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Muxponynimkanuu 2q13

Muxponymnukaus 2q13 — 3To peakoe FeHeTHYECKOe COCTOSHUE, BEI3BAHHOE
HaJIMYUEM JONOIHUTEIBHOIO TEHETHIECKOr0 MaTepraa Ha XxpoMocoMe 2. Jlymukanuu
MOT'yT OBITh pa3HbIX pa3MepoB. MHoOra MyIUIMKaluy HACTOIBKO MaJIbl, 9YTO UX
HEBO3MOYKHO YBHETH I10Jl MUKPOCKOIIOM C TIOMOIIbIO CTAHAAPTHEIX MeTon0B. OHI
Ha3bIBAIOTCS MUKPOAYIUIMKALMAMH.

J71s1 310pOBOTO pa3BUTHSI OpraHU3Ma B XpOMOCOMAaX JIOJKHO COAEPKATHCS
OnpeJIeNIeHHOE KOJTMYECTBO TeHETHIECKOro MaTtepuaa. Hamuuue qomoNHUTENbHBIX
KOIUM yJacTKa XpOMOCOMBI 2, KaK M OONBIIMHCTBO APYTHX XPOMOCOMHBIX OTKIOHEHUH,
MOJKET ITOBJTUATH HA Pa3BUTHE PEOCHKA M €r0 HHTEIUICKTYaIbHbIC CITOCOOHOCTH.
[MocnencTBust MUKpOAYIUTUKAITHH 213 OueHb pa3HOOOpa3HbI M 3aBUCAT OT TOTO, KAKOU
TCHETHYCCKUI MaTepua AyIUTUIMPYETCS U B KAKOM 00BbeMe.

Y10 Takoe XpoMOCOMBI?

Hamm Tena cocTosT U3 MHOXKECTBA Ppa3HbIX KIIETOK, B Ka)KJIOﬁ N3 KOTOPBIX, YalleC BCETO,
HaXOJUTCA OJUHAKOBOE KoIHU4ecTBO xpomocoM. Kaxxaas xpomocoma conepkut JIHK, B
KOTOpOﬁ 3aKOJAUPOBAaHbI COTHU U ThICAYH I'CHOB. I'enbl HamoMUHAIOT HUHCTPYKIHNH WU
peLenTsl, coiepKanire BClo HHPOPMALIUIO O TOM, KaK OpPraHW3My pa3BHUBAThCS, PACTU U
(YHKIIMOHUPOBATh. XPOMOCOMBI (M, CIIE/IOBATEIBHO, T€HbI) HACIEAYIOTCS MTapaMu — 110
OJTHOM OT Ka)KJ0ro U3 POTUTETEH.

OpraHu3Ma COAEPKUT 46 XpoMOCcoM,

T.e. 23 mapsl. VckimioueHne cocTaBisIIoT
CIIepMAaTO30UABI U SAHLEKIETKH, KOTOphIE ;
coziepxat 23 HemapHbIe XPOMOCOMBI. 8
Bo Bpems o11010TBOpEHNS, OCIIE CIUSHUSL ,(
CIIepMAaTO30MAA U SHLEKIETKH, XPOMOCOM
cTaHoBUTCS 46 U OHM 00Pa3yIOT Maphl. ! , € E TR TR
44 13 46 XpoMOCOM OOBETUHSIOTCS B 22 Maphbl, 5 A A A L1 A
KaXKIast U3 KOTOPBIX MapKupyetcs oT 1 go 22.

OcraBmmecs 1Be XpOMOCOMEBI U3 46 2 se 06 Y| ‘
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HAa3bIBAIOTCS [10JI0BBIE XPOMOCOMBI: OHH
OlpeeISIIoT Mo Mykckoit Habop XpoMocoM  Ilapsr xpomocom 1-22, X u Y XpoMOCOMBI
OOBIYHO COAEPKUT OAHY X-XPOMOCOMY U OfHY (MY/KCKOM KapHOTHII)

Y-xpomocomy, a )KEHCKUI — JIBE X- 2-s ITapa XpoMocoM 00BeJIeHa KPacHbBIM
XPOMOCOMBI.

