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Mukpoaenennun 2q13

Muxponenenus 2q13 — 370 peakoe reHeTHIECKOe COCTOSHUE, BEI3BAHHOE MTOTEpeE
HEOOJIBIION YaCTU FEHETUYECKOr0 MaTepuaga XpoMOCcOMBI 2. Jlenenuu MoryT ObITh
pas3HbBIX pasMepoB. HeKoTophle W3 HUX HACTOIBKO MAJIbL, YTO MX HEIB3s YBHIETH IO
MHUKPOCKOIIOM C HCIIOJIb30BaHHEM CTaHIAPTHBIX METONOB. Takue neaenuy Ha3bIBalOTCs
MUKpPOJETECIUSIMH.

J71s1 HOpMaJTbHOTO M TIOJTHOT'O Pa3BUTHUS OPraHU3Ma B XPOMOCOMAX JIOJIKHO
COJIepIKaThCs OTpeeNICHHOE KOITMYECTBO TeHeTHYeckoro Marepuana. [logodHo apyrum
XPOMOCOMHBIM OTKJIOHCHHUSM, TIOTEPsI TaKe HEOOIBIIOr0 Y4aCTKa XPOMOCOMBI 2 MOXKET
TTOBJTUSATH HA pa3BUTHE PEOCHKA M €r0 HHTEIUICKTYaIbHBIC CITOCOOHOCTH.
Mukponenerus 2q13 MOKET NPOSBIATHCA TO-Pa3HOMY. DTO 3aBUCHT OT psiaa (GaKTOPOB,
BKJTIOYAsl TO, KAKOW T€HETUUECKUI MaTepral U Kakoe KOIMYECTBO ATOr0 MaTepuana
OBLIO MOTEPSIHO.

CnpaBoyHast ungopManms 0 XpoMocomMax

Hammm Tena cocToaT U3 MHOXKECTBA Pa3HBIX KIETOK, B KaJKIOM U3 KOTOPBIX, Yallle BCero,
HaXOJIUTCA OJUHAKOBOE KoIUdecTBO xpomocoM. Kaxxaas xpomocoma conepxut JIHK, B
KOTOpOﬁ 3aKOJUPOBAaHbI COTHU U ThICAYH I'CHOB. I'eHpl HAMOMMHAIOT HUHCTPYKIHNH WU
peLenTsl, coiepyKalire BClo HHPOPMALIUIO O TOM, KaK OpPraHW3My pPa3BHUBAThCS, PACTU U
(YHKIIMOHUPOBATh. XPOMOCOMBI (M, CIIE/IOBATEIBHO, T€HbI) HACIEAYIOTCS TapaMu — 110
OJTHOM OT Ka)KJIOT'0 POIUTEIIS.

BonbIIMHCTBO KJIETOK Y€IOBEUECKOr0
OpraHu3Ma CoAepKuT 46 XxpoMmocom, T.e. 23
napsl. VICK/IIOUEHHE COCTaBIISAIOT
CIEPMAaTO30MIbI U SHLIEKIIETKH, KOTOPbIE
coziepxar 1o 23 HemapHble XpOMOCOMBI. Bo

. ]
14 §8 % ot

BPEMST OTIOOTBOPCHHS, TTOCITE CIHSHHS % 2 £ 4w A}
CHEepPMAaTO30H/Ia U SIMIEKIIETKY, XPOMOCOM . ’ : . © o «
cTaHOBUTCS 46, N OHU 00OPa3yIOT Maphl. !, !‘ M T Y
44 u3 46 XpoMOCcOM O0BENUHAIOTCS B 22 Maphl, , A A A "y A
KaXKIast U3 KOTOPBIX Mapkupyetcs oT 1 mgo 22. ‘
OcraBmmecs 1Be XpOMOCOMEBI U3 46 L LS T I | b, ]

Ha3bIBAIOTCA ITOJIOBBIE XPOMOCOMBI: OHU

OIPEIEIISIIOT 1MoJ1. MYXCKOM Habop XpOoMOCOM
OOBIYHO COAEPKUT OAHY X-XPOMOCOMY U OfHY
Y-xpomocomy, a )KEHCKUI — JIBE X-
XPOMOCOMBI.

[Taper xpomocom 1-22,
XunY (Mmyx.)
[Tapa 2-it XpoMOCOMBI
oOBezieHa KPaCcHBIM.

XpoMocOMHBIC H3MEHEHUS

B pesynbraTe cnusHUS CIepMaTo30MAa U SHIEKIeTKH 00pasyeTcs enuHas KIIeTKa,
KOTOpas JOJDKHA HENPEPBIBHO JCTHUTHCS, KONUPYS caMy ceOs (a Tak jkKe M CBOU
TeHETHYECKUH MaTepHan), 910 OBI CO3JaTh MHJIITUAPABI KJIIETOK YEJIIOBEYECKOI'O TEIA,
HEOOXOAUMBIE IJIs pOCTa U pa3BUTHsA. VIHOTHA, BO BpeMsI STOTO CIOKHOTO TpoIiecca
ACJICHUA WIIHA €1I€ paHbIIE, BO BPEM (1)OpMI/Ip0BaHI/I$I ﬂﬁHGKﬂGTKI/I WK cri€epMaro3ona,
YaCTU XpOMOCOM YTpauUBAIOTCA, YABANBAKOTCA /U TICpECTPANBAIOTCA. HOCJ'IG,ZICTBI/ISI
JIF000I XpOMOCOMHOﬁ Hepecrpofx'ncn Ppas3In4HbI ¥ 3aBUCAT OT TOI'0, KAKOC KOJIMIECTBO
TE€HETUYECKOI'0 MaTeprajia B HEC BOBJICYEHO, U (B OCOGGHHOCTI/I) KaKHue¢ reHbl HJIH
Y4aCTKH, KOHTPOJIUPYIOIINE I'CHbI, 3a)ICI>'ICTBOBaHBI.



IMoapoduee o 2q13

XpOMOCOMI)I HCJIb3s YBUACTb HEBOOPYKCHHBIM I'JIa30M, OAHAKO, €CJIM IOATOTOBUTH
KJICTKHU ONPECACICHHBIM 06pa30M, XpPOMOCOMBI MOKHO OKPACHUTb U paCCMOTPCTh Ha HUX
oA MUKPOCKOIIOM XapaKTCPHOC UCPCAOBAHUC CBCTIIbIX U TEMHBIX ITOJIOC — 63H,HOB. BEI
MOXKETE YBUACTD MMOCIICAO0BATCIILHOCTD 63H,HOB XPOMOCOMBI 2 Ha I/I306pa)KCHI/II/I,
npeaACTaBJICHHOM Ha npezu:mymeﬁ CTpaHHUIIC, a TAKKC HAa PUCYHKC HUXKE.

2-51 XxpoMocoMa 2913
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KOPOTKOE IIIEY0 XPOMOCOMBI () JUIMHHOE TLIEY0 XPOMOCOMEI (q)

Kaxxnas xpomocoma umeeT Kopotkoe (p) u [ummHHOe (q) mieyo. Ilonocs! npoHyMepoBaHHl,
Ha4yMHAas C TOr0 MECTa, IIe BCTPEYAIOTCsI KOPOTKOE M JUTMHHOE IJIe40. DTa TouKa
Ha3bIBACTCS [IEHTPOMEPOIi (OHA BBIAEIEHA HA PHUCYHKE JKENTHIM LIBETOM). YuacTok 2q13
PACIIONIOKEH Ha JJTHHHOM III€YEe XPOMOCOMBI 2 03HIT 13, psiioM ¢ LIEHTPOMEpOit
(BBI/ICJIEHO KPACHBIM I[BETOM M OTMEYEHO KPACHOM CTPEJIKON Ha PUCYHKE BBILIIE).

[Tpu mo6oii aenenuun npoucxoaut yrpara Gpparmenta JJHK. KonnuectBo yrpaueHHOro
TEHETUYECKOr0 MaTepHuaa B KaKJI0M KOHKPETHOM Cllydae Pa3iIMdHO U 3aBUCHUT OT
MPOTSHKEHHOCTH Jienenuu. Eciu fesenys ouyeHb MaeHbKast (MUKpOJEIIELHs), TO ee
HEBO3MOXKHO YBUAETH N0J MUKpOCcKomoM. [ToaToMy MHOTUM JTIOASIM ¢ MUKpOAEIeLuei,
BEPOATHO, paHee cOOOIIaIN O TOM, YTO UX CTaHAAPTHBIA XPOMOCOMHBIH aHAJIU3 B HOPME.
JlaGopatopusiii merox, Ha3BauHbIi FISH (payopecuentras in situ rubpumuszanusi),
MO3BOJISIET OoJIee JeTaabHO aHAIN3UPOBATH YHaCTKU XPOMOCOM U ITOMOTaeT OOHaPYKHUTh
nenenuro. B xone ucnonp3oBaHus 3Toro Merozaa, yuactku JJHK, nomeuenHsle
(IryopecleHTHBIMU KPacUTEISIMU, CBSI3BIBAIOTCS ¢ aHANOrMuHbIMU yyacTkamu JJHK Ha
OIIpeJIeTIEHHOI XpoMocoMe. FIMEHHO TT09TOMY aHaIH3 MPOU3BOIUTCS TOIBKO MPH
MOA03pEeHNH Ha n3MeHeHue conepxkanus JJHK Ha onpeneneHHOM ydacTke XpOMOCOMBI.
Bonee coBpeMeHHbII METO, MO3BOJISIOIINH €llie AeTallbHee aHanu3upoBaTh JJHK,
HA3BIBAETCS MATPUYHOIN CpaBHHUTENFHON TeHOMHOM rubpuan3amei (array CGH).
MatpudHasi cpaBHUTENbHAs TeHOMHas rudpuam3anys (array CGH) mo3Bomser
O00HapYKUTh OYEHb MAJICHBKHUE ACNIEINH, )K€ €CIIN Ha TO HET HUKAKKX momo3peHui. C
TIOMOIIBI0 MATPUIHON CPAaBHUTEIBHON reHOMHOM rubpumimsanmu (array CGH) taxoxe
MOXHO TOYHEE ONPENETUTh TPaHUIBI yTpadeHHOro yyacTka JJHK.

HUcTounuku

JaHHas OpoIIopa COAEPKUT HH(POPMALIUIO U3 MEAULUHCKOHN JUTEPATYPHI, 8 TAKKe
CBEJICHNS, TOTyYEHHbIE OT wieHoB rpymsl Unique. MMs aBTopa U nara myoauKanum
CTaTed B MEIULIMHCKOW JIUTEpaType yKa3aHbl AJIs1 BO3MOKHOCTH ITOMCKA aHHOTALAN
WA OPpUTHHAJIBHBIX cTaTeil B TEKCTOBOM 0a3e JAaHHBIX MCIUIIMHCKHUX U OHOJIOrHYECKUX
nyommkaumii PubMed (http:/www.ncbi.nlm.nih.gov/pubmed/). Bonbmas yacte crateit
TaKXxe JocTynHa Ha caiite Unique.

[epBoe uccnenoBanue Unique 6bu10 poBeaeHo B 2016 romy.



Pe3yJ’leaTbl XPpOMOCOMHOI'0O aHAaJ/JIn3a

Uro0bl y3HATh, KAKOW y4aCTOK XPOMOCOMBI Balllero peOeHKa MOBPEKIEH, a TAKXKE Kakas
YacTh TEHETUYECKOT0 MaTepHaja OTCYTCTBYET, 00OpaTUTECh K CBOEMY Bpady-TeHETHKY
WM KOHCYJIBTAHTY I10 TEHETHYECKUM BorpocaM. [IpenocraBienHast Bam HHGOpMAaIHs
Oyner BKIIIOUaTh AaHHBIE 000 BceX OOHAPYKEHHBIX U CYIIECTBEHHBIX T€HETHUECKIX
W3MEHEHMSIX U O TOM, KaKHe BaKHbIE I'eHBI ObLIH 33J€HCTBOBAHBI B XO/I€ 3THX
n3MeHeHni. Mukponenenun 2q13 0OBIYHO ONMPEAEISIOTCS TPH MOMOIIY MaTPUYHOM
CpaBHHUTENBHOM reHoMHo# ruopunuzaimu (array CGH). [locmotpum, kak MOTyT
BBITJISIETH PE3yIbTaThl JUATHOCTUKU.

IIpumep pe3yJbraTa MATPUYHOM CPABHUTEIBLHON I'¢HOMHOM
rudpuauzauuu (array CGH):

arr[hg19] 2q13(111392145-113094687) x1 dn

arr  Ilpwm aHanu3e ObLIa UCMIONB30BaHA TEXHOJIOTHSI MUKPOYHITOB.

hgl9 T'enom uenoBeka, Bepcusi cOOpkH 19. ITO KOHTPOIBHAS
nocnenosarenbHocTh JIHK, ¢ koTopoii conocTaBistoTcs > o
HoMepa nap ocHoBanwuii B uccnenyemoii JIHK. C 0osee ocHosari
nopoOHOI nH(popMalnel MoKeTe 03HAKOMHTHLCS Ha CTp. 5.

2ql3 Amnanu3 BersiBui anomanuto JJHK Ha yuactke
q13 xpomocomsr 2.

(111392145-113094687)  Anomanus JJTHK BeIsBisieTcst npu
COIOCTABJICHUN HOMEPOB Nap OCHOBAHUH — KOHKPETHBIX
Y4YacTKOB, Ha KOTOPBIX [IPOU3OILIA XPOMOCOMHBIE
n3MeHeHus. B nannom npumepe anomanua JTHK &
oOHapy)xeHa MeX1y nmapaMu ocHoBanuit 111392145 u JTHK >
113094687. YuacTtok oxBaTbIBaeT nmoutu 1702542 map - A
OCHOBAHHMH.

x1 Nmeercs Tonbko onHa konwus ykazanHoro ¢parmenta JJTHK. B HopMe nomkHO
OBITh JBE KOIMU KaXJI0H XPOMOCOMBI. 3HA4UUT, O{HAa KOIHS KOHKPETHOTO
¢parmenta JIHK yrpauena, a, cinenoBarenbHo, ganHas anomanus JJHK
Ha3bIBACTCS JCIIECIIUEH.

dn  [lenemms umeer cTaTyc de novo (T.e. OHa BO3HHKJA BIiepBble). [Ipu npoBepke
XpOMOCOM poauTeleii Ha ygactke 2q13 He Opu10 0OHAPYKEHO JENeH W
JPYTUX XPOMOCOMHBIX MIEPECTPOCK.

