPOMOCOMHBIH aHanmm3. PebeHok moxer
YHACJIeIoBaTh MUKPOJICJICIIUIO OT MaTepH wiH otia. OJtHaKo ecim y 06oux
poauTenel HopMaJIbHbIE XPOMOCOMBI, B XpOMOCOME peOeHKa BCe PABHO MOYKET
MPOM30UTH MUKpOZeNenusi. B 3Tom cirydae anHomanust He OyeT yHacJeIOBaHHOM.
I'eHeTHKH HA3BIBAIOT JaHHOE siBIEHHE de NOVO (¢ at. de NOVO — «3an080%).
Mukpogenenust 19p13.13 de NOVO Bo3HUKaeT B mpoiiecce GOPMUPOBAHKS
CIIepMaTO30HI0B OTIA MU SHIIEKIETOK MaTepH MK B Iporiecce (OPMUPOBAHUS H
JITICHISI KJIETOK Ha PAHHUX CTaJUSAX YMOPHOHAIBFHOTO PAa3BUTHSL.

Bo Bcex BBIICONMUCAHHBIX ClTy4asx Mukpozenennu 19p13.13 senstores de novo
WX IMEIOT HEM3BECTHOE TeHeTHUYeCKoe porcxoxaeHue (Auvin 2009; Dolan
2010; Nimmakayalu 2013; Decipher; Unique).

Crenyet HOMHHUTB, YTO BBl KaK POAUTENb HE C/IENAIN HUYEro, YTO MOTJIO OBl
MPUBECTH K BOSHUKHOBEHHIO MUKPOAEJIELINH, HU JI0, HU BO BpeMsI OEPEMEHHOCTH.
Huxaxue nsmeHeHus: B 00pase KH3HH, CBA3aHHBIE C OKpY Karollel cpeqoi nin
PEKMMOM IMTAHMUS, HE IPEAOTBPATIIIN OBl €€ TOSIBIICHHE.
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Mo:xeT JM 3TO MPOU30HTH CHOBA?

Ecnu pe3ynbTaThl XpOMOCOMHOI'O aHAJIU3a KPOBH ITOKA3bIBAIOT, YTO y MaTepu
0TI[a HOPMaJIbHBIE XPOMOCOMBI, TO IOBTOPHOE POXKJIeHHE peOeHKa C
Mukpozenenneit 19p13.13 wim npyruM XpoMOCOMHEBIM OTKIIOHEHHEM
ManoBeposTHO. BerpeuatoTes peaxue ciaydan (MeHee 1%), Koraa aHau3 KpOBH
MIOKAa3bIBACT, YTO Y 000MX POANTEICH HOPMAIbHBIE XPOMOCOMBI, HO TIPH 3TOM
HECKOJIBKO STHIIEKIETOK MM CEPMATO30H0B COAEPKAT MUKPOACIICIIHIO
19p13.13. [larHOE sIBICHNE HA3BIBACTCS MO3AUIIN3MOM KIIETOK 3aPO/IBIIICBON
JTVHUY (TOHAIHBII MO3anIM3M). DTOT TEPMHUH O3HAYAET, YTO Y POJUTEINEH C
HOPMaJIHBIMH XPOMOCOMaMHU MOJKET POJUTHCS HECKOJIBKO JIETell ¢ OHOW U TOH
ke MuKkpojenenrei. Ciydail Mo3auiin3Ma KJIETOK 3apOAbIIIeBOM TUHUN ObLIT
OIMMCaH B HAYYHOM XXYypHaJ€, MOCBAINICHHOM Me}lHHHHCKOﬁ TFCHCTUKE, Ha MIPUMEPE
JBYX cectep. Y poauTeneil geBodyek He Obu1o Mukpoaenennu 19p13.13 B
xpomocomax kietok kposu (Nimmakayalu 2013).

Ecnu y ogHoro u3 pogureneit ects Mukpoaenenus 19p13.13, BepositHoCcTh
nepenady JaHHOH MUKpO/ENen peOeHKY (Kak MaJIb4ylKy, TaK M AEBOYKE)
coctasiseT 50%. TeMm He MeHee TOYHO ONPEETHTh, KAKOE BIMSHAE aHOMAITHS
OKaXXET Ha pa3BUTHE, 37I0POBbE U MOBEACHNE peOEHKA, HEBO3ZMOXKHO.
KagecTBeHHBIH yXx07 32 peOEHKOM B OOJIBIION CTENIEHH 3aBUCHUT OT TOTOBHOCTHU H
JKETIaHUS POANTENICH TIPEO0ICBATh TPYAHOCTH.

[TosTOMy IpH MJIAHUPOBAHHUH CIIEIYIOIIEH OEPEMEHHOCTH POAUTEISIM CIIEyeT
MPOKOHCYJIbTUPOBATHECS ¢ BpAYOM-T€HETHKOM.
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HNudpopmanus u moaaep:xka
\

UnidUe

Understanding Chromosome & Gene Disorders

I'pynna nogaep:xku cemeii ¢ peAKUMHU XPOMOCOMHBLIMU
OTKJIOHCHUSAMM,

The Stables, Station Road West, Oxted, Surrey RH8 9EE, UK.

Ten. +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org

TIpucoeaunsiitech k coodmecrpy Unique, 4TOObI MOJYYHTh IONOJHUTEIHHY IO
uHpopManmnio, HeOOXOAUMYIO IOMOIIb, 2 TAKIKE BO3MOKHOCTH 00LIEHHS €
CeMBbSIMH, B KOTOPBIX BOCIIHUTHIBAKTCH J€TH ¢ XPOMOCOMHBIMHU HAPYIIEHUSIMH.

Unigue — 3To GiaroTBOpHTENIbHASI HETOCY JapCTBEHHAs oprann3ansi. GuHaHcoBas
MOJIEPKKA OCYLIECTBIETCS UCKIIOYUTENBHO 38 CUET MPAHTOB U TTOKEPTBOBAHHIA.
Bbl MOKeTE CHENaTh M0KEPTBOBAHUE Ha HallleM O(UIMAILHOM CaiiTe
www.rarechromo.org/donate TTomoruTe HaM, 4TOOBI MBI TOMOTJTH Bam!

I'pynna nmoanepxku cemeii ¢ peakuMu Homep B peectpe 611aroTBOPUTEIBHBIX
XPOMOCOMHBIMH OTKJIOHEHUSIMU opranmsanuii 1110661
Howmep B peectpe xommanuii AHrIHU U YaIeca Peructparnuonnsiii Homep 5460413
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