XpoMocOMHBIE MTePeCTPONKH

B pesynbraTe cnusHUS CIepMaTo30MAa U SHIEKIeTKH 00pasyeTcs enuHas KIIeTKa,
KOTOpas JOJDKHA HEMPEPHIBHO JCTHUTHCS, KONUPYS caMy ce0s (a Takke U CBOM
TeHETHYECKUH MaTepHan), 9TOOBI CO3JaTh MWIJIHAPAbI KIICTOK Y€JIOBEYECKOro TEa,
HEOOXOIUMBIE IJIs pOCTa U pa3BUTHsA. MIHOTHA, BO BpeMsI 3TOTO CIOKHOTO IpoIiecca
ACJICHUA WK €1I€ paHbIIE, BO BPEMs (1)OpMI/Ip0BaHI/I$I ﬂﬁHGKﬂGTKI/I WK Cri€pMaTo3ona,
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.
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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 JJTMHHOM IUIeYe XPOMOCOMBI 2, 03H 13, psAZIOM ¢ IIEHTPOMEpOi
(BBI/ICJIEHO KPACHBIM I[BETOM M OTMEYEHO KPACHOM CTPEJIKON Ha PUCYHKE BBILIIE).

KomngectBo ayrumiuposannoit JIHK B kakJoM KOHKPETHOM CIydae pa3iIddHO U
3aBHUCHT OT IIPOTSHKEHHOCTH TyIUIMKAalUU. B cirydae ecnu nymivkanys o4eHb MajeHbKast
(MHKpOZLYTUIHKALIMS), TO €6 HEBO3MOXKHO YBUJIETh MO MUKPOCKONoM. [ToaTromy MHOrHM
JIIOZIM C MUKPOAYIUIMKALUAMH, BEPOSTHO, paHEEe COOOIIAN O TOM, YTO UX CTaHAAPTHBII
XPOMOCOMHBIH aHanu3 B HopMe. JlabopatopHslid MeTo, Ha3BaHHbII FISH
(pmyopecrienTHas in situ ruOpuIM3aNKs ), TO3BOISIET OOJiee ETAILHO aHAIN3UPOBATh
YYaCTKH XPOMOCOM U ITOMOTraeT 0OHapYKHUTh DYIUIMKAIUIO. B X0/1e HCII0inb30BaHus 3TOr0
Mmeroxa, yuactku JJHK, momedyeHHbIe QIyopecieHTHBIMH KPACHTENSIMH, CBSA3BIBAIOTCS C
aHanormyHeIMU ydactkamu JIHK Ha onpenenennoit xpomocome. iMeHHO O3TOMY
aHaJIM3 MPOU3BOIUTCS TOJBKO MPU NOA03PEHUN Ha u3MeHeHue conepkanus JJHK Ha
ONpPEJEIEHHOM Y4acTKE XpOMOCOMBI. bosee coBpeMeHHBI METO, MO3BOJIAIOIIMH €1lle
JnetanpHee aHanuzupoBath JJHK, HazpBaeTCcss MATpU4HOM CpaBHUTENBHON T€HOMHOM
rubpunm3anueit (array CGH). Matpuyunas cpaBHUTEIbHAS TEHOMHAS THOPUAN3AIINS
(array CGH) no3Borsier 0OHapyXKUTh OYSHb MAJIEHBKUE TYTUTUKAINH, TaXe eCIId Ha TO
HET HUKaKuX mopo3peHuid. C mOMOIIbI0 MATPHYHON CPAaBHUTEIBHON TeHOMHOM
rudpumm3anmu (array CGH) Taxoke MOXXHO TOYHEE ONpeeTUTh TPAHHIIBI H3MEHEHHOTO
yaactka JJHK, ogHako, aHanm3 He MOKaXkeT, epemMecTuiics i HoBeiid (parment JJHK B
JPYroe MecTO TOH K€ XPOMOCOMBI HJIH B APYTYIO XPOMOCOMY.

HUcTounuku

JanHas Oporropa BKI0YaeT B ce0s1 nHOOPMAIUIO N3 MEIUIIUHCKOH JIUTEPATYPHI,

a TaKKe CBEeNeHWsI, oydeHHsIe ot cemel Unique. Mms aBTOpa U Aata myOauKamim
CTaTed B MEIULIMHCKOW JIUTEPaType yKa3aHbl AJIs1 BOSMOKHOCTH ITOMCKA aHHOTALAN
WJIN OPUTHHAJIBHBIX CTaTeH B TEKCTOBOM 0a3e TaHHBIX MEIUIMHCKHX U OHOIIOTHYECKHX
nyommkaumii PubMed (http:/www.ncbi.nlm.nih.gov/pubmed/). Bonbmast yacte crateit
nocrynHa Ha caiite Unique. IlepBbrii onpoc cemeit rpymmsr Unique ObIT IpOBE/IEH B
2016 romy.