Ecnu nenenust mmeeT cTatyc de novo, 3To 03Ha4YaeT, 9YTO BEPOSATHOCTb TOTO, YTO OHA ObLIa
YHACJIeI0BaHa OT POIUTEINEH, a TAKXKE TOTO, YTO CIEAYIOIINI peOEHOK CHOBA POAUTCS C
TaKoM e Jenenrei, kpaiiHe Mana. [lomeTka mat B pe3ysprate aHaanu3a FTOBOPUT O TOM,
4TO Jenenus OblIa yHacleqOBaHa OT MaTepH (OT aHIII. maternal — o MaTepUHCKON
JUHAN), a IOMETKa pat — OT oTua (0T aHTI. paternal — 1Mo OTIIOBCKOM JIMHHH).

UYUro0bl mydIie HOHUMATh, KaK MMPOTEKAET PA3BUTHE BalIero peOeHKa, MOJKHO CPAaBHUTH
pe3yNbTaThl aHAIHM3a PeOeHKa ¢ pe3yabTaTaMH APYTUX AETeH, IMEIOIINX TaKyO K€ HIIH
MOXOXKYIO MHUKPOJETIECIHIO. JTO TO3BOJINT BBIIBUTH HANOOJIEE PacCIpOCTPaHEHHBIE
TIOCJIE/ICTBHA JAHHBIX XPOMOCOMHBIX N3MEHEHHH, OTHAKO HEOOXOMMO IOMHHTb, UTO
JIETIEIIUS] MOXKET IPOSIBIIATHCS TO-pa3HoMy. CTereHb 1 XapakTep BIMSHUS ACIEHN
MOXET OTIIMYATHCS JIaKe Y POHBIX OpaTbeB u cectep. HezaTpoHyThie nenenynei rens
peOeHKa, ero OKpy>KeHne, a TakKe HHIUBHUAYaIbHbIE OCOOCHHOCTH JIMYHOCTH BIIUSIOT Ha
€ro pa3BHUTHE U OIPEAEIAIOT MOTPEOHOCTH 1 TOCTIDKEHHUS. Ba)KHO MOMHHUTB O TOM, YTO
KaX/(pIii peOCHOK YHHUKAJIEH, TO3TOMY HE CTOHMT BCELENO MONIaraThCs Ha MpsaMoe
CpPaBHEHHE C AETbMH, UMEIOIUMU CXOXKYIO IEJIELUIO.
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CoOopku renoma

B 2003 romy 06110 00BSBIIEHO O 3aBEPIICHUH MEKIYHAPOIHOT0 MpoekTa «['eHom
YeII0BEKay, MIIABHOM IENTFI0 KOTOPOT'0 OBLIO IOJTHOE TIPOUYTCHHE (CCKBEHUP OBAHIE)
TIOCJIE/IOBATEIFHOCTY TeHOMA YeJI0OBEKa M CO3/JaHNe KapThl TEHOB (KapTUPOBAHHE).
OpHaKO B IOTYYEHHBIX JJAHHBIX CEKBEHUPOBAHUS U KAPTHPOBAHMS OCTAIIOCH MHOT'O
MIPOOEIIOB, TIO3TOMY YYEHBIE /IO CHX MO MOCTOSHHO Pa00TAOT HaJl BHISBICHHEM
HenocTaroniel nHpopmarmn. Kaxapiii pa3, Koraa HosBIIsIeTCs] HoBast HH(OPMAIHs O
TEHOMHOMH IOCIIE0BATEIFHOCTH, HyMEpaIHsi IIap OCHOBAaHUH XPOMOCOM, a,
CJIE/IOBATENILHO, KOOPAMHATHI TeHOB, ACIEIUN 1 AYTUIMKAUA MEHSIETCS.

Kaxxmyro HOBYIO BEpCHIO TeHOMa 00BIYHO HA3BIBAIOT «COOpKOI». HoBBIE COOpKH reHoMa
MTyOJIMKYIOTCSI KaXKZble HECKOJIBKO JIeT. [ 'eHeTryeckast mHpopmanus B 3ToH Opomrope
ocHoBaHa Ha coopke Ne37 (GRCh37), omyOimkoBaHHOH MEXTYHAPOIHBIM
KOHCOPIIMYMOM Hay4YHBIX M UCCIIEI0BATELCKUX HHCTUTYTOB (Genome Reference
Consortium) B 2009 roay. B reHeTHueckoM oT4eTe O BallleM peOCHKE JaHHBIC O
nocnenoBarensHocTr JJHK mpu Takoii coopke wacto OyayT o0o3HauaThest Kak hgl9
(reHoM veroBeka 19).

B ckopom BpemeHH B 0a3ax JaHHBIX, HCIIONb3YEeMbIX FeHeTHKaMu 1 rpynmnoi Unique,
nHpopmanus Oyner oOHOBIEHa Ha OCHOBE HoBeiiel Bepcun coopkun GRCh38/hg38,
Koropast nosisuiack B 2014 rony. /laHHbIE TEHETUUECKUX OTYETOB TaKKe OyayT
OOHOBJIATHCS, BCIEICTBUE YETr0 M3MEHUTCS TAKKe HyMepalys ap OCHOBaHUN T€HOB U
TEHETHYECKHX MEePECTPOEK.

Kak yacTo BcTpeuaercsi MUKpoaesielnus yyacTka 2q13?

TpynHO OLIEHUTH CTETEHb PACIPOCTPAHEHHOCTH MUKpozenenuu 2q13, Tak kKak MHOTHE
JIFOM MOTYT HE 3HATh O HAJIMYMH Y HUX OTKJIOHEHHs, a AUATHOCTUPOBAHHBIC CIIydau He
BCEI/la ONMCAaHbI B COOTBETCTBYIOLIEH nTeparype. Ha ceronusamnmii 1eHs B
MEIULMHCKUX UCTOYHHKAX 3a(hHKCHPOBAHO OK0JIO 30 cilydaeB MUKPOJEIELUH JaHHOTO
yuactka (2016;Bisgaard 2007; Rudd 2009; Shen 2010; Cooper 2011; Brau Javier 2012;
Yu 2012; Boone 2013; Costain 2013; Hoang 2013; Lindstrand 2014; Roberts 2014;
Russell 2014; Vuillaume 2014; Haghighi 2015; Hladilkova 2015; Riley 2015; Shin 2015;
Fry 2016; Wolfe 2016). bonee 150 ciayuaeB ynmoMuHaIOTCS, K IpUMEpY, B 0a3e JaHHBIX
Bapuanuit uncna xoruit reroB DECIPHER (6a3a maHHBIX 0 TeHOMHBIX BapHaIlUsIX U
(eHOTHIIAX C IOCTYIIOM K MH(POPMAIIMOHHBIM pecypcam mnpoekra Ensembl; https:/
decipher.sanger.ac.uk). ['eHeTHKN 1 IPAKTUKYIOIIME BPadH UCIONB3YIOT TO00HbBIE Oa3bl
IUIsl aHOHUMHOT'O OTPa)KeHUS CBEACHHUH O TEHETHYECKUX OTKIIOHEHUSX, C COTTIacHs
ManUeHTOB, YTOObI JaHHbBIE O BO3MOXKHBIX MOCIICACTBHAX TeHETHIECKUX H3MEHEHHI
OBLIM TOCTYIHBI U APYTUM clieranicTaMy. Takoil 0OMEeH ONBITOM M 3HAHHSMH
MIOMOTaeT MOBBICHTh YPOBEHb OCBEJOMJICHHOCTH U IOHUMaHHUsI 0COOEHHOCTEH
TeHeTHYEeCKHX U3MEHEHHH, YTO, B CBOIO OYepeb, IO3BOJISET PEOCTAaBUTh OOJbIIE
UH(OPMAIIUH JIFOASM C TOYHO TAKHUMH XKE MIIH CXOKHMH ICHETHYECKIMHU W3MEHEHUSIMU.
[MpenmonoxurensHo, MUKpoaeenys 2q13 MoXeT BCTpedaThCsl B TOMYISHN U HUKAaK He
OTpa’kaeTcs Ha 370pOBbE HEKOTOPBIX, HMEIOIINX ee, JIto/iei. Brpodewm, varie
Mukpozernenus 2q13 Bce xe BruseT (B He3HAYUTEIFHON CTEIICHN) Ha 3I0POBbE, HO
YeII0BEK MOXKET He 3HaTh 0 cBoeM nuaraose (Kendall 2016). OgHa u ta xe
MUKpozenenus 2q13 BctpeyaeTcs B MOMYJISLUK TOBOJIBHO PENKO, & €€ pasinyHbIe
BapUaHThl, B TOM YHCIIE JCNICIUHA MEHBIINX pa3MEPOB BCTPEYAFOTCS TOPa3 o Yallle.
O6pasupl JHK, nonydeHHble OT Jr0eH, HCTIBITHIBAIOIIMX TPYAHOCTH B O0Y4CHUH WIIH
HMEIOIX WHTEIUICKTyalIbHbIC HAPYIIICHHS H/UITH 331ePKKY Pa3BUTHS, TIOKA3bIBAIOT,

YTO MacmTad pacnpocTpaneHnst Mukpoaenenuii 2q13 nosonsHo Benmuk (Cooper 2011;
Costain 2013).



B nacrosimee Bpems B rpynne Unique coctout 44 ygacTHrka (32 ceMbH) CO BCETO MHUPa
¢ nenenuei yqactka 2q13. Y ceMu y4acTHUKOB HaOIIOJarOTCSI TATOJIOTHU U APYTUX
XpOMOCOM, a Y BOCbMHU OOHapyXEHBI KPYITHBIE JIENICIINH, KOTOPBIE 3aTParuBaloT yIacTKH
XpoMmocoMHI 2 3a ripeaenamu q13. B aToit Opormtope OymyT paccMOTpEeHBI
HCKITIOUUTEHHO CIIy4au C IIPOCTHIMU MuKpozenenusmu 2q13 (aenemusmMu HeOOIbIIHX
pa3MepoB B Ipezenax yyacTka 2q13) u oTcyTcTBUEM aHOMAJIMH B IPYIUX XpOMOCOMaXx.
B ocTanbHBIX citydasx NpUYHHON KIMHUYECKUX MPU3HAKOB MOT'YT CITY)KHTh H3MEHEHUS
B JIPYTMX XpoMocomax. TeM He MeHee, BO3MOXKHO, 3Ta OpoIropa MoMOoXeT pa3o0paTbest
Taxke ¥ B HUX. Ha ceropnsmauii nens Unique HacuuthiBaeT 29 ygacTHHKOB (19 cemeii)
C TakuM TUIOM MuKkponenernmu. Mcenenoanue 10 cemeli 6bu10 3aBeprieHo B 2016 romy.

IHoyemy 310 Mpousourio?

[Ipubnu3uTENHEHO MOJTOBUHA JIETEH yHACIEIO0BaTa MUKpoaenenuto 2q13 ot ogHoro u3
pomureneir. Ocranbhbie 50% ciydaeB — 3TO JIOAU CO CTATyCOM Jelieliu de novo (dn).
DT0 3HAYWT, UTO PEOCHOK — MIEPBBINA YWICH CEMbH, Y KOTOPOT'O BO3HHUKIIA JCIICIIHS.
[IprunHa BO3HUKHOBEHHUS JCJICIIMHA HA 3TOM y4aCTKE XPOMOCOMEBI 2 PACCMOTpPEHA Ha CTp.
20. Poqurensm He0OX0AMMO NOHUMATh, YTO OHH HUKaK HE MOTJIM NIPEIOTBPATHTh
BO3HUKHOBeHHE Jienenni. Kak u3BecTHO, HU (DaKTOpbI OKPYKaIOIIEH cpe/ibl, HA
MUTaHUE, HU 00pa3 )KU3HU HE SBJISIOTCS MPUIMHON TOSABICHUS MUKpoaeneruit 2q13.
Hukakue neiicTBust poaureneit 10, BO BpeMst HIIH Mociie 0epeMEHHOCTH He MOTITH Ha 3TO
IIOBJIUATH.

Mo:keT 11 3TO NpOU30iiTH CHOBA?

Ecnu y 06oux poaureneit HOpMaibHbIE XPOMOCOMBI, BEPOSITHOCTh TOT'O, YTO
CIIEAYIOLIHHA PeOEHOK TakkKe POIUTCS ¢ MUKpojeenuei 2q13 uin apyrum
XPOMOCOMHBIM OTKJIOHEHHEM, Maia. BeTpeuarores penkue cnydau (MeHee ueM 1%),
KOT/Ia aHaJIM3 KPOBH MOKA3bIBAET HATMYUE HOPMAIILHBIX XPOMOCOM y O0OMX POIMTENEH,
HO TIPY 3TOM HECKOJIBKO SAUIIEKIETOK MM CIIEPMATO30HMI0B COlEP>KaT MUKPOICIICIIUIO
2q13. I'eHeTHKY HA3BIBAIOT TAKOE SBJICHUE MO3AUIII3MOM KJIETOK 3apO/IBIIICBOI JINHUH.
Takum 00pa3om, y poauTeNeii MOXeT POJMTHCS HECKOIIBKO JeTel C Aenenueld, HeCMOTpsI
Ha TO, YTO aHAJHM3 KPOBH [TOKA3aJl HATMUHE Y HUX HOPMAJIBHBIX XPOMOCOM.

B cembsix, rae Mmukpoaenenus 2q13 Obia yHacieqoBaHa OT POJUTENSI, BEPOSTHOCTD
POXIEHUS elle ONHOro pebeHKa (KaK MaTbUHKa, TaK M JEBOUKH) C TAKAM JKe
OTKIIOHEHHeM Bo3pactaet 10 50% mpu kaxxaoi 6epemeHHOCTH. OJHAKO TOYHO
OIIPEJICIIUTh, KAKOE BIIMSHUE MUKPOJIEIICIUSI OKQXKET Ha pa3BUTHE, 30POBbE U
MoBe/icHHe peOeHKa, HEBO3MOXKHO.

[Ipu mraHMpOBaHUH CIEAyOMEeH OepeMEHHOCTH 00paTUTECh 3a KOHCY/IbTAIICH B
MEINKO-TeHETHIECKUN IIEHTP.

Ecmu Bamr pebeHok ¢ Mukpoaenenueit 2q13 B Oymymem 3axoueT UMETh JeTeH,
BEPOSTHOCTH TIepefadu nenenun pedberky cocraniseT 50%. Bimusane Mukponenernim
2q13 Ha pepTUIBHOCTH elle HeAOCTATOYHO U3YUeHa U TPYIHO AeNaTh KaKue-Inoo
BBIBOJIBI, OIHAKO, CKOpPEE BCET0, Mpo0IeM He BOZHUKHET. CIIOCOOHOCTh BOCTIMTHIBATH B
OymymieM CBOMX JieTeil OyneT BO MHOIOM 3aBHUCETh OT COOCTBEHHBIX CITOCOOHOCTEN K
00y4YeHHIO U 0COOECHHOCTE! TIOBEACHUSI.