Pe3yﬂbTaTbl XPpOMOCOMHOI'0O aHAaJ/JIn3a

Bamn reHeTHK WITH KOHCYJIBTAHT 110 TCHETHIECKAM BOIIPOCAM OTPEICIHT, KaKas 4acTh
TCHETHYECKOr0 MaTepraa Oblia TyIUTHITUPOBaHa, U KaKOH XpOMOCOME OHA
npuHaaexkana. [IpenocraBieHnas nHboOpMAIst OyAeT BKIIOYATE JaHHBIE O JIFOOBIX
CYIIIECTBEHHBIX TCHETHYCCKUX U3MEHCHHUSIX U O TOM, KaKHE BaXKHBIC TCHBI OBLITH
MTOJIBEPKEHBI 3TUM H3MEHEHUSIM. MUKpOIyruKanuu 213 0OBIYHO OMpenesIFoTCs MpH
TTOMOIITA MAaTPUYHOMN CPaBHHUTEILHOM TeHOMHOM rudpuam3anmu (array CGH).
Pe3yspraThl aHaM3a MOTYT BBITJISLIETD CIETYIONIMM 00pa3oM.

IIpumep pe3yJibTaTa MATPUYHOM CPABHUTEIBHON I¢eHOMHOM

rudpuauzauuu (array CGH):

arr[hg19] 2q13(111392145-113094687) x3 dn

arr B ananu3se ObUTa UCIONB30BaHA TEXHOIOTHS MUKPOYHIIOB

hgl9 T'enom uenoBeka, Bepcusi cOOpkH 19. ITO KOHTPOIBHAS
nocnenosarenbHocTh JIHK, ¢ koTopoit conocraBnstoTcs
HoMepa nap ocHoBaHu# B uccienyemoit JIHK. C 6onee
noApoOHOM HHpOPMAIIHEH MOXKETE 03HAKOMHUTHCS Ha
ctp. 5.

2ql3 Amnanu3 BesiBui anomanuto JJHK Ha yuactke q13
XPOMOCOMBI 2.

(111392145-113094687) Anomanus IHK BrIsBisieTcs npu
COIOCTaBJICHUM HOMEPOB [Iap OCHOBAHUH — KOHKPETHBIX
Y4aCTKOB, Ha KOTOPBIX MPOU30IILINA XPOMOCOMHBIE

[Tapsl
OCHOBaHHI

n3MeHeHus. B nannom npumepe anomanusa JTHK
oOHapyKeHa MEeXy ITapaMH OCHOBAaHHH -
111392145 wul113094687 (3TOT y4aCTOK OXBaTHIBAET JHK X

1 702 542 napsl ocHOBaHUiN)

x3 Nmeercs Tpu konuu ykazanHoro ¢parmenta JJHK. B HopMe nomkHO ObITh 1BE
KOIHU Ka)KI0W XPOMOCOMBI. 3HAYHT, OfIHA KOMHs KOHKpeTHoro ¢parmenta JTHK
IOYTUIMIMPOBaHA, U TaKasi aHOMAaJIMs Ha3bIBaeTCs AyIIMKaILen

dn  Jymnukanums umeet cratyc de novo (T.e. oHa BO3HHKJIA BepBhIe). [Ipu mposepke
XpoMOcOoM poauTeneii Ha ygactke 2q13 He 6pu10 00HAPYKEHO HUKAKHX
XPOMOCOMHBIX IEPECTPOEK.

Ecnn mynnukarms umeeT cratyc de novo, 3To 03HA4aeT, YTO BEPOSTHOCTh TOTO, YTO OHA
OblTa yHacIeJ0BaHa OT POAMTENEH, a TAKXKe TOTO, YTO CIEAYIOINA PeOEHOK CHOBa
pOIUTCS C TaKOM K€ NyIuIMKauuen, kpaitne Mana. IlomeTka mat B pe3ysbTare aHaIn3a
TOBOPHUT O TOM, UTO TyIUIMKANuUs Oblla YHACIeIOBaHa OT MaTtepH (OT aHrJI. maternal — mo
MaTepUHCKOH JINHUH), a TIOMETKa pat — OT oTLa (OT aHIJI. paternal — 1o OTLOBCKOM
JUHAN).

UYro0bl mydIie HOHUMATh, KaK MMPOTEKAET PA3BUTHE BAlIero peOeHKa, MOJKHO CPAaBHUTH
pe3yNbTaThl aHAIHM3a PeOeHKa ¢ pe3yabTaTaMH APYTUX AETeH, IMEIOIINX TaKyO K€ HIIH
MOXOXKYI0 MUKPOIYIUTUKALHMIO. DTO TO3BOJIMT BBIIBUTH HANOOJIEE PAaCIpOCTPaHEHHBIE
TIOCJIE/ICTBHA AJAHHBIX XPOMOCOMHBIX N3MEHEHHH, OTHAKO HEOOXOMMO IOMHHTb, UTO
OJIHA U Ta K€ IYIUIMKALMS MOXET TPOSIBIIATHCSA NO-pazHoMYy. Jlaske Uit poaHBIX OpaTheB
1 CeCTep CTENEHb M XapaKTep BIMSHUS OFHON M TOH K€ AYIUIMKALUHA MOTYT OBITh
pa3HbIMH. He BOBIICUEHHBIE B IEPECTPOMKY I'eHBI, HHANBUIYaIbHbIE OCOOEHHOCTH
JIMYHOCTH M YCIIOBHS, B KOTOPBIX PAacTeT peOCHOK, OMPEENsIIOT ero AajlbHenee
pa3BUTHE, TOTPEOHOCTH U AOCTIDKEHHS. Ba)KHO MOMHHTH O TOM, YTO KaXKAbIH peOeHOK
YHHKAJIEH, ¥ IOOTOMY HE CTOUT BCELENO MTOJIaraThCs Ha MpsIMOE CPABHEHUE C JETHMU,
HMMEIOIIUMU CXOXKHUHA KapHOTHIL.
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CoOopka renoma

B 2003 romy 06110 00BSBIIEHO O 3aBEPIICHUH MEKIYHAPOIHOT0 MpoekTa «['eHom
4eJI0BEKa», [IABHOHU LIEIbI0 KOTOPOro OBbLIO MOIHOE MPOYTEHUE (CeKBEHUPOBAHUE)
IIOCIIEI0BATEIbHOCTH T€HOMA YEI0BEKa U CO3JaHHEe KapThl TeHOB (KapTHPOBAHUE).
OpHaKO B IOTYYEHHBIX JJAHHBIX CEKBEHUPOBAHUS U KAPTHPOBAHMS OCTAIIOCH MHOT'O
IpOOEIIOB, II0ITOMY y4EHbIE JI0 CUX IIOp ITOCTOSIHHO PadOTaloT HaJl BHLABICHHEM
Hezocraronell napopmanuy. Kaxpiil pa3, korja nossisiercs HoBas HH(GopMaIus o
T€HOMHOH [OC/IeJ0BaTeIbHOCTH, HyMepalys IIap OCHOBaHUM XpoMocoM, a,
CJIeIOBATENIbHO, KOOPAMHATHI TEHOB, JIeTIEUi U TYIUTMKAIUI MEHACTCSL.

Kaxxmyro HOBYIO BepcHIO reHOMa 00BIYHO HA3bIBAIOT «cOOpKOi». HoBbIe cOOpKH reHoma
MyOJMKYIOTCSI KaXKZble HECKOJIBKO JIeT. [ 'eHeTHyeckast mHpopmanus B 3ToH Opomrope
ocHoBaHa Ha cOopke Ne37 (GRCh37), onmy0IMKOBaHHON MEXTYHAPOIHBIM
KOHCOPIIMYMOM Hay4HBIX M UCCIIEI0BATEILCKUX HHCTUTYTOB (Genome Reference
Consortium) B 2009 roay. B reHeTueckoM oT4eTe 0 BalieM peOeHKe JaHHBIC O
nocnenoBarensHocTy JJHK mpu Takoii coopke yacto OyayT o0o3HauaThest Kak hgl9
(reHoM veroBeka 19).

B ckopoMm BpemeHH B 0a3ax JaHHBIX, HCIOJIB3YEMbIX T€HETHKaMK U rpymnmoi Unique,
nHpopmanus Oyner oOHOBIEHa Ha OCHOBE HoBeiel Bepcun coopkun GRCh38/hg38,
Koropast nosisuiack B 2014 rony. /laHHbIE TEHETUYECKUX OTYETOB TaKkKe OyayT
OOHOBIISITHCSI, BCIESICTBUE YEr0 M3MEHHTCS TAKKe HyMepalys ap OCHOBAHUN T€HOB U
TEHETHYECKHX MEPECTPOEK.

Kak yacTo BcTpeuaorcess MUKpoayiukanuu 2q13?