Bo3moskHbIC TPOSIBJICHHS

[Tpn3Haky reHeTHYeCKUX U3MEHEHUH MOT'YT 3HAUNTENBHO OTJINYAThCs, HO HEKOTOphIE
MIpOSIBIICHUS] MUKpoJenenuu 2q13 BcrpedatoTes vare, yeM apyrue. Cpeau Hanbosee
pacrpocTpaHEeHHBIX:

HU3KUH MBIIIEYHBINA TOHYC (THIIOTOHUS);

AQHOMAJILHO OOJIBIION MITM MaJIEHBKHIA pa3Mep TOJIOBBI;

HEMHOT'O HEOOBIYHBIE YEPTHI JINIIA;

3a/1epKKa pa3BUTHUSA;

TPYIHOCTH B O0Y4EHHH WM CHIYKEHUE WHTEIIEKTYaIbHBIX CIIOCOOHOCTEI;
3aJiep)KKa PeUYeBOro Pa3BUTHS U 3aJIep’KKa pa3BUTHS SI3BIKOBBIX CIIOCOOHOCTEH;
PaccTpONCTBO ayTUCTUYECKOTO CIIEKTpa WU Ipyrye MOBeACHYECKHe
OTKJIOHEHUS,;

TPEBOXKHOCTb;

3a00eBaHus CepALa;

3a00IeBaHus TIOYEK.

Ba)kHO OTMETHTH, UTO BCTPETHUTH Y OJTHOT'O YEJIOBEKa Cpa3y Bce MPU3HAKHY,
NepEeUrCIIEHHBIE BBIIIE, HEBO3MOXKHO, KaX/Ibli YeJIOBEK YHHUKAJIECH KaK B CBOEM
PAa3BUTHH, TaK ¥ C TOUKU 3PCHUS METUIIMHCKUX MPoOeM. Y psiia jroaei ¢
MuKpozenenueit 2q13 HeT HU OAHOTO U3 BHIIIENEPEYUCTICHHBIX TPU3HAKOB, a
HEKOTOpBIE MOTYT UMETh IpaKkTH4ecKH Bce. OCOOEHHOCTH MPOSIBIICHUS JIENIeUU OyayT
TaKoKe 3aBUCETh OT €€ pa3Mepa, XapakTepa NepecTpOrKN U TeHOB, BXOAAIINX B 0071aCTh
nenenuy. CyliecTBYIOT U Jpyrue, BCTpeyarolecss HAMHOTO pexe, IPU3HaKu
Mukpozaenenun 2q13, oHu OyayT pacCMOTPEHBI B CICAYIOIIUX pa3jienax OpOoLIoph.

BepeMeHHOCTH M POabI

Y MHOTHX MaTepel, BEIHAIIMBABIIKX JieTel ¢ MUKpoaenenueit 2q13, 6epeMeHHOCTb
npoxonuia 6e3 OCIOKHEHHUH, U IETH POJMINCH B CPOK WIIM MIOYTH B CPOK. Tem He
MeHee, oHa 13 Matepeii-ydacTHUL Unique cooOmmiia 0 MHOTOBONH, T.€. 00 H30BITKE
AMHHUOTHYECKON (OKOJIOMIOMHOM) KHUAKOCTH. Takoe COCTOSTHUE SBJISETCS OCTOKHEHUEM
OepeMEeHHOCTH U CIIOCOOHO CIIPOBOIMPOBATH MIPEKACBPEMEHHBIE POIBL. Y €€
HOBOPOXIEHHOT0 peOeHKa ObUIN BHIABICHB! YBEIHICHHBIC JKETYIOYKH TOTIOBHOTO
Mo3ra. J[pyras MaTh ykas3ajia Ha CIIBHYIO TOIIHOTY. Emte y omHo# ywactHunbsl Unique
Ha paHHEH cTaanu OepeMEHHOCTH IIPOMU30IILIA OTCIIOMKA IUIAIIEHTHI (€€ OTAEIEHUE OT
cTeHKH MaTkH). Eif Ha3HaumIm neueHne, 4To0bl MPeTOTBPATHTE MPEKICBPEMEHHbIE
pornsl. B MemumuHCKOM TUTEpaType Takxke 3apUKCHPOBAH CIyYail MPEdKIaMIICHH Y
KEHIIUH — COCTOSHUS, COIIPOBOXKIAOIIETOCS TOBBIIIEHHBIM apTEpHAIbHBIM AaBICHHEM.

[Ipu BBISBIEHNH B TEUCHUE OEPEMEHHOCTH OTKIOHEHHH, a TaKkKe MPU TTOI03PCHUH Ha
aHOMAJIMM Pa3BUTHUS IJI0/1A, PEKOMEHTyeTCsl IPOUTH reHeTneckoe obcienoBanue. I1o
JaHHBIM HccnenoBanus Unique, TOI03pEHNS HAa BO3MOXKHBIE OTKJIOHEHNS BO3HHUKIIH B
TIPOLIECCEe YIBTPa3BYKOBOI'O MCCIIEIOBAHS JIUIIb B OHOM CITydae.

HoBopoxaeHHbie

Macca Tena HOBOPOXKIIEHHBIX ¢ MUKpoenernuen 2q13, kak IpaBuito, HaXOIUTCS B
mpejeniax HOpMBI. B rmepro HOBOPOXKAEHHOCTH Y HEKOTOPEIX MIIAJICHIIEB C
Mukpozenenueit 2q13 HabmogaeTcs «BAIOCTEY (CHIDKEHHBIH MBIIICYHBIA TOHYC). DTO
COCTOSIHUE CIICIIATINCTHI HA3hIBAIOT TUIIOTOHKEH. OHA MOXET OCIIOKHUTH IIPOIECC
COCaHWUsI, TIIOTAHUS W/WIA 3aXBaTa MIIAJICHIIEM MOJIOYHOH JKeJIe3bl MaTepy BO BPeMst
KopMJIeHHs. VIHOTIa THUITOTOHMS TIPUBOIUT K 3aA€PKKE B JIOCTHYKEHIH TAKUX OCHOBHBIX
ATAIOB Pa3BUTHS, KaK MIEpEKAaTHIBAHUE, CHIICHIIEC, TIOJI3aHHE U X004,

7



IepBbie npu3naku

Muxkpoaenenyun 2q13 oOHapyKUBarOTCsl Y MIIaJICHIIEB U JIETEH CTapIlero Bo3pacTa Ha
pa3HbIX 3Tanax )HU3HH, HOCKOJIBKY CTENIEHb MPOSBICHHS 3TUX MUKPOIEIEIHA MOXET
CHJIBHO pa3nuuathces. [leTel, poXKIeHHBIX ¢ IBHBIMH (PM3MYECKUMU OTKIOHEHUSIMHU
(HampuMep, ¢ TPbDKEH WM MaTOJIOrHel cepla WK I0YeK) Yalle BCero o0cuenyoT
cpa3y Ioclie POXKASHUS WIN Jaxke A0 POXKICHHS, BHYTPHLYTPOOHO, BO BpeMs
OepeMeHHOCTH, €CIM OTKIIOHEHHs1 OOHAPYKUBAIOTCS B XOJ€ IJIAHOBOTO 00CIEA0BaHUSA
OepeMeHHOH JKEeHIMHBI. |'eHeTH4YecKoe TECTUPOBAHUE TaKKe MpeIaraeTcs TeM, y Koro
OTMEYAIOTCs TAKHE OCOOCHHOCTH, KaK HEOOBIYHbIE YSPTHI JINIA WM MATOJIOTUS PAa3BUTHU
[aJbLEB PYK WIM HOT. Y HEKOTOPHIX wieHoB Unique XpOMOCOMHBIE OTKJIOHEHHS ObLIH
BBISIBJICHBI B TIEPBBIE T'OJIbI )KU3HU. DTH MaJIbIIIN UMEIH 33JEPKKY pa3BUTH,
MBILIEYHYIO THIIOTOHUIO, TPYAHOCTH BCKapMIIMBaHMUS, OTCYTCTBUE 3PUTEIILHOTO
KOHTaKTa. Y JPYTux AeTel NpOosBUINCH MOBEJCHUYECKUE TPOOIEMBI: HaIIpUMep,
CHHIpOM JieuiuTa BHUMaHus ¢ runepaktuBHocThio (C/IBI), a Takke paccTpoicTBO
ayructuueckoro crekrpa (PAC). OnHako, ecTh ¥ TaKhe, KOMY JHarHo3 ObUT MOCTaBJICH
B OoJIee MO3AHEM BO3PACTE BCIIEICTBIE BOSHUKHOBEHHS TPYIHOCTE B 00y4eHHH (TakK, y
onHoro u3 wieHoB Unique XpoOMOCOMHOE OTKIIOHEHUE OOHApYKUIHU B 12 1ier).

Buemmnoctn

VY nereit ¢ mukpogpenenueit 2q13 MoryT ObITh 0COOSHHBIE YEPTHI JIUIIA, KOTOPbIE HE
cpa3y 3aMeTHBI POIUTEISIM, HO OYIYT OTMEUEHBI IEAUaTPOM MIIH KIMHUYSCKUM
reHeTHKOM. K 1ooOHBIM YepTaM MO>KHO OTHECTH HEMHOT'O YBEJIMYSHHOE PACCTOSHUE
MEXIy I1a3aMu (THIIEPTEIOPU3M) WIH IUIOCKYIO IEPEHOCHITy. Y YaCTHUKH TPYTIIIBI
Unique oTMeYaId, 9TO 0 HAJTHYUH y AETEH XPOMOCOMHBIX OTKJIOHCHHUH
CBHETEIbCTBOBAJIN Pa3JIMYHbIe OCOOCHHOCTH, HAIIPHIMEp, BRICOKOE apKooOpa3Hoe Hebo,
KpHBBIE 3yObl, HU3Kasl JIMHUS POCTa BOJIOC, MaJIeHbKasl YeNOCTh, B3ACPHYTHIN HOC,
OITyIIIEHHBIE YTOJIKH IJIa3, I71a3a CIerka KOocsT B CTOPOHY yIeH, HeoOsraHas opma
ymei. OTHaKo 3TH YepTHI JINIA MOTYT OBITH €1Ba 3aMETHBI, U IOTOMY BHEIIHE I€TH
MIOYTH HE OTIMYAIOTCS OT CBOMX CBEPCTHUKOB M MOT'YT OBITh OU€Hb MTOXOKH HA CBOUX
poauTeneit, OpaTheB U cecTep.

Con

3a NCKITIOUYEHNEeM OJTHOM ceMbH, Bce wieHs! Unique, MpUHSBIINE yIacTHE B
nccnenosannu 2016 roaa, coodmmnm, 4To y AeTel HaOMIOaaICh pa3InIHbIC BHbI
HapymeHui cHa. [To nH(opManuy, TOTyIeHHOH OT ceMel, OJJHUM JIETSIM CI0KHO
YCTIOKOUTHCS M 3aCHYTh HOYBIO, APYTUe HE CILIT Ha MPOTSHKEHUH JIUTEILHOTO MepHo/a,
a TIOTOM IIOCTOSIHHO TIPOCHITIAIOTCSI TOCPEAN HOUHM; HEKOTOPBIE e MPOCHIIAIOTCS
CJIMIIKOM paHo. [IpryuHbI HApYIIEHNH CHA MO-TIPEKHEMY HE IO KOHIIA TIOHATHBI.
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Eciu 5T0 MPOUCXOIUT, POJUTEISAM MPUXOIUTCS HEIErKO: peOEHKA TPYIAHO YAOKUTh
CIaTh, Y HETO OECIIOKOIHBIN COH, a YaCOB CHA OBIBAaeT HEMOCTATOYHO. Bee 3TO mpuBOIUT
K JUTUTEIEHOMY HEIOCBHITIAHUIO Y POUTENEH U CO3/Ia€T TPYHOCTHU MPH BBITOIHEHUN
eKeTHEeBHBIX 3a/a4. Jlajee OyayT MpUBEICHBI MEPhI, KOTOPHIE MOT'YT IIOMOYb YITYUIIIUTh
Ka4eCTBO CHA Y HEKOTOPBIX JIETEH, OJJHAKO BaXKHO OTMETHTh, YTO aOCOMIOTHON rapaHTHH
ux 3¢ dexruBHOCTH HeT. CYIIECTBYET pacpoCTpaHEHHOE MHEHUE, YTO HOPMAJIU30BaTh
COH MOJKET TIOMOYb Ha ISKAIIUIA PACTIOPSIOK JIHsI, IPH KOTOPOM PEOEHOK JIOKHTCS
CIaTh B OJHO M TO YK€ BPEMs, B OJJHOM U TOM K€ MecTe (ECJIH 3TO BO3MOXHO). Kpome
TOr'0, MOJKET OBITh MOJIE3HO BHIPAOOTATh €KEIHEBHBIN MPOIECC YKIIAAbIBAHUS peOCHKA —
HE CJIMIIKOM JIOJITUI U He CIHMIIKOM OBICTpBIH. HEKOTOpbIE CEMBbH 3aMETHIH, YTO
MUTaJICHI[AM 3aCHYTh TOMOTaeT OeNblif M, a ISTsIM 4yTh CTapliie — paccaabusronias
MY3bIKa, XOTS B PsJIE CIy4aeB 3TO MOXKET BBI3BaTh U 00paTHI addekxT. HekoToprim
JIETSIM C CEHCOPHBIMH PACCTPOMCTBAMH MOTYT ITOKa3aThCsl HEYIOOHBIMU OTPEIEIEHHbIE
MPOCTHIHY WK MaTpalbl. B TakoM ciydae, eciiv ecTh BO3MOXHOCT, CIIEIyeT
nepeo0opy/I0BaTh CHATBHOE MECTO HITH MPHOOPECTH MOCTENbHbIC MPUHAIICKHOCTH,
KOTOpBIC HE JIOCTaBAT auckoMdopT BamreMy pederky. Ecnu pedenky Bee eme Tpedyercs
HerOlIOJ'I)KPITCJ'IBHBIﬁ )IHCBHOﬁ COH, HC CTOUT CIICHIUTH yKJ'[a)II)IBaT]) €ro paHHUM
BeuepoM. Bo3MOkHO, /171l TOTO IPHUETCS MEPECTPOUTD Balll JIEHb TaK, YTOObI
HUCKIIFOYUTH MJIUTECIIbHBIC ITOC3IKHU Ha aBTOM06I/IJ'[e 500050 HpOFyJ'[KI/I C KOHHCKOﬁ B BCUYCPHEC
BpEMSL.