TpynHO OLIEHUTH CTETIEHb PACIPOCTPAHEHHOCTH MUKPOAYIUTHKAIH 2q13, Tak Kak
MHOTHE JIFOJY MOT'YT HE 3HaTh O HAJIMYMU Y HAX OTKJIOHEHUS, a AUarHOCTHPOBAHHBIE
Clly4ad He BCEra OIMCaHbl B IuTepaType. Ha MOMEeHT HamucaHus 3ToH OpOLIIOpEI
(2016 rom) B MEAUIIMHCKUX UCTOYHUKAX OUYEHb MJIO MOAPOOHO OMMCAHHBIX CITy4acB
Mukponymukanuu 2q13 (Baris 2006; Szatmari 2007; Rudd 2009; Pinto 2010; Cooper
2011; Kaminsky 2011; Yu 2012; Dittwald 2013; Costain 2013 & 2014; Roberts 2014;
Yasuda 2014; Riley 2015; Rees 2016; Kendall 2016). Tem He menee, okomno 150 cinyuaes
OBbLIM 3a(UKCHPOBAHBI B Pa3IMYHBIX CIICHUAIM3UPOBAHHBIX 0a3aX NTaHHBIX, TAKUX KaK
DECIPHER (ba3a naHHbIX TeHOMHBIX BapUAaHTOB U (PEHOTUIIOB YEIIOBEKA, CO3/IAaHHAs Ha
ocHOBe TexHojoruii mpoekra Ensembl; https://decipher.sanger.ac.uk). ['eHerrku u
MPaKTUKYIOIIHE BpayH UCIOJB3YIOT O00HBIE 0a3bl ISl aHOHUMHOT'O OTPayKeHHS
CBEJICHHUH O TeHETHYECKUX OTKIOHEHHUSX, C COTTIACHS TIalJHeHTOB, YTOOBI JAHHEIE O
BO3MOXKHBIX TIOCIIEICTBUSX ICHETHYECKUX H3MEHEHUH ObUIN JIOCTYITHBI U IPYrUM
crierrancTaMy. Takoit 0OMeH ONBITOM M 3HAHUAME [IOMOTaeT MOBBICUTH YPOBEHb
OCBEJOMJICHHOCTH U IOHUMaHHUs OCOOSHHOCTEH TeHEeTHYECKUX H3MEHEHHI, YTO, B CBOIO
o4epenb, MO3BOJIACT IPEJOCTaBUTh OOJbIIEC HH(POPMALINH JIFOISM C TOYHO TAKHMH XKe
WA CXOKUMH TeHETUIECKUMH M3MEHEHUIMA. MuKpoayrukanuu 2q13 taxxe ObuH
BBISIBJICHBI CPEJIM 30pOBOro HaceneHus. [loaTomy, npenmnonaraercs, 4T0 HAIUIUE Y
JroJIel 9TOH MUKPOIYIUTMKALIMU HE BCETIa OKA3bIBACT BHANMOEC BIVSIHHS Ha 30POBbE.
OnHako, y HEKOTOPBIX JIFOJICH MOT'YT IIPHCYTCTBOBATh HE3HAUUTENILHBIE OTKIIOHEHHS,
KoTopsle He Obutn anarHoctuposansl (Kendall 2016). Beuio 3adukcupoBaHo 1Ba caydas
PEKYPPEHTHON MUKPOYILIMKAIUK Ha ydactke 2q13. [IpoTsikeHHbIe MHKPOIYTUTHKALIHA
2q13 Bcrpeuarorcs penxo. Yaie BCero B 3A0POBOM HOMYIISIIUH 00HAPYKUBAIOTCS
MUKPOIYTUTUKALMH pa3HOW MPOTSHKEHHOCTH M Jokanu3anun. Oopasusr JHK,
TOJTyYEHHBIE OT JIIOJCH, UCIBITHIBAIOIINX TPYJHOCTH B O0YYCHHHU MIIM UMEIOIINX
HHTEJUICKTYyalIbHbIC HAPYIICHUS W/WIIH 33/ICPKKY Pa3BUTHS, JEMOHCTPHPYIOT IHPOKOE
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pacrpocTpaHeHre MUKpOAyIUTHKanuii 2q13 (kak MelKux, Tak 1 0ojee KpymHbIX, Cooper
2011; Costain 2013).

B nacrosimee Bpems B mpoekte Unique uuncisitest 18 cemeit co Bcero Mupa c
JyIUIMKanue, BKmodaronielt yaactok 2ql3. B ogHolt u3 3THX cemeil 00HapyKeHbI
JpYTUe XpOMOCOMHBIE OTKIIOHEHHS, Y AEBATU CEMEH €CTh KPYIHbIe TYTUIHKALUH,
pacIpocTpaHsIONIMECs Ha Ipyrue CErMeHTHI (03HBI) XpoMOocoMBI 2 BHe ydacTka q13. B
JAHHOM OpOIIIope paccMaTPUBAIOTCS TOJIBKO CIydal YHCTHIX MUKPOAYIUIHKanuid 2q13
(TONBKO MEJIKHE AYIUIMKAIMU B Tpefieax ydactka 2q13), Tak Kak B MHBIX CITydasx
MIPUYHUHOM KJIMHUYECKHX MPOSIBICHUH MOTYT OBITh PYrHe XpOMOCOMHBIE IIEPECTPOHKH.
Tem He MeHee, naHHAsE OpOIIIOPA MOXKET TIOMOYb OOBSICHUTh HEKOTOPBIE U3 STHX
nposiBiieHui. B Hacrosmee Bpems B mpoekte Unique NpUHUMAET y4acTHe BOCEMb ceMei
€ YUCTON MUKpoAyIuIMKanuei 2q13; yeTbipe ceMbH 3aBEpIIMIM ydacTHe B
uccnenoBanue B 2016 rony.

IMouemy 310 Mpou3zonLI0?

Muxkponyrukaiys 2q13 MoxeT ObITh epeiaHa peOeHKY OHUM M3 POIUTENEH Win
MOYKET BO3HHKHYTh de novo (JTo 3HaYHT, YTO PeOEHOK — MEPBBIN WIEH CEMbH, Y
KOTOpOI'0 BO3HUKIIA }Iyl'IJ'[I/IKaLH/IH). HpPI‘{PIHOﬁ MOSABJICHUS AYTUIMKAllU UMEHHO B OTOM
y4acTKe XpoMocoMBI 2 siisieTcs Hainuuue 1enodek JJHK ¢ ouens moxoskeit
MOCIIE0BATENILHOCTRIO (cM. cTp. 17). . PoauTensmM HEOOXOAMMO TIOHUMATh, YTO OHH
HUKaK HE MOI'JIM IPEAOTBPATUTh BOSHUKHOBCHUE AYIUIMKAUHA. Kax HU3BCCTHO, HU
(axTOpBI OKpYIKAIOIIEH Cpelbl, HA MUTAaHNUe, HU 00pa3 )KU3HU He ABJIAIOTCS IPUIMHOMN
nosABIICHUA MUKpoayrukau 2q13. Hukakue geficTBus poauTeneit 10, BO BpeMs MU
nociue OepeMEeHHOCTH He MOIJIM Ha 3TO IOBJIHATS.

Mo:keT 11 3TO NpoOU30iiTH CHOBA?

B ciyuae, ecnu y 06onx poauTeneil XpOMOCOMHBIE OTKIIOHEHHS He BBISBIICHB,
BEPOSATHOCTB TOTO, YTO CIEAYIOLINI peOESHOK TaKKe POOUTCS ¢ MUKPOLYIUTHKALIMEH
2q13 unu gpyruM XpoMOCOMHBIM OTKJIOHEHHEM, Mana. Berpedarotes peakue crydan
(meHee ueM 1%), Koraa aHaiIM3 KpOBH MOKa3bIBaeT HATMUUE HOPMAIIBHBIX XPOMOCOM y
000HX poIuUTeNel, HO P 3TOM HECKONBKO SHIEKIETOK WK CIIEPMaTO30UI0B COIEepKaT
MuKpoxymukaiuio 2q13. ['eHeTrky Ha3pIBaIOT TaKOE SIBIEHHE MO3AHIU3MOM KIIETOK
3apOJBILIEBON JIMHUHM, TO €CTh Y TAKHX POJHUTEINICH €CTh BEPOSITHOCTD MOSBICHHS APYTHX
JeTell ¢ TAKUM K€ XPOMOCOMHBIM OTKJIOHEHHEM.

B cempsix, rae Mukpoaymiukamms 2q13 Opura yHacIeoBaHa OT POAUTENEH,
BEPOATHOCTb POXKACHHSA €IIIE OTHOTO PeOCHKA C TAKMM K€ HapyleHneM coctasisieT 50%
NpH K10l OepeMeHHOCTH. TeM He MeHee, HEBO3MOXKHO TOYHO CKa3aTh, KAKOe BIUSHHE
MUKPOIYTUTUKAIMS OKa)KET HA Pa3BHTHE, 3J0POBbE M IOBEACHHE PeOCHKA.

[epen chenyromeit 6epeMEHHOCTHI0 HEOOXOMMO POKOHCYIBTHPOBATHCS B MEITKO-
TEHETUYECKOM IIEHTpE.

Ecnu uenoBek ¢ Mukpoxymmkanuei 2q13 riaHupyeT 3aBeCTH AeTei, BEpOsSTHOCTh
nepeady TyTuIMKanuy ero pedenky cocrasisietr 50%. Mukponymmukanus 2q13 eme
HEJIOCTaTOYHO N3Yy4YeHa: HEN3BECTHO, KaK OHA BIHMsET Ha GepTmibHOCTE. OHAKO, B
OOJIBIIMHCTBE CITy4aeB MpoOJIeMbl ¢ GepTIIIFHOCTEIO He 00HapykeHbl. CrocoOHOCT
Jo/Ie ¢ MUKpoxytumKanmeit 2q13 yxaxuBaTb 3a CBOMM peOCHKOM 3aBUCHT OT X
COOCTBEHHOI'O TIOBEJICHNUS M CIIOCOOHOCTEH K 00ydIEHHIO.