OcBelleHIe TaKKe UTPAET BasKHYIO POJIb, IIOCKOJIBKY JIF00ast CBETOBAst CTUMYJISLISA
(maske TpH 3aKpPBITHIX [VIa3aX) MO3BOJIMT TENY BallIero pedeHKa eCTECTBEHHBIM 00pa3oM
pacro3HaBaTh CBET ¥ HACTPAUBATh CBOM «OMOJIOTHYECKUE Yachl» (LIMPKaJHBIH PUTM).
[TnoTHBIE, CBETOHENPOHUIAEMBIE JKAIIO3U WM IITOPBI MOT'YT IIOMOYb PEOSHKY 3aCHYTh,
a Taroke NPeJOTBPATAT CIMIIKOM paHHee npoOyxaenue. OnHa ceMpsa-ydactuna Unique
cOO00IIMIIA O TIPOXOXKICHUU X PeOCHKOM Kypca (OTOTepanuu (CBETOIEUEHUsI): ero
©KEIHEBHO Ca)KatoT PSIOM CO CIELMaTbHBIM CBETOBBIM SKPAaHOM Ha ONpPEAesIeHHOe
BpeMs1, YTOOBI HACTPOUTH JETCKHE «OMOIIOTHYECKHE YackDy Ha MPaBUILHOE BpeMs
3achImaHus U npoOyxaenus. [Ipu ¢pororepanuu HCHoNB3yeTcss BUAUMOE CBETOBOE
U3JIy4eHUE U He JOITyCKaeTCsl BO3ICUCTBHE YIIbTpadHONeTOBbIX JTydeil. JIyun cBera
HOPMAaJIM3YIOT paboTy KIETOK MO3Ta, KOTOpbIe OTBEYAIOT 3a BEIPaOOTKY TOPMOHOB,
CTUMYJIHPYIOLIMX HPOLECCHl 3achlaHus U 6oxpcTBoBaHus. HekoTopsle ceMb [uist
JOCTIDKEHHS 3TOH LEIH OTAAI0T MPEAIOYTeHHE IPUEMY METaTOHUHA — TOPMOHa,
BBIPa0aTHIBAEMOr0 OPraHU3MOM NP CMEHE THEBHOTO M HOYHOT'O IIUKJIOB.

PerynspHoe BEINIOIHEHNE HECIOXKHBIX
(M3HYECKHX yNpaKHEHUH B JHEBHOE BpeMs
TaKoKe MOJIOKUTENBHO BIIMSAET HA KaYeCTBO
HOYHOTO CHA M MOXKET IIOMOYb €r0
HOpMann30BaTh. JlocTikenne 3¢ ¢GexToB oT
9TUX YIPaXXHEHUI OyIyT 3aBUCETh OT BO3pacTa
pebeHKa 1 ero MbleyHoro ToHyca. Kpome
TOT0, TIOBJIMATH Ha COH MOXET yroTpebiieHne
OnpeIeTICHHBIX MPOAYKTOB NHTAHUS U
HanuTKOB. YTOOHI BBISICHUTB, KAKHE TPOAYKTHI
OKa3bIBaCT HETaTHBHOE BIIMSIHUE, CIIETUTE 32
JTHEBHBIM M BEUCPHHUM PAIIOHOM peOeHKa.
Ynorpebnenne caxapa, KopenHa, a TakxKe
MTUIIEBHIX T00aBOK MOXKET HETATUBHO CKA3aThCS
Ha KayecTBe CHa (Hanmpumep, KodenH,
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COZICPIKAIIUIACS B IIOKONAJE, MOXKET OCTABATHCS B OPraHU3ME B TEUCHHE JIOJITOr0
BpeMeHnH). CyllecTByeT MHEHHE, YTO OMOJI00aBKH TaKXKe MOI'YT TIOMOYb B PEIICHHU
npo0JIeM CO CHOM, OJJHAKO Mepe]] UX IPUMEHEHHEM HEOOXOTUMO
MPOKOHCYIbTUPOBATHCS ¢ BpauoM. HekoTopbie ceMbH 00palIiatoTcs K apoMaTepariiy,
TOMEOIATHH U Maccaxy. [IpuuiHaAMU HAPYILICHUs CHA MOT'YT CTaTh JIFOOBIC TPOSBICHUS
6omu 1 TUcKOMQopTa, HANpUMeEp, KaK 3arop Wik pedroke (HanpumMep,
ractpos3odareIbHbIH pedIIIoKe, TPH KOTOPOM COIEPKUMOE JKEITyIKa IBHKETCS
obpaTHO B nuIeBox). Y meTeil bojee cTapluero Bo3pacta HapyIeHHe mporecca
3aChIMaHKs MOXKET OBITh BBI3BAHO TPEBOXKHOCTHIO.

Kopmiienue u poct

Hekoropsie wirensr Unique coo0maiy 0 TpYAHOCTSIX ¢ KOPMJICHHEM MJIaJCHIEB U
IIUTaHUEM Y JeTel U MOoAPOCTKOB. MitasieHIIbl C TMIIOTOHUEH (HU3KUM MBIIIEYHBIM
TOHYCOM) MOT'YT UCIIBITBIBATh ITOBBIIICHHYIO YTOMJISIEMOCTh BO BPEMsI TPYIHOTO MU
HCKYCCTBEHHOr'0 BcKapmuinBaHusl. [Ipornecc KopMiIeHHsI MOXKET 3aHUMATh IOBOJIBHO
MHOTO BpEMEHH WM TpeOOBaTh YacThIX MOBTOpeHni. Ecimu morpeGHoCTh pebeHka B
IIUTAHUU HE N0JTy4aeTcs yJOBIETBOPUTH B MOJIHON Mepe, BO3MOXKHO, IPUIETCS
MpUOETHYTH K BBEICHUIO BRICOKOKAJIOPHUITHON CMECH Yepe3 Ha30TaCTPAIbHBIA 30H, HITH
C TIOMOIIBIO TacTpocToMuU. HazoracTpalibHbIN 30H] — 3TO TPYOKa, BBOAUMAS! B JKEITyJOK
Yyepe3 HOC; ¢ TIOMOIIBIO HEe MHIIA 1 JIEKApPCTBEHHBIE BEIIECTBA IIOCTYMAIOT HANIPAMYIO B
xemynok. ['actpocroMust — onepanusi, pu KOTOpor TpyOKa, BeayIas B MOJIOCTh
XKETy/Ka, IPOITyCKaeTCs Yepe3 IMEPEIHIO0 CTEHKY OPIOIIHOM MOIOCTH.

Y HEKOTOpHIX AeTelt HaOmoaaeTcst peIIFOKC — MATONOTHSL, TIPH KOTOPO MUINA U3
XKeTy/Ka TomnajgaeT o0paTHO B MUMIEBO. [Ipr HEOOXOMMOCTH TaKOE COCTOSHIE MOXKHO
KOHTPOJIMPOBATh, UCIIONB3YsI JIEKAPCTBEHHBIE TIPENapaThl, CIICIHAIBHBIE CMECH C
3aryCTUTENSIMH, A TAKXKe He 3a0bIBaTh O MPABMIIHOM IOJOKEHNN peOCHKA TIPH
KOpMIIeHHH. TpyJHOCTH NPH BCKAPMIIMBAHUH MOT'YT BOSHHKATh M3-32 HEPA3BUTOTO y
pebeHKa cocaTenbHOro peduiekca WM HAPYIICHNS] KOOPIUHALIUH COCAHUS, TTIOTAHUS U
npixanus. [Iporecc 0coOEHHO OCIOXKHSIETCSI PU HATWYHH NATONIOTHH pa3BuTHs Heba. B
onHOM n3 cemei Unique NpuIMHAMU TPYIHOCTEH NMPHU KOPMIICHHH CTAIA KOCHOSI3bIUHE
pebeHka (cuTyanusi, B KOTOPOH M30THYTHIH KOHYHMK SI3bIKA JIOKUT Ha JTHE POTOBOH
TIOJIOCTH) M KOPOTKas y37ieuKa I'yObI (BepXHsIA I'y0a «IpUKpPEIUIeHay OJM3KO K BEPXHUM
necHam). Jpyroit yqactank Unique oTMedas, 4YTO TPyAHOCTH TP KOPMIICHHH €T0
pebeHKa 00ycIaBIMBaIUCh HETHITMYHBIMY TO3UIMEH 1 TTOJIBM)KHOCTHIO SI3BIKA.
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B MenunuHCKOI muTepatype 3a(MKCHpOBaH OAMH Ciydaii oOHapyKeHHs y peOeHKa C
mukponenenuent 2q13 nunopocrenosa. [TunopocTeHo3 — 3To HapylleHHE ONOPOKHEHUS
JKEIy/IKa BCIICACTBUE CY>)KEHUS OTBEPCTHS, BEAYIIETO U3 JKEITYIKa K
JIBEHAIATUTICPCTHOM KHIITKE, YTO BHI3BIBACT PBOTY «(OHTAHOM) TOCIIC KOPMIICHHUSL.
JlersiM ¢ MMIIOpOCTEHO30M HEOOXOIMMO TIIAaTeIbHOE HAOI0IeHe Bpayel B IepBhIe
HECKOJIBKO MECSIIIEB MOCTIEC POXKIICHHS. B HEKOTOPBIX CiTydasx MOXKET OTpeOOBaThCS
XUPYPTUYECKOE BMEIIATEILCTBO.

[Tpu mepexone — Mo Mepe B3pOCIeHHs — Ha ITIOpe, a 3aTeM U Ha TBEPIYIO MUILY Y
HEKOTOPBIX JIETel MOI'YyT BOSHUKHYTh TpyIHOCTH. Hanmuune y pebeHka Takux aHOMaIHi
pa3BUTHSI, KaK HAPYIICHUE CCHCOPHON 00pabOTKH, 00CECCHBHO-KOMITYIBCHBHOE
paccrpoiictBo (OKP), onnosuiirionHo-BhI3bIBatolIee paccrpoictso (OBP), cunapom
nedunmra BHUManus ¢ runepakruBaocthio (CABIY), a Takxke paccTpoiicTBO
ayructudeckoro crekrpa (PAC) MoxkeT 00BSICHATH HeXeaHUEe peOeHKA TTOTPEONISTh B
MUY T€ WK WHBIE IPOAYKTHI. HeKoTopbie pomuTeny COOOLIMITH, YTO AETH C
MuKpozenenuer 2q13 n3duparenbHbI B €/1e, HEOXOTHO MPOOYIOT HOBBIE OJII0/Ia, MOTYT
OTKa3aThCsl OT ITUILH ONPEEICHHOrO IIBETA, a UX KUIIEYHHUK KpaiiHe YYBCTBUTENEH K
MHIIEBBIM BOJOKHAM (YTO MOXKET BBI3BIBATh TOIIHOTY). [Ipyrue poanTenu He
CTAJIKUBAJIMCH C MOAOOHBIMY MPOOIEMaMHU IPU KOPMIICHHH.

“ TpymmocTell mpu KopMIIeHnH He Habmomaercs », — 10 mer
“ Ouenp U30UpaTENBHBI U TyBCTBUTENBHBI KO BKYCY €IBI *, — 7 JIET

“ OH He CTaHeT ecTh JIake CIIETKa NEPEBAPEHHYIO MM MOATOPEBITYO ULy, OTKaKeTcs
OT TOM, B KOTOPO# IPHCYTCTBYET YEPHBII IBET. VIMEIOTCS MPOGIEMBI C BOCTIPUATHEM
TEKCTYPHI €/1bl. Y HETO HAYHETCS MPUCTYII TOIIHOTHI, ECJIM €My MOMAIETCsl 3eTEHbIH
roporek ”, — 12 ner

Herun

[IporHo3upoBaTh YpOBEHb CIIOCOOHOCTEN peOeHKa CTaHEeT Jierdye, Korja MposiBUTCS €ro
MHIMBHIYalIbHBIA XapakTep. Y4acTHUKY rpynmbsl Unique coobmumnm o mupokoM
CHEKTPE TPYAHOCTEH, C KOTOPBIMH CTAIKMBAIOTCS MX JIETH. 3aJiep>KKa Pa3BUTHS B
JIETKOW WJTH TSDKEJION CTETIEHH OITMCHIBajIach B OOJNBIIMHCTBE CEMEH, OTHAKO B
MEIMIMHCKOH JIUTepaType CBA3b 3aJEpKKU Pa3BUTHA ¢ MUKpoaenenuen 2q13
OIHUCBIBAIOT B MEHEE YEM MOJIOBHHE CIIy4acB.
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I[BI/IFaTe.J'IbHaﬂ AKTUBHOCTDH

Hecmorpst Ha TO, uT0 y wactu aereir Unique Oblia rUMOTOHUS (CHW)KEHHBIA MBIIICUHBIN
TOHYC), a HECKOJIBKO pojuTeNel cooOIUIN 0 IpodiieMax ¢ paBHOBECHEM Y JieTel
MJIAJIIIETO BO3pacTa, JaHHBIE O TOM, UTO JIeNienny 2q13 OIIyTUMO BIUSIOT Ha KPYITHYIO
MOTOPHKY peOeHKa, MPAKTUUECKH OTCYTCTBYIOT. Y YacTH JIeTel pa3BUTHE MOTOPHKH
MIPOTEKAET C 3aJIEP’KKON: HaPUMED, UM OBIBAET CII0YKHO HAYYHTHCS XOJUTh WIIH €31UTh
Ha Besocunene. Hekoropele cembpr-ydacTHHIBI Unique OTMETHIIH, YTO y UX JIETEH OHa
i 00e CTOITB IOBEPHYTHI BHYTPH HJIM HApYXY, a IpyrHe, 4To Y JeTei BCTpeyaeTcs
IUIOCKOCTOITHE, a 3TO, B CBOIO OUepe/lb, HEraTUBHO CKa3bIBAETCS Ha UX JABHUIATEIILHON
AKTHBHOCTH ¥ YMEHHH JIepKaTh paBHOBecue. OJTHa CeMbsl YIIOMSHYIA, UYTO Y HX peOeHKa
OBUTH TPYJHOCTH C X000, YTO MOXKET OBITh 0OYCIIOBIICHO TJIOXUM 3PEHHUEM.

HaBbIkH MeJIKOH MOTOPHKH M X0/ 32 c000H

VY nereii ¢ mukponaenernuen 2ql3 ypoBeHb pa3BUTHS MENKOH MOTOPUKU BapbUPYET OT
HOPMAaJIBHOT'O JIO IMCIIPAKCUH — HapYLIECHUs Mepe/iayl CUTHAJIOB OT MO3Ta K MBIIIIIaM,
YTO 3aTPyAHSET IUIAHUPOBAHKUE M KOOPAMHALNIO IBMKeHNH. HekoTopeie poaurenu
COOOIIMITN O HEOOIBIINX MPOOIeMax ¢ 3aCTETMBAHUEM OICXKIbI HJIH 3aBSI3bIBAHUCM
HIHYPKOB, a APYTUe YIIOMSHYIIM HapyLIeHUs] KOOPIMHAIIMY IBMKeHHH pyk. [TomooHoro
poza 3aJiep)KKU B pa3BUTHHU HaBBIKA YX0JIa 32 COOOW MOTYT OBbITh, HO BIIOCJIE/ICTBUH BCE
HOPMaJIU3yeTCsl.