Bo3Mo:kHbIE MPOABJICHUSA

[Tpr3Haky Ka)x10ro XpOMOCOMHOT'O OTKIIOHEHHS] MOTYT 3HAYHUTEIBHO OTJINYATHCS, HO
HEKOTOpBIE MPOSBIEHHS MUKpoayIuTuKanuy 2q13 Berpedatotes varme apyrux. Cpenu
Haubojee pacIpoCTPaHEHHBIX:

Hu3kuii MBIIIEUHBINA TOHYC (THIIOTOHNS);

TpynsocTH ¢ perynsueil KpymHOH 1 MEIKOH MOTOPHUKH (HaripuMep, XOAbObI 1
JIBIDKCHUH PYK);

YMeHbIICHHBIN WIN YBETHUUEHHBIN pa3Mep roJ0oBEI;

HeoObI4uHbIE UepTHI JIUIIA;

3azepkka pa3BUTHS;

Tpyanoct B 00y4eHUH WM HAPYIICHUE HHTEIJIEKTYaJIbHOTO Pa3BUTHS;
3azepKka peueBoro u s3bIKOBOI0 Pa3BUTHS;

PaccTpoiicTBO ayTHCTHUECKOTO CIEKTpa WK APYrUe MOBEJCHUECKUE
OTKJIOHEHHS;

TpeBokKHOCTD.

Ba)xHO OTMETHTB, YTO BCTPETUTH Y OJTHOTO YEJIOBEKA Cpa3y BCE MPU3HAKH,
MEPCUNCIICHHBIC BbIIIC, HCBO3MOXKHO, Ka)l(}lblﬁ YCJIOBCK YHHKAJIEH KaK B CBOEM
Pa3BUTHH, TaK ¥ C TOUKHU 3PEHHUS MEANIMHCKUX NPoOIeM. Y OJHHUX HET HU OJHOH U3
MIEPEYNCIICHHBIX BbIIIE OCOOCHHOCTEH, a y IPYI'UX UX MOXKET ObITh HECKOJIBKO.
Oco0eHHOCTH NPOSIBIICHNS AYIUTUKALMK OyyT TakkKe 3aBHUCETh OT ee pa3Mepa,
XapakTepa IepecTpOiKH ¥ T'eHOB, BXOAAMNX B 001acTh Ayluinkanuy. CylecTByIOT U
Jpyrue, BCTPEYaroluecss HAMHOTO pexe, MPU3HAKU MUKponyuinKaimu 2q13, onu oyayT
PAacCMOTPEHBI B CIIEAYIOIINX pa3ienax OpOIIopbIL.

bepemMeHHOCTH M POABI

MHorue MaTepu, BhIHAIIMBABILIHUE AeTel ¢ ayrumkaiweit 2q13, coolimuny, 4to
OepeMeHHOCTh MPoxXoania 6e3 OCIIOKHEHUH, 1 AeTH POAMINCH B CPOK MIIH IIOYTH B
cpok. Hu y koro u3 yuactaukoB Unique Bo Bpems ruiaHOBBIX Y 3U He ObLIO BBISIBICHO
Hugero HeoOsrgHOTro. OHAKO B 0a3€ MAHHBIX €CTh HH)OPMAIHA O CIIyJasx N3MEHEHUS
TOJIIMHBI BOPOTHUKOBOTO MPOCTPAHCTBA U 33AEPKKH BHYTPUYTPOOHOTO Pa3BUTHA. DTO
ObLTO cBA3aHO ¢ MUKpoaymunkarmeit 2q13. Eciu Bo BpeMs 6epeMeHHOCTH Y IuIoAa
BBISIBIISIFOTCS] KAKHE-TTOO OTKJIOHEHHMSI, PEKOMEHIYETCS IPOBECTH TE€HETUIECKUH aHAIIH3.

HoBopoxnaeHubie

HoBopoxaernsie ¢ Mukponyroimkanueit 2q13 oObI9HO UMEIOT HU3KHI BEC MPH
poxaeHHH. HekoTophle MBI, POAMBIINECS C HOPMAIBHBIM BECOM, ITO3KE OTCTAIOT B
(U3MYECKOM Pa3BUTHH, U HX BEC B IIEPBBIC MECAIIBI XKU3HH MaJaeT 10 OTMETKU HIKE
cpenuelt (Hampumep, ¢ 3-i qo 10-i nerTunm). HekoTopsIx meTeii ¢ MUKPOIYTUTHKAITHEH
2q13 B meprox HOBOPOXKICHHOCTH XapaKTEPU3YIOT KaK «BSUTBIX». CHEIAaTHCThI
Ha3bIBAIOT 3TO TMITOTOHHMEH, KOTOpast MOXKET 3aTPYIHHUTH TIPOIIECC COCAHMS, TIIOTAHUS 1/
WJIN TIPUKJIaAbIBaHuA K Tpyau. CieZcTBHEM THIIOTOHNH TAaKXKe MOXKET OBITH 3a7iepKKa
OCHOBHBIX 3TAIOB Pa3BUTHS, TAKMX KaK YMEHHE NTePEeBOPAYNBATHCS, CHIETb, MON3aTh U
XOJIUTB.



IlepBble npu3HaAKN

[ockonbKy MposiBIICHNST MUKPOAYIDIMKAIMH 2¢ 13 MOT'YT CHIIBHO pa3iindaThes, ¥
MJIAJICHIIEB U JIeTel ee 0OHApY)KMUBAIOT HAa PAa3HBIX dTanax pa3sBUTH. JleTel, poKIeHHbIX
C SIBHBIMU (DPM3WYECKHUMH OTKJIOHEHUSIMH, TAKUMH, HAIIpUMep, KaK Tpbbka, 00CIeayIoT
cpazy mociie poxJaeHus! (WIN TaXe 10 POXKAEHHs, BHYTPHYTPOOHO, BO BpEMs
OepeMEeHHOCTH, eCIM OTKJIOHEHHE 0OHAPYKEHO BO BpeMs IIIAHOBOT'O 00CIIeIOBaHUS
OepeMeHHOH >KeHIUHBI). B Ipyrux ciaydasx npu oOHapyXKeHHH HEOOBIYHBIX MPU3HAKOB,
TaKUX KaK HU3KWH BEC MPH POXKICHUH, HEOOBIYHBIE YEpPTHI JINIA, (hopMa MaJbIEB PYK U
HOT, TIpeJyIaraeTcst IPONTH TeHeTHYECKOe TECTUPOBaHKE. Y HEKOTOPHIX AeTel 13
rpynmsl Unique XpoMOCOMHBIE OTKJIOHEHUS ObUTH OOHAPYKEHBI B TIEPBBIE T'OJIBI )KU3HHU.
[Tpu3Hakamu OTKJIOHEHUH CTaH: 3aJepiKKa pPa3BUTHSL, MBIILIEYHAsI THIIOTOHMS,
TPYIHOCTU NIPH KOPMJICHUH U TIPOOJIEMBI C JibIxanueM. OJJHaKO HEKOTOPBIM JIETSIM
JIMarHo3 ObUT TIOCTaBJICH MO3KE, B CBS3H C TPYJHOCTSIMH B O0YUSHHUHU U HAPYILIECHUSIMH
pas3BuTus (HarpuMmep, paccTpoicTBaMH ayructuieckoro crekrpa, PAC).

BHemHocTh

VY nereit ¢ mukpoaymukamuei 2q13 MoryT ObITh HEMHOT'O HEOOBIYHBIE YEPTHI JIHILIA,
HaIpHUMep, cJIerka YBEJINICHHOE PACCTOSHUE MEX Ty Tla3aMi (TUIIEPTEIOpU3M),
IUTOCKAs M/WiK mupokas neperocuna. CoryacHo AanHbpM Unique U JaHHBIM,
OIyOJIMKOBAaHHBIM B MEIUIMHCKON JIUTEpaType, y AeTeil ¢ MUKpoxyIuInKanuei 2q13
MOT'YT TaK e ObITh OOHAPYKEHBI: BLICOKOE HE0O HIIH pacilesiiHa HeOa, HelTpaBUIIbHO
pacHooKeHHbIE WM CIIUIIKOM MaJIeHbKHE 3YObl, HelPaBHIbHBIH (TTaTOIOTMYECKHUI)
MIPUKYC, Mal€HbKasl YENIOCTh, B3JEPHYTHIN HOC C MACCUBHBIM KOHYMKOM, OIYIICHHbIC
BHEIIIHUE YTOJIKH IJIa3 WK HeoObIYHasl JopMma yield. Y HEeKOTOPBIX AETel 3TH YepThI
MOI'YT OTCYTCTBOBAaTbh, WJIM MOT'YT OBITh €/1Ba 3aMETHbI. Takue JeTH BHEIIHE OUTH HE
OyIyT OTIMYAThCS OT CBOMX CBEPCTHUKOB M OyAYT O4YEHb IIOXO0XKU