“ KoopauHanus MeUIEHHO, HO yIydInanack , — 16 ner

“ CaMOCTOATENBEHO XOUTh B TyasleT B TeYECHUE JHs HA4all B TOJ U 8 MECSLEB, a CIall
HOYBIO B MOAry3HUKaX 10 5 j1eT. CaMOCTOSITEIbHO OEBATHCS HAYUHIICS TIO3/THO,
nomMonk OblIa HeooxoauMa 110 8 aeT. B 12 ner cran caMocTosTeNnbsHO MBIThes 2, — 21
roj

3

o
%/

b

Cnoco0HOCTH K 00y4eHHI0

BonpmmHCTBO Nerelt ¢ Mukpoaenernuei 2q13, KoTopslie OMMcaHbl B METUIIMHCKOH
JUTEpaAType, a TAKXKE yIaCTHUKH rpynmsl Unique CTaIKUBAIOTCS C TPYXHOCTSIMH B
00y4eHHNH, a HEKOTOpBIE, BI0OABOK KO BCEMY, C TIPOOIEMaMH CO CITyXOM U 3peHneM. Y
YacTH AeTel HaOIOAAI0TCS JINIIb HEOOJBIINE TPYAHOCTH B 00YIEHHUH, OTHAKO y APYTUX
CHOCOOHOCTH MOT'YT OBITH TOpa3/Io Xyxke. B TakoM cirydae y perel 1uarHoCTUpPYIOTCS
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HapyIIeHHUs HHTEIUIEKTYaIbHOTrO pa3BuThs. OIHU JETH XOIAT B OOBIYHYIO IIKOTY H MIPH
9TOM MOT'YT TaKKe HYXKJIaThCs B CIICHUATIM3UPOBAHHON TTOJIIEPIKKE, a APYTHE TOCEIIAI0oT
LIKOJTY IS IETel ¢ 0coObIMU 0Opa3oBaTenbHbIME OTpeOHOCTsIMU. Eciin xpomocomHoe
OTKJIOHEHHE OOHAPYKUBAETCsl Y peOCHKa B paHHEM BO3pacTe, POIUTEIISIM CTOUT
MIPUCMOTPETHCA K TIPOrpaMMaM paHHel Koppekuuu. JleTsiM Takxke OyneT mone3Ho
HOCEIIAaTh CEaHCHI JIOTrolea U ceaHchl aproTepanuu. HecMoTps Ha To, UTO 3aiepiKKa
Pa3BUTHS U TPYAHOCTH B 00YYEHHUH — JOBOJILHO paclpoCTpaHEHHBIE SBICHUS MIPU
MUKpozenenusx 2q13, o HapyleHUH HHTEIUIEKTYaIbHOTO Pa3BUTHS COOOIIAETCS peke
(menee 10% HenaBHUX CITydaeB, ONMMCAHHBIX B MEAWIIMHCKON JINTEPATypE, U YEThIpe
yaactauka Unique).

“ TpyIHOCTH ¢ IMCEMOM, HO XOPOIIO Pa3BUTHI HABBIKK CUETa. DIMOIMOHAILHAS U
HoBeeHIecKas HE3PENOCTh », — 8 JIeT.

“B cBom 1mo4TH 9 JIET OH OTCTAET OT MIKOJILHOM IporpaMMel Ha 2,5 roma. HaGmomarorcs
HEKOTOpbIE IIPOOJIEMBI ¢ MaMATHIO ¥ BOCIIPUATHEM HH(POPMALIMU Ha CIIyX. Y HEro Takxke
TPYAHOCTH C BOCIIPHUSATHEM BPEMEHH (BUepa, CETOHS, 3aBTPa): OH C TPYAOM MOXKET
OTBETHUTH, KaKOI ceroyHs aeHp Hexenu. OH He TIOMHHUT, KOTa y Hero JIeHb POXKICHHS.
[Tnoxas kpaTkOBpeMEHHast U JONTOBpeMeHHas namsth. OH 3a0bIBaeT Bce, 4TO YUHUTEIb
TOBOPHT HA ypoKax. VICIIBITBIBAaET TPYIHOCTH C YTCHHEM BCIyX, IOHUMaHHEM
HPOYUTAHHOTO ¥ MATEMATHKOM ~°, — 16 jer

“ ucnexcus. J[MCKaNbKyIIUs M HAPYIIEHHE 00pabOTKH CIIyXOBOM HH(OPMALIHH.
[TomMHMO TOTO, 4TO €My MOMOTAIOT B IIKOJIE, MBI IPOpadaThIBaeM MaTepHall ypOKOB
JIOMa, & TaKKe MBITAEMCS CIIPABUTHCS C IEPESKUBAHUSAME, BO3HUKAIOLIUMH U3-32
TpyaHOCTEl B 00ydenun ~, — 13,5 mer

“ JchBITRIBAaET Cephe3HbIE TPYAHOCTH B 00ydaeHnH. [locemaer mKomy s geTeii
0coOBIMH 00pa30BaTETHHBIMU MTOTPEOHOCTSIMU. BEIsBIIEHO HapyIIeHNE
UHTEJUIEKTYaabHOro passutus », — 10 jer

Peun n o0menne
CriocoOHOCTh YUUTHCS TECHO CBSI3aHA CO CITIOCOOHOCTBIO IOHUMATh U UCIIONb30BaTh
s36IK. MHorme ceMbr Unique cooOmianm, 4to y aeteil ¢ Mukpoaenerueit 2q13 6puta nmn
HaOroaeTcs Ha JaHHBII MOMEHT 3aMelyieHHast pedb (Opaandaszusi), IpUCYTCTBYIOT
TPYAHOCTH C MTOAOOPOM CIIOB M IOHIMAHUEM a0CTPAKTHBIX MOHATHHA, TIPOOIEMBI C
JIONTOBPEMEHHON M KPaTKOBPEMEHHON IAMSTBIO, a TAKKE HapylIeHHe 00paboTKu

13



ciryxoBoi MH(popMalmH (To, Kak Mo3r oOpabaTeiBaeT 3BykH). Jloromeanueckoe
o0cienoBaHue IOMOXKET OHPENEIUTh 0COObIEe TPYIHOCTH, BO3HUKAIOLIME Yy peOeHKa, a
TaKke Mo100paTh NporpaMMy 3aHSITHH, KOTOpast OTBevasia Obl eT0 HMHANBULYaIbHBIM
norpebHocTAM. OfUH U3 poauTeneil COOOLMII, YTO UX peOEHOK He CIIOCOOeH
KOOPJIMHUPOBATH IBIKEHUS U PEUb.

“ C ueThIpex JIeT SproTepaneBT JaBal eMy B PyKU MSYHK U IIPOCKI 6pOCaTh €ro BIEpe.]
¥ Ha3aJl U IIPU 3TOM IPOroBapuBaTh BClyX aidasut. EMy 10 cux mop 5To He ynaercs ~,
— 16 ner

“ Havan ropoputs B 3,5 roga. Ceifyac y’ke HAMHOTO JIy4Ile, HO OY€HL PACCTPAUBAETCH,
€CIIM HAYUHAET 3aMMHATLCS [IPH MOCTPOESHUH MIPETIOKEHUH ~, — 9 jier

“ Ouennb Mano obaercs. Jlerneuer u roBOPHUT TONBKO 2/3 ¢iioB. BusyansHoe
BOCTIpHSITHE MHPOPMAIIMU Pa3BUTO HAMHOI'O JIy4IlIe: MOXKET COMOCTABUTH OOBEKT Ha
¢oro ¢ peansubiM ”, — 10 et

IToBenenue

He Bce netu u B3pocible ¢ MUKpoaesnenueit 2q13 cTalKuBaoTCs ¢ MOBEJEHYECKIMHI
npobieMaMu, OJJHAKO B IEJIOM BEPOSITHOCTh BO3HUKHOBEHHS TIOBE/ICHYECKUX,
COLHAJIbBHBIX 1 KOMMYHUKAaTHBHBIX pr}lHOCTeﬁ JOBOJIBHO BBICOKA. HeCMOTpﬂ Ha TO, YTO
TOYHBIE IPUYUHBI MTOSIBIICHHS MOAOOHBIX TPYAHOCTEH BCE €llle HE Olpe/ielieHbI,
CephE3HOCTh BOIPOCA OUEBH/IHA U O3HAYAET, YTO 3a IETBMU HEOOXO0AMMO HaOII01aTh, a
CEeMBbSIM JIOJDKHA OBITh IPEIUIOKEeHa paHHss mojiepxkka. Huke nepedyrcieHsl TMarHo3sbl,
4acTo BCTpeYarolecs y Jroaei ¢ Mukpozaenenueit 2q13.

PAC: paccTpoificTBO ayTHCTHYECKOTO CIIEKTPA.

CIABT": cunapom aedunmTa BHUMaHUS C TUIIEPAKTUBHOCTBIO.
OKP: obceccuBHO-KOMITYNIbCUBHOE paccTpoiictBo (OKP).
OBP: 0onmo3uIMOHHO-BHI3BIBAIOIIEE PACCTPOICTBO.

HOCH: napymenue ceHcOpHON 00pabOTKU.

I'TP: renepann3upoBaHHOE TPEBOKHOE PACCTPOICTBO.

VY mozeit ¢ mukponenerumeit 2q13 MoryT taxke HaOII0IaThCsl AHTUCOLUATIBHOE
TIOBE/ICHHE, BCIUIECKH HETATUBHBIX SMOLIUH, YIPSAMBII OTKa3 CIyIIAThCA, TIPOSIBICHUS
ayTHCTHYECKOT0 MIOBEICHMS, & TAKKE CKIIOHHOCTh K CaMONOBpeKAeHHI0. HekoTopsie
OTKJIOHEHUS B IIOBEICHUU MOT'YT OBITh BBI3BaHBI TPEBOKHOCTHIO, BOSHHUKAIOIEH H3-32
CJIOXKHOCTEH B OOIECHUH U TIOHUMAHUH.

C poxIeHns ¥, KaK MUHUMYM, TI0 3 JieT OONIBIIIMHCTBO AETeH peryaspHo oOCIenyroTes
Ha Ka)XJIOM 3Tarne pa3Butus. Eciu y Bpaueld, BociuTaTeNled WK pOJUTENEH BO3HUKAIOT
OITaCEeHMs OTHOCUTENIFHO Pa3BUTHS peOEHKa, TO €ro He0OXOANMO HAIIPAaBUTh Ha
o0crnetoBaHue, BKJIIOYAIOIIEE TPOBEPKY CIyXa M CHEHATIBHBIA TECT Ha HAJIMIUC
AyTHCTHIECKUX YepT.

CrennanbHOT0 MEUIMHCKOTO TECTA ISl TUATHOCTUKY ayTH3Ma HE CYIIECTBYET,
MOATOMY JIETH OOCIIEAYIOTCS HA HAJIMIHNE ayTUCTUYECKHX MOBEJCHIECKIUX 0COOEHHOCTEH
11071 HaOJMIOJICHUEM CIICIIHATBHO TIOATOTOBJICHHBIX TEPANIEBTOB U IICHXOJIOTOB.
OO6cneoBanme aaTHPOBAHO IO BO3pacT peOeHKA, MOJKET ObITh MHOTOMPO(MIIEHBIM,
a TaKKe MOXKET BKJIIOUaTh OCMOTP Y JIOTOIIE/Ia U 3prorepanesra. B 3aBucumMocTa ot
PE3yNIBTaTOB MOXKET OBITh ITPEATOKEHO aNbHeNIIee 00CcIeI0BaHue y TeuaTpa,
HEBPOJIOra, ICUXHUATPa WIX IICHXOJIOTa.

14



B MenunumHCKOI TMTepaType HaJMYUe paccTpoiicTBa ayricTudeckoro crnekrpa (PAC)
66110 OTMEueHo y MeHee ueM 10% nereit. Cpemu nereir Unique ¢ Mukponenenueit 2q13
JIaHHBIN TMarHo3 OBUT IIOCTaBJIEH CeMEPhIM. Y TPOUX U3 HUX TaKkKe ObUT OOHapyKeH
CHHZIpOM JeduiuTa BHUMaHus ¢ runepaktuBHocThio (C/IBI), a y oqHOro — obceccuBHO-
KoMITyibcuBHOE paccTpoiicTBo (OKP) u onmo3nnnoHHO-BEI3BIBAIOIIEE PACCTPOHCTBO
(OBP).

[opaGotaTh Haj pelIeHneM psijia TTOBEAEHUECKHUX MPOo0IeM MOKeT sprorepaneBt. C
TIOMOIIIBIO CIIEIUATBHBIX CPEJICTB U ITOJXO0/I0B OH MOXKET IIOMOYb CIIPaBHUTHCS C
TPYIHOCTSMH, BEI3BAHHBIMH HOBBIIICHHOW YYBCTBUTENBEHOCTHIO. B 01HOM 13 cemeit
Unique y peOeHKa ¢ HapyIIeHHEM CCHCOPHON 00pabOTKH ObliIa OCOOCHHO CHIThHAS
peakuusl Ha 3anaxu. JproTepaneBT Ha3HAYHMI eMy CEHCOPHO-MHTEIPATUBHYIO TEPaIHIo,
YTOOBI aJIalITUPOBATh HEPBHYIO CUCTEMY peOeHKa K Pa3IMYHbIM O0OHSATELHBIM
pazapaxurensiM. ONUH U3 poAUTENIeN TIOICIUIICS, YTO Y UX peOEHKa C pacCTPOHCTBOM
ayructudeckoro criektpa (PAC) ObuT0 HaBI3UMBOE KENAHUE CHECTh CTUPATEIBHYIO
pe3uHky. Y nereii ¢ PAC 1 00ceccMBHO-KOMITYIBCUBHBIM pacctpoiictBoM (OKP)
HaOII0JaeTCs YIOPHOE KEeNaHNe CheCTh HEChe100HbIE MIPEIMETHI.

75 ; G s ; [Ipeononers CNOXKHOCTH B
KOMMYHHKAII U Pa3BUTUHU HABBIKOB
0011IEeHNs MOXKET ITIOMOYb
BCTYIJICHUC B CIICIUAJIBHBIC I'PYIIIIBL.
CyIecTBYIOT TaKkKe KypChl JUIs
pomureneit nereit ¢ PAC, roe onn
H3Y4aloT CIIOCOOBI, KOTOPHIMU
MO>KHO KOHTPOJIUPOBATh IIOBEACHHE
pebeHKa ¥ momMorath eMy pa3BHBaTh
HaBBIKH KOMMYHHKAIIUK U
B3aUMOZEICTBHSA ¢ OKpyxeHueM. Bee
3TO CIIOCOOCTBYET YIyUIIEHHIO
9MOLMOHAIBEHOTO COCTOSHHUS JeTeH.
B cutyanusx, xorna noBeaeHue
peOeHKa BBIXOMIIO U3-II0 KOHTPOIS
(HampuMep, OH HaYMHAJ HAHOCHUTD ce0e TeNleCHBIE MOBPEKISHNS WU TIPOSBIISLII
arpeccHio), HEKOTOPBIE POIUTENN 00paIaIiCh K MEANKAMEHTO3HOH Tepanuu.

Ecnu BameMy peGEHKY CTaIO TSDKEIIO CIPABIATHCS C TPEBOKHOCTBIO, TO BAM CIIEAYET
00paTUTHCS K JETCKOMY ICHXOJIOTY, KOTOPBIil IIOMOYKET OMPEASIHUTD IIPUIHHBI €¢
BO3HHMKHOBEHHS U HAlTH cr1ocoObI OOPHOBI C HEH.

“YyBCTBUTENEH K IPUKOCHOBEHHUSIM, 3aI1aXaM, HEKOTOPBIM TKAHSIM U TEKCTYPE €Ibl.
He mo6ur mroanbie v nrymMmHble Mecta », — 13 jet
2

“ Hapyuienue ceHcopHOll 06pabOTKM, HOBBIIEHHAS YyBCTBUTENLHOCTD K 3aMaXaM.
Ha6m101a10TCsl IIPU3HAKU PACCTPOIMCTB ayTHCTUYECKOro creKTpa, Ho camo PAC He
JMarHOCTUPOBaAHO ~, — 13 et

“ HecMOTps Ha BaXKHOCTh MEIUKAMEHTO3HON TEPAITMH, MBI HE IPHMHAMAEM JIEKapCTBA.
INocKoNBEKy HalmeMy peOEHKY IIPUIETCS B JaJIbIIe KUTh ¢ PAC, MBI cCUMTaeM, YTO JIyHIle
pa3BHBATh y HETO HABBIKU aJalTalMH, YEM ITOCTOSHHO IPHHUMATh MEIUKAMEHTHI , —
16 net (pebeHOK ¢ CHHAPOMOM Ae(UIMTa BHUMAHKS, a TAKKE CHHAPOMOM Je(pHUIIATA
BHUMAHHS C TUIICPAKTHBHOCTBIO)

“ B TeueHue IHA NOBeICHNE PeOEHKA KOHTPOIMPYETCS C HOMOIIBIO JIeKapcTB. OIHAKO
€CIIM OH UX HE IPUMET, HAUHETCS IIPUCTYII TPEBOKHOCTH, y HETO cpaboTaer pediekc
«0Oelt mimm 6erm» ”, — 20 ner
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IIpo6seMsl co 310pOBbLEM

Moukn
Mo manabM Unique, BEpOSTHOCTH pa3BUTHS MMOYEUHBIX NMATOJIOTHI Majla, HO TEM He
MeHee ObUTH 3a(MKCUPOBAHBI J1BA CIIydasi: IEpBbI — HEYTOYHEHHBIE TIPOOJIEMBI C
TIOYKaMH, BTOPOH — roveuHslid pedumokc. [Ipu nenenmu 2q13 (cm. crp. 18) Mmoxker
3arparuBatbesi reH NPHP1 (M. crp. 21), n3MeHeHHs1 B KOTOPOM MPOBOLUPYIOT
pasBUTHE psia [IOYEUHBIX 3a0oneBannii. IMEHHO mosTOMY BaleMy peOeHKy
PEKOMEHAYeTCs MPOXOJUTH IIAaHOBOE 00CIIeJOBaHKE IoUeK. BeposTHOCTh
BO3HHMKHOBEHHS TIOUEYHBIX MATOJIOTUI BO3PACTaLT, €CIIM 00€ KOIUK ATOT0 I'eHa
yTpadeHsl Wik u3MeHeHbl. OObIYHO MUKpo/enenny 2q 13 BO3HUKAIOT B OTHOM
XpOMOCOME, HO IIPH 3TOM B JIDYTOH MPHUCYTCTBYET (PYHKIIMOHAIbHAS KOITUSI 9TOTO T'eHa.

Cepaue
B MeaunuHCcKol nuTEpaType Halu4Yue BPOXKASHHOTO IIOPOKa cep/ua ObUI0 OTMEUEHO B
10% ciyuaeB (Rudd 2009; Yu 2012; Riley 2015; Yu 2016), moroMy 4TO Ipu A€NELHHA
2q13 uHoraa 3aTparuBaeTcs OTBETCTBEHHBIH 3a pa3BUTHE TAKOTO COCTOSIHUS I'eH
TMEMS87B (cm. ctp. 21). [TockonbKy B TUTEpaTYpe OCBEIIAETCSI BEPOSTHOCTh
BO3HHKHOBEHUS IPOOJIEM C CepaLeM, peOCHKY PEKOMEHIYETCs PEryIIpHO IPOXOIHUTh
m1aHoBoe oOcnenoBanue. [laronorun cepana OTHOCUTENBHO JIETKOH CTETIEHH TSKECTH
ObLIM 3a(pUKCUPOBAHbI TOJIBKO Y ABOMX 4ieHOB Unique: y 0XHOT0 OOHapyKEHBI IIyMBI B
ceple, a y Apyroro — IyMsl B cepAle U JeeKT MEeXIPeICepIHON eperopoaKH.

Yum u cayx
Heckonbko uieHoB rpymms! Unique pacckasaiy, 4To B paHHEM BO3PACTe UX JETH €
MUKpopesenuen 2q13 cTpasany oT HOCTOSHHBIX YIIHBIX HHpeKkuid. YacTbie yiiHbie
HUH(EKIIUI MOTYT JOCTaBIIATh JUCKOM(OPT U BBI3BIBATH OOJIC3HEHHBIE OLYIICHHUS,
MO3TOMY OOBIYHO peOCHKY BBINMUCHIBAIOT AaHTUOMOTHUKH. [leTsIM MOTYT BCTaBHUTb
CIIelMaJIbHbIE YITHBIE TPYOKH, YTOOBI CHU3HUTH AABJICHUE BO3AyXa Ha OapabaHHYIO
MIEPETIOHKY B CPEHEM yX€ U YIYUIIUTh CIyX. DKCCYyJaTUBHBIN CPEAHUI OTUT, IPH
KOTOPOM B CPEJJHEM YX€ MPOUCXOIUT CKOIUICHHE KUJIKOCTH, MOXKET CTaTh IPUUMHON
CHIKEHUSI cilyXxa. be3 HomKHOro jeueHus Halnu4ue JaHHOTO 3a00J1eBaHMs CO3/1acT
TPYOHOCTH Ul peOeHKa Ha BaKHEHIIIEM 3Talle Pa3BUTHS €r0 PEYEBBIX HABBIKOB.
Cornacao Unique, BepoATHOCTh BOSHUKHOBEHHS HapyLICHUH CIIyXa IpH
Mukpozaenenusix 2q13 mama. OqHaKo B aHOHUMHOHN 0a3e JaHHBIX 3a(UKCHPOBAHBI
cITydau HeHPOCEHCOPHOU TYroyXxocTH (IpobiieMa ¢ BHYTPEHHHM yXOM) W KOHTYKTHBHOU
TYroyxoctu (mpobyiemMa co CpeTHIUM W/WK HApYKHBIM yxoM). Kpome yiHo# uHpeKnnu
WJIN 3KCCYAATHBHOI'O CPEJHETO OTHUTA, HU y KOro U3 wWieHoB Unique cepbe3HbIX
3a0oneBaHMi yXxa BBISIBICHO HE OBLIO.

I'naza u 3peHue
Jtomu ¢ muxponenermsmu 2q13 peako cooOmarT o mpodiemMax ¢ Tiia3aMi WiH
3peHneM, OHaKo ceMb ceMeit Unique Bce e CTONKHYINCH C TAaHHOM mpobieMoit. Y
OJTHOTO PeOCHKa IATbHO30PKOCTh — OH HOCHUT OYKHU. Y JPYroro ObLia oreparus mo
KOPPEKIMU KOCOTJIa3us, a OYKK OH HOCHJI C IBYX JieT. Elie y ogHoro pebenka
JIMaTHOCTHPOBATN KOPKOBYIO CJIETIOTY (CJIETIOTa, BEI3BAHHAS TTOBPEKICHIEM TOJIOBHOTO
MO3Ta), HUCTarM (HETPOU3BOJIBHBIC IBIKCHUS TIIA3HBIX SIOOK) U aTpoduto
(ToBpekIeHIE) 3pUTENBHOrO HepBa. Y MBYX NPYTUX JeTel HaOIogaeTcs cTpadu3m
(xocornasue). OauH u3 wieHoB Unique cOO0IMaeT 0 HAIMIHH JaTbHO30PKOCTH 1
actTurmMatu3mMa — gaeeKTa 3peHus, CBSI3aHHOTO C HCKPHUBIICHHEM (DOPMBI XPYCTaJIUKA FITH
POTOBHITHI, BCIIEACTBUE YETO YETTOBEK BMECTO Y€TKOW KAPTHHKH BUAUT Pa3MEITOC
n3o0pakeHue. Eie oMuH manueAT Hadaa HOCUTh OYKH B BO3pacTe AecsaTH JieT. [Ipu
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Mukpozaenernuu 2q13 gacto 3atparuBaercs reH MERTK (cM. ctp. 21). V1para ero odenx
KOIIHIA, 9TO TpH Aeienusix 2q13 BeTpedaeTcs peko, MOKET CIIPOBOIUPOBATh Pa3BUTHE
MMUTMEHTHOTO PETUHUTA — MOPAKCHUE CETUATKH II1a3a, KOTOPOES MPUBOTUT K
porpeccupyromieit morepe 3peHust. Cpe IPUIrH CKOTUICHUS KUAKOCTH B TIepeTHEH
KaMmepe ria3a (Mexay paayKHoi 000704Koil 1 poroBuiieii) 1 BOSHUKHOBEHHS IPOOJIEM
C JIBIDKCHUEM TJIa3HBIX SOJIOK BBIACISIIOT Takxke MyTtaruu rena NPHP1.

IT03BOHOYHHUK, CYCTABBI, KOCTH
B MenuuuHcKkoii tuteparype 3adMKCUpOBaHbI IIapa Cly4aeB HaJIM4Ks Y JIIOJEH C
nenenueit 2q13 ckonno3a (MCKpHUBIEHUE TO3BOHOUHMKA). M3 yuacTHukoB Unique ofuH
TaKoKe COOOIIMII O CKOJIMO03€, a APYroi — 0 CTeHO3€ MM03BOHOYHOI0 KaHajla MISHHOro
orzena (Cy)KeHHe IIeHTPAIFHOro KaHalla CIIMHHOTO Mo3ra B 11ee). Tpu ydacTHHKa
Unique paccka3ajiy O THIIEPIOABIKHOCTH CYCTaBOB U CyCTaBHBIX OOMISIX, a B
JUTEpaType YIIOMUHAIOTCA CUTYalluH YCKOPEHHOTO TEMIIa KOCTHOT0 co3peBanus. OxHa
u3 cemeit Unique oTMeTna, 4To y UX peOeHKa HaOI0Aal0TCs 00N B CIIMHE U HOTaX, a
TaKoKe MBIIEYHOE HanpspkeHHue. [IpudyrHa BOZHUKHOBEHUS OOJIM HE YCTaHOBJIEHA.

Kuceru 1 cTonbl
Cpeny nIpu3HAKOB, CBUACTENBCTBYIOIINX O HATMYWH Yy IeTel MuKkpoaenennu 2q13,
OTMEYEHHI CIEAYIOINe: SANHCTBEHHAS CKIIAJIKa Ha JIAJOHH; JOIOTHUTEIbHBIE TAIBIIBI
PYK win HOT (TTOJMIAKTIUTNS ); NCKPHUBIICHHUE TTABIIEB PyK WIH HOT 110 HATIPABJICHUIO K
OONbIINM NasbIaM (KauHOAAKTUIHsT). COOOIIAETCsI, YTO CTOIBI Y A€Tel MOTYT OBITh
IIMPOKUMH WITH TUIOCKAMH, a TAK)KE MCKPUBICHHBIMU (M30THYTHI BHYTPh WIH HAPYKY).
B Takux ciydgasx netsM peKOMEHAYETCS NCIONh30BaTh CIICIIHAEHBIC CTEIIBKH.

Mo3r u pazmep roJioBbl
B MenunuHCKO uTepaType coo0ImaeTcsi 0 HAIMIUH MUKponedaniy (Majgbx pa3MepoB
TOJIOBHOI'O MO3Ta M MO3TOBOI0 OT/iena depena) y 6 nere u3 22 (Yu 2012; Hladilkova
2015; Riley 2015; Yu 2016). B Toii e nurepaType, OMHAKO, yITOMHHAETCS, YTO Y IBYX
nereil ¢ Mmukpoaenenueit 2q13 Habmomaercs Makponedanust (KpyrmHble pa3Mephl
TOJIOBHOI'O MO3Ta M MO3TOBOT'O OT/iefNa depena). MUKpo- 1 Makporedaims — 3To
COCTOSIHHMS, TIPH KOTOPBIX PAa3BUTHE MO3Ta IPOTEKAET C OTKIIOHEHHEM OT HOPMBL. MUKpO
- ¥ Makporeanust MOTYT OBITh KaK BPOXK/ICHHBIMH, TaK M IPHOOPETCHHBIMH Ha MEPBBIX
rogax xu3HU. Y asoux gereit Unique ObDIa qrarHOCTHpOBaHA Makporiedanus. OqHomMy
JINarHO3 TTOCTaBHJI TEHETUK; y IPYTOro OTKJIIOHEHHE ObIJI0 0OHApyKEHO B BO3pacTe
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BOCbMH MECSIIEB BO BPEMsI FEHETHYECKOT0 TECTUPOBAHHUS, HA3HAUYCHHOTO H3-32
oOHapyXeHHs y peOeHKa T00poKadecTBEHHOH ruporedani (M30BITOYHOTO CKOTUICHUS
CIIMHHOMO3TOBOM )KUIKOCTH B CHCTEME TOJIOBHOIO Mo3ra). Hu OIMH 13 y4acTHHKOB
Unique He cBs3bIBaeT MUKpouedaiuio ¢ nenenuei 2q13. Y MyX4nHBI ¢ MUKpOJeIeel
2q13 Obl1a OOHApYXKEHA JHUCILIA3HUS MOKPBIIIKH BapPOJIUEBOr0 MOCTa TOJIOBHOI'O MO3ra —
He MIPOrpeccupyrolee HEBPOIIOTHYECKOE HapyIIeHHEe, KOTOPOE XapaKTepU3yeTcst
JucyHKIEH YepenHoro HepBa U aHOMATHSIMU PAa3BUTHSI POMOOBHUIHOTO MO3Ta
(Macferran 2010). CooG1aercst Taxxe 00 areHe3uu MO30JIMCTOTO Teja, IPH KOTOPOH
YacTh MO3Ta, COSANHSIONIASI JIEBOE U MPABOE MONYIIAPHsI, HE Pa3BUBACTCS JTOMKHBIM
o0Opa3oM Bo Bpemst bepemenHocTH (Yu 2012).

CynopoxKHbIi CHHIPOM
CoriacHO JaHHBIM MEIUIUHCKOM JUTEepaTypHl, IPUIIAAKU U CyIOpOoru Habmopatores y 4
nereii u3 22 obcnenosanubix (Bisgaard 2007; Yu 2012; Riley 2015; Fry 2016). 13BectHo,
9TO y Tpex ydacTHHKOB Unique cyZoporu oTCyTCTBYIOT, H Y OJHOTO — HOYHBIE IIPHCTYIIBI
BHCOYHOU 3muiienicun. Popurenu apyroro yyactHuka Unique coOOIIMIN 00 SMUIETICUH Y
ux pebenka. Kpome Toro, B 0JHOM U3 aHOHMMHBIX HCCIIEIOBAHUIT OTMEYAETCS CBA3b
TOHHUKO-KIOHHYECKHX TIPHUITAJKOB ¢ MUKpoaenenueit 2q13.

JApyrue nposiBjieHus1
VY nmereil ¢ XpOMOCOMHBIMH U3MEHEHHSAMH YacTO HAOMIOAAIOTCS APYTUE MIPU3HAKH, HE
00513aTENBHO CBSI3aHHBIE HAIIPSIMYIO ¢ KOHKPETHBIM OTCyTCTBYIoImuM (pparmentom JTHK.
VY mereii ¢ Mukponenernpei 2q13 BcTpedaroTes cieayronre mpu3Hake: rpeoka (Yu 2012;
Unique); He3HaYUTETbHBIE AHOMAJINH Pa3BUTHSI MTOJIOBBIX OPTAaHOB WM aHyca (Hampumep,
THITOCTIAJHS Y MaJIbYMKOB, IPH KOTOPOH Hapy)KHOE OTBEPCTHE MOYCHCITYCKATEIEHOTO
KaHaJla paclioIOKeHO Ha HIDKHEH ITOBEPXHOCTH TIOJIOBOTO YJIEHA 1TOJ] IEHTPOM €ro
ronoBky; Riley 2015); maneHpkuii pa3Mep mMoaoBoro wieHa (Mukpornenuc; Yu 2012;
Unique); reomymienue sudek (Unique); mraneBnanas momonka (Unique); 1BycTOpOHHSSA
MormroHouHas rpepka (Unique). A Taxoke — CBHI MPSIMON KHIIKH, TIPH KOTOPOM
¢dopMupyercs HeOOIBIION ITPOTOK MEKIY MPIMON KHIIKON M KOXKEH BOKPYT 3a/IHETO
mpoxona (Unique). ITo maHHBIM W3 MEIUIIMHCKOHN JINTEPATYPHI, Y OMHOW JEBOYKH
OTCYTCTBOBaJIa MaTKa (areHe3ms: MIOJUIEPOBBIX POTOKoB; Ma 2014). B omHoM u3
HCCIIeJOBAaHUH TOBOPHIIOCH O HENIEPKAHUHM MOYH — SHype3e (IaHHBIE O BO3pacTe

OTCYTCTBYIOT).
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[Tomumo 3TOr0, COOOIIATIOCH 00 armHOd BO CHE (OCTAHOBKAX JbIXaHUS WIIH
TTOBEPXHOCTHOM JIBIXaHUH BO BpeMs cHa; Yu 2012; Riley 2015; Unique). UroOsr
00JIErYHTh JIBIXaHNEe, HEKOTOPBIM JIETSIM YIAISIOT MUHIAINHBI U aJIeHOU B BrobaBok,
CcIIeICTBHEM MHKpozesnernu 2q13 Oblia ykazaHa aTpe3usi X0aH — 3apalleHne 3aIHIX
OT/IEJIOB ITOJIOCTH HOCA, KaK MPaBHIIO, KOCTHOW MM MSATKOH TKaHSIMH, 00yCIIOBJIEHHOE
HapyuieHHeM (pOpMHUpPOBaHMS HO3APEH B TIEPHOJ] SMOPHOHAILHOTO Pa3BUTHS
(uHpOpMarms 0 peOeHKE HE MPEICTABIICHA).

B ogHOM M3 aHOHUMHBIX OTYETOB TAK)KE COOOIATIOCH O MUKPOJICHTHH, KOTOPast
XapakTepu3yeTcsl NaToJIOrMIeCKH MaJIbIMU pa3MepaMi KOPOHKOBOM 4acTH 3y0a.
Heckonbko yyacTHukoB Unique paccka3saiy, 4TO y UX JeTeil HaOIolatoTcs Takue
aHOMAaJINK pa3BUTHA 3yOOB, KaK I03][Hee WM NPOOIeMHOE IPOpe3bIBaHNUE, I03IHEE
BBINaICHHE MOJIOYHBIX 3yOOB, YBENNYEHHbBIE MEX3YOHbIE IPOMEKYTKH WIIH CMEIICHHbIC
3yOBl, c1abast WM TOHKAs SMallb, KPUBBIE 3yObl, N3MEHEHNE CTPYKTYPHI 3y0a WU UX
OTCYTCTBHE.

Taxoxe 3aduKCUpOBaH ONUH CITyYail THITOTIIMKEMUH — MMOHM)KEHHOT'O COIEPKaHUsI caxapa
B kpoBH (Yu 2012). CoriacHo JaHHBIM aHOHUMHOTO OMPOCa, CIOBaM OJJHOM M3 CeMeHi -
yuyactaun Unique, a Taxke nHpopManum, onyoIMKOBAaHHON B MEAUIIMHCKOM H3/IaHHU
(Vuillaume 2014), mpocnexuBaeTcst CBA3b OTKJIOHEHHS ¢ OKUPECHHEM.

Hecmotps Ha To, uTo y ofiHOro yyactHuka Unique HaOmonaroTes He
JAUarHoCTUpOBAaHHBIC HpO6HCMBI, CBSI3aHHBIC C INOJTYYECHUEM yH_II/I6OB, a Y HECKOJIbKUX
JpYTUX JeTel yacTo 00pa3yloTcsl CHHAKHU, HET OCHOBaHHUM IoJIaraTh, 9YT0 OHU OBUTH
BBI3BaHHI Aenenueit 2q13.

OO011ee cocTosiHME 310POBbS U AJJIePruyecKue peakunu
WHpexuun — pacnpocTpaHeHHOE SBJICHUE B IETCKOM Bo3pacre. Hekoropsie netu ¢
XPOMOCOMHBIMHU OTKJIOHCHUSIMU OCOOCHHO UM IO/IBEPIKEHBI ¥ TSDKEJIee NX MEePeHOCHT.
Kpaiine pacnpocTpaneHHO# cuuTaercs yiiHas nH}ekius. Fi3BecTHO Takxke, 4TO YeThIpe
yuyactaHuka Unique ¢ Mukponenenueii 2q13 — actmatuku. HecMoTpst Ha TO, 4TO 00
QIJIEPTUYECKUX PEaKIMIX COOOIAeTCs peIKo, Y OfHOro yuacTHuka Unique Oblia
oOHapy)XeHa ajuleprust Ha GPYKThI, OpEXH U 371aKH, KOTopas TpeOyeT IOCTOSHHOTO
MeIMKaMEHTO3HOT 0 JIeUEeHHsI. Y NPYroro y4acTHHKA JBaXKIbl HAOI0Aaach MypIypa
Illenneitna—I'enoxa, xapakTepu3yroleecs BOCIAJIEHUEM KPOBEHOCHBIX COCYI0B, KaK
TIPaBUJIO, B BUJE CHINM M CONPOBOXKAAIoIeecs: OOIbI0 B CycTaBax M xKHBOTE. B
OCTaJbHOM, BCe YUdacTHHUKH uccienoBanus 2016 roma OTMETHIIN, 9TO B HIEIOM JETH
YYBCTBYIOT Ce0s1 XOpOIIIO.

ITos10BOE cO3peBanue

Ha MOMeHT oAroTOBKH 3TOr0 MaTepuaja JaHHBIX O ITOJIOBOM CO3PEBAHHU JIETeH ¢
Mukpozaenenusimu 2q13 kpatine mano. B 2016 roxy, mpu cocTaBIeHAN 3TOW OPOIITIOPEI,
B rpymmry Unique BXOAMIIO MIECTh ceMeil ¢ AeTbMU B Bo3pacTe oT 13 mo 19 ner; u3 Hux
HCCIIeI0BaHKE MPOILILTH 1B Majlbuuka. HUKaKuX OTKIIOHEHUH BBISBICHO HE OBLIO.
[Npenmonaraercs, 4ToO MOJIOBOE CO3PEBAHUE IPOTEKACT MPUBBIYHBIM 00Pa30M.

B3pocaas :ku3Hb

B3spocisie, y KOTOpsIx 00Hapy:keHa MUKpozenenus 2q13, Kak mpaBuio, sIBISIOTCS
pOANTENSIMH HEZIABHO ANATHOCTHPOBAHHBIX JETEH. Y B3POCIBIX JEEIHs He
TIPOSIBIISIETCSI WITK TIPOSIBIISICTCS] HE3HAUMTENBHO. Potureny 9acTo He 3HAIOT 0 HATMYUH y
HUX JIeJICNUH U BBIICHSAIOT 3TO JIMIIb ITIOTOMY, YTO IMPOXOJIAT 00CIIeI0BaHHE TT0CTe
OoOHapyXeHHMs IeNelH y UX peOeHka. MHora npu npoBeAeHNH MHPOKOMACIITa0HbBIX
HCCIIeJOBAaHNUI BCTPEYAIOTCs B3pocible ¢ Ooiee BhIpaKeHHBIMU IpoOIeMaMu —
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HHTEJUICKTYAIbHBIMU HAPYIICHUSIMH WITH HAPYIICHUSIMH Pa3BUTHS. Y OJHOTO
yuactHuKa Unique y:ke BO B3pOCIIOi U3HH ObLT UArHOCTHPOBAH CHHAPOM Acmeprepa.
OH MOHUMAJT, YTO Ha TPOTSHKCHUH BCEil )KU3HH CTATKUBACTCS C OMPEACIICHHBIMU
TPYAHOCTSMH, OJHAKO HE 3HAJ, YTO Y Hero Mukpoaenenus 2q13, noka odcieioBaHne He
TIPOIIENT €ro peOeHOK.

KaxoBbI nepcnexkTuBbI?

Ha nannbrit MoMeHT y ntozeit ¢ genenmeit 2q13 HeT cepbe3HBIX TPUYHH, YTOOBI
nepexxuBath 3a ceoe Oyanymiee. HecMoTps Ha To, 4TO peBUIETH BCE TPYIHOCTH, C
KOTOPBIMH MOXET CTOJKHYTHCS Balll peOCHOK BO B3POCIION JKM3HH, HEBO3MOXKHO, Ha
CETOHALIHUH JIeHb TAaHHBIE O [T03/IHO TPOSIBIISIOMINXCS 32001€BaHIAX, CBI3AHHBIX C
nenenueit 2q13, B MEIUIIMHCKOM TUTEpaType OTCYTCTBYIOT.

I'ens! 1 HcciIe10BaHUS

OObI4HO y mMoJieli ¢ MuKpozeenuer 2q13 onHa XxpoMocoMa U3 Iapbl He MTOBPEX/IeHa, a
y BTOPOM XpOMOCOMBI M3 3TOH Mapbl OTCYTCTBYET HEOONBIION y4acTOK JJTMHHOTO ILIeYa.
Cunraercs, 4To OoNbIasi 4acTh HaHOO0JIee CEPhE3HBIX MPOSBICHUN CKOPEE BCETO
BbI3BaHAa HAJIMYUEM TOJIBKO O}lHOf/i KOITNMH I'CHa (BMCCTO IMPUBBIYHBIX JIByX) WK 1ECJI0oro
psina reHoB u3 orcyrerBytoero ¢pparmenra JJHK. MHorna y moaeit oTcyTcTBYIOT 00€
xonuu (Betz 2000; Haghighi 2015), a u3penka Hadmomaercst orcyTcTBue parMeHTa
JHK B 2q13 Ha oxHO# XpoMocoMe U MyTalusl B KOHKPETHOM I'eHe Ha TOM e yJacTKe
npyroit xpomocomsl (Betz 2000; Yu 2016). B o0oux ciydasx mociencTBusi, BEposiTHee
Bcero, OyayT Oonee cepbe3HbIMH U OYy/IyT 3aBUCETh OT 3aTPOHYTHIX T€HOB. Y YeHbIe
MPOAOIDKAIOT U3Y4aTh CeUpUIEcKUe 3a1a4i U (QyHKINY T'€HOB Ha JTAHHOM Y4acTKe
XPOMOCOMBI.

[MpuunHoit Mukponenennu 2q13 de novo (1.e. BiepBbie BO3HUKIIEH Y peOeHKA U HE
YHACJIeIOBAaHHOM OT POJMTENIEH) SIBJISIETCS TeHETHYECKUT COOii, TPOU30LISALINN Ha
sTane o0pa3oBaHMs CIEPMATO30MIa WM SHIEKIETKH MM )K€ B CaMble IIepBbIe THU
TI0CJIe OIIOAOTBOPEHMs. B X0/1e TaHHBIX MIPOLIECCOB Mapbl XPOMOCOM OOBEIMHAIOTCS U
O0OMEHHBAIOTCSA TEHETHYECKUM MaTEePHaJIOM, CO3JaBasi yHUKAIBHBIN IS KaXKI0TO0
YenoBeKa reHeTHYecKui KoA. [lepen oObetnHEHHEM XPOMOCOMBI «PACIIO3HAIOT
OTHOCHTEJIBHO WJIM O4YeHb noxoxue nocienopatensaocta JJTHK cpenu cBonx
MOTEHIIMAJIBFHBIX XPOMOCOMHEBIX Tap. Y4acTok 2q13 umeer KkpailHe CIOKHYIO CTPYKTYPY
C MHOXECTBOM HJICHTUYHBIX, TOBTOpsifoiuxcst pparmentoB JJHK. imeHHO B 3THX
MecTax Hanbosee BEpOATHO BOSHUKHOBEHHE HECOBIIAICHHUI M MOCIIEyIOIIas yTpaTa
JHK. Tak, He cBsI3aHHBIE POACTBOM JIFOAU UMEIOT UACHTUYHBIE JACNEUN HA YYACTKE
q13 xpomocomsr 2.

Ha ygactke q13 xpoMocomsl 2, a Takke Ha npyrux ygactkax JJHK, xoropsie obnamator
(YHKIIMOHAIBEHON 3HAYMMOCTBIO U, HAIPHMeEP, KOHTPOJIHPYIOT 3KCIPECCHIO T'CHOB,
n3BeCTHO OKoIto 65 reroB. Ha pucynke Ha cTp. 21 n300pakeHbl Kak HanOoee
3HaYNMBbIE ¥ U3BECTHBIC TeHBI Ha yJacTke 2q13, Tak U pacroioKeHne HEKOTOPHIX 9acTo
BCTpeyaluxcs npumepoB aenenuu. Pacnonoxenne nap ocHoBanuii JIHK Ha naHHOM
Y9acTKe XpOMOCOMEI 2 yKa3zaHo B Merabasax (1 Mbp = | Muumion map ocHOBaHHi). JTo
CZIGNIAHO JUISI TOTO, YTO0 MOYKHO OBUTO COCTaBUTH MPUMEPHOE MPEIICTABICHHE O ICNICIIAN
y BaIlero peOeHka Ha OCHOBE JJAHHBIX, TIOy4E€HHbIE B XO/I€ UCITOIb30BaHMS METO/IA
MaTPUYHOH CpaBHHUTEIHHOM reHOMHOM rubpummsanuu (arrayCGH).
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Xpomocoma 2

—213

pacinoJio;KeHue
1nap OCHOBAaHUI

11050Mb
11100 Mb
111.50 Mb
112.00 Mb
112.50 Mb
113.00 Mb
1T350 Mb

114.00Mb

21

reHbl NpPHUMepPbl MUKPO/eJIenui

SH3RF3

SEP10
SOWAHC

RGPD5
LLIMS3

MALL
NPHP1

LIMS3L
RGPDé

BUB1
ACOXL
BCL2LM
ANAPC1
MERTK
TMEM87B
FBLN7

ZC3H8
ZC3H6
RGPD8
TTL
POLR1B
CHCHD5
SLC20A1
NT5DC4
CKAP2L

9
Pa3HOBUIHO
creii rena IL

PSD4
Pax8

IIpumep Haubonee
pacrpocTpaHeHHOH B MOITYJISILUH
JIeIeL1H, 3aTparuBaroeil reHs
NPHP1 u MALL. Pe3ynbTat
HCCIIE/I0BAaHUS C
UCIIOJIb30BAHUEM METO/Ia array-
CGH 6yner BeIrIsaeTh
HPUMEPHO CIIEAYIOIIUM 00pa3oM:
arr 2q13 (110581623-111363425)
x1 dn

IIpumep penko
BCTPEUAIOIICHCS B MOMYJISALIHI
JIeJIeL1H, 3aTparuBaroueit
reasl MERTK 1 TMEM&7B.
Pesynbrar uccnenoBanus ¢
HCIIOJIb30BAHMEM METOJIA array
-CGH Oyner BbIrsieTs
[PHMEPHO CIIEIYIONIUM
obpazom:

arr 2q13 (111138623-
113103425) x1 dn




I'ensl

Pan pazmuunsix nenenuit 2q13 yxxe usyden. Hekoropsle Bapuanuy BCTpeUyaroTCs Jalle,
YeM JIPYTHe; MOTYT ObITh OOJIBILIETO pa3Mepa Wi HAaKJIaIbIBAIOTCS IPYT HA Apyra, KakK
BHIHO Ha N300pa’keHNH Ha 000pPOTHOM cTopore. Kaxiplil Tun aeneryn oyaer
3aTparuBaTh Pa3IMYHBIN HA0Op T€HOB U JIpYTHe BaXKHBIC PETYIIATOPHBIC
rocIeioBaTeNisHOCTH. YenoBeKy ¢ enenueii He Bceraa N3BEeCTHBI (PYHKIUS U POITh
Ka)KIOro I'eHa, a TakKe CTENEHb UX BIMSHUA Ha COCTOSIHHE 3/I0POBbS U pa3BUTHE.
OnHako MocTossHHOE OOHOBJICHHE TAaHHBIX 0 MUKpojenennn 2q13 crocoocTByeT
Jy4ieMy HOHUMAHHUIO 3TOTO TUIA XPOMOCOMHOM nepecTpoiiku. Ha naHHbIN MOMEHT
H3Yy4eHbl BO3MOKHBIE POJIM HEKOTOPBIX T€HOB, 3aTPOHYTHIX IPU U3BECTHBIX BapHaIMIX
nenenuit 2q13:

NPHP1 VYrpara nin monudukanus odenx koruii rena NPHP1 moxer npuBectn
K IJIa30IBUTaTeNIbHOM arpakCuu (HapyIeHWe WK TOJTHOE OTCYTCTBHE
MIPOMU3BOJILHBIX TOPU3OHTAIBHBIX JIBU)KEHHH TIIa3HBIX SI0JIOK) M CTaTh MPHYMHON
Pa3BUTHS MATOJIOTMH TIEpeHEN KaMepbl riia3sHoro sooka. ['en NPHP1 Taxxke
CBSI3BIBAIOT C 3a00JIeBaHKEM IT0YEK U cUHIpoMoM JKydepa (aHoManusi pa3BUTHS
olpe/ieNIeHHOI 00J1acTH B 3a{Hell 4acTu rosoBHOro Mosra). OHako y nerei ¢
nenenuer 2q13 oOBIYHO MPUCYTCTBYIOT OJJHA HEU3MEHEHHAs! XpOMOcoMa 2 U, Kak
crnencTBue, pyHkIMoHanbHas konus reHa NPHP1 (xots aTo He Beeraa Tak; Betz
2000).

BCL2L11 IToHmKeHHBIN YpOBEHb ITPOAYKTA 3KCIPECCUHU ITOTO F€Ha OTMEUAETCS]
y JIIOJIeii ¢ paccTporcTBOM ayructudeckoro crekrpa (Fatemi 2001; Araghi-
Niknam 2003; Sheikh 2010). [Tponykt rena BCL2L11 yuacrByer B
PperylnupoBaHUU KOJIMYECTBA HEMPOHOB B Pa3BUBAIOLIEIICS HEPBHOU cHUCTEME.

ANAPCI [IpoayKT 3TOro reHa y4yacTByeT B pa3BUTHH MO3Ta, a €r0 AYIUIHKAIHA
MOXET CTaTh MPUYMHOI Bo3HUKHOBeHUs ayru3ma (Costain 2013 &2014).

MERTK Jenenus o6enx KOMUil reHa MOXKET CHPOBOLUPOBATH Pa3BUTHE
nurmenTHoro perunuta (Ostergaard 2011), a nyrmikanust — aytusm (Costain
2014).

TMEMS87B [leneuus 3Toro resa cornpoBoxkaaercst 3adonesanusmu cepana (10%
13 BCEX CIIydaeB, OMMCAHHBIX B MeaunuHCKoi aureparype) (Russell 2014; Yu
2016).

FBLN7]lannblii reH yqactByeT B (hopmupoBanun 3y00oB. Ero skcrpeccus
HaOIIOaeTCsl B XPSIIEBOI TKAHU M MOKET IPUBOANUTH K BO3HUKHOBEHHIO
pasnudaHbIX 3a0oneBaHui cepana. IlepecTpoifku ¢ ydacTHeM 3TOro reHa MOT'YT
CIPOBOLIMPOBATH MOSBICHHE aHOMAINI YepenHo-uieBoi odmactu (Russell
2014). OgHa w3 BapHaIuii 3Toro reHa Obliia BBIJETICHAa KaK BO3MOXKHAS TIPUYMHA
MIATOJIOTHH HEPBHOU CHCTEMEI B Xoze npoekTa DDD — «PacmmdpoBka
HapymeHuit pa3sutus» (auri. Deciphering Developmental Disorders).

ACOXL TI'er cBsizaH ¢ TUMUAHBIM OOMEHOM H IIPUBOIUT K OXKUPEHUIO
(Vuillaume 2014).

CKAP2L He3nauurenbHble MyTalliy 5TOr0 I'eHa MPUBOAAT K BOSHUKHOBEHUIO
cunapoma U, KOTOPBII XapaKTepU3yeTCs 3aA€PKKOH yMCTBEHHOIO
pa3BuUTHS, MUKponedanueld 1 CHHIAKTIINEH (cpacTaHne IBYX WK Ooree
MaJIbIeB Ha pyKax w/wim Horax) (Hussain 2014).
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ILs Do rpynna nuTOKMHOB, KOTOPBIE OTBEYAIOT 32 IMMYHHYIO U
BOCIIAJIMTEIBHYIO PEAKINH, a TAKKE BIUSIOT Ha Iiepeady HEPBHBIX UMITYIIbCOB.
V3meHeHus B TeHax 3TOM IPyIIBI MOTYT CKa3aThCsl HE TOJIBKO HA UMMYHHUTETE U
BOCIIAJIUTEIHHON peakify, HO ¥ Ha TICHXOCOLUAILHOM Pa3BUTHH U ITOBEACHUH
(Srinivas 2016). XpoHn4ecKHii KOXKHBIA MyCTYJIe3 SBISETCS Pe3yIIbTaTOM
MuKkpoaenenuu 2q13, kotopast 3aTparuBaet UeNbId psl TeHOB ceMeicTBa
uHrepneliknHa (Brau-Javier 2012).

PAXS8 be3 g0mKHOTO JieueHUs B paHHEM BO3pacTe U3MEHEHHUSI B 3TOM IeHe MOT'YT
MTOBITUSITHh HA PabOTy MIMTOBHIHON JKEJIC3BI U TIOBJICYH 32 COOOM HEBPOJIOTUICCKUE
HaApYIICHU, a TAK)KE HAPYIICHUS ABUraTeIbHON (GyHKIMU. Ha ceroqHsmmHmii 1eHb
HU Yy oJTHOTO M3 ydacTHHKOB Unique He BbIsiBIIeHa aenenys 2q13 ¢ yqactiem 3toro
rera. CyIecTBYIOT TOCTYIHBIC METOBI THATHOCTUKH U OOPHOBI C MPOSBICHUIMU
neneuun 2q13 ¢ oxBatom rena PAXS.

boaee rayookue uccinenosanus AHK

Ecnu Hapymenus y Bamero pebeHka KpaiiHe cepbe3Hbl, Bpau-TeHeTUK MOXET [IOCUUTATh,
YTO NPUYUHA TOMY HE ToIbKO noTeps ydactka JJHK mmunHOTrO mieda xpomocomst 2. B
TaKOM CIIy4ae FeHOM Balllero pedeHKa cleayeT H3yduTh Oosiee IeTallbHO — HalpUMep, C
TOMOIIIBI0 TIONTHORK30MHOT0 cexBenupoBanus ([19C). Mcnonb3ys qaHHbI MeTO,
TEHETUK MPOaHaIU3UPYET KOJUPYIOIIYIO MOCIEN0BATENBLHOCTD Ka)KJOro I'eHa B TEHOMeE
pe6eHKa, '-ITO6BI ONpeaACINTbL U3MCHCHU S, KOTOPbIC MOI'JIM NOBJIMATH Ha Pa3BUTUEC BAIICTO
yazga. XXurenam BenukoOpuTanun Taxoke MOKET OBITh NPEUIOKEHO IPUHATH Y4acTHE B
npoekre DDD («PacummdpoBka HapyiieHuid pa3BUTHs»). Y TPOEKTA JBE OCHOBHBIC LEIIH.
[epBas — pa3BUTHE TEHETHKH U OOpaleHHe K Hell B KIMHUYECKOM MPaKTHKe
BenukoOpuTaHuy IyTeM NpUITIALIeHns IJIs y4acTus CeMet ¢ IeTbMH, UMEIOLIHMHU
HapylIeHHs B pa3BUTHU. Bropas — nomydeHue 1ocTyna K HOBEHIIUM MeTolaM
cekBenupoBanust JIHK u TexHOMOrusM MUKpoMaTpuyHOro ananuza. Habop yqyacTHHKOB B
MPOEKT B HACTOSIIIEE BPEMsI 3aKPBIT, HO U3y4eHue coopanHbix obpasuos JJHK Oyzxer
MPOAOIDKATHCS 10 MEHBIIIEH Mepe B TEUEHHUE IIITH MOCaeYIOIHX JeT. OTHOMY peGeHKY
rpynmsl Unique ¢ Mukpozenerueii 2q13 Oblia nmpeayioxkeHa yciryra MmojTHOIK30MHOTO
CEKBEHHMpOBaHUs, a IpyromMy — yyactue B npoekre DDD.
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Y10 roBopAT poauTeu

“ On 3aMevaTeNbHbIN, JTACKOBBIM MATBUMK, KOTOPBIH CaM HE PaJl HAJIMYHUIO y HETO
orpanuueHuil. JKUBUTE CErOAHSIIHAM JTHEM U HE TPATHTE BPEMS Ha TO, 4TOOBI
[peJICKa3aTh, YTO OYJIET 3aBTpa. 23
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[pucoenunsiirecs k coobmiecTBy Unique, 4TOOBI MOMYIHUTH JOMOTHUTEIBHYO
uH(bOpMAIINIO, HEOOXOTUMYFO TIOMOIIb U KOHTAKTHBIC TAHHBIC CEMEH ¢ aHAIOTHYHOM
IPOOJIEMOiA.

Unique — 3T0 G1aroTBOpUTENbHASI HETOCYIAPCTBEHHAs OpraHu3aiys. GruHaHCOBas
MOJIZICPKKA OCYIIECTBISIETCS 3@ CUCT IPAHTOB M MOKEPTBOBaHMIL. Bbl MOXeTe cenath
MIO’KEPTBOBAHKE Ha HAIleM O(QUIMATBLHOM caiiTe:

www.rarechromo.org/donate. IloxkamyiicTa, mOMOruTe HaM IOMOYb Bam!

CoobmectBa B Facebook

VY Unique ecTb psia 00IIEOCTYIHBIX U 3aKPBITHIX TPYIII B cOLMalibHOM cetn Facebook.
AJpec TpyIIibl IS ceMel ¢ aHoMasusiMu 2-i XxpoMmocombl: https://www.facebook.com/
groups/chromo2syndromes/

I'pyrma nomuep XKy ceMeil ¢ peaIKUMH XPOMOCOMHBIMH OTKJIOHEHHSIMH.
Howmep B peectpe 6marorBopuTenbHBIX opranusanuii: 1110661
Howmep B peectpe komnanuii AHrmu u Yanbca: 5460413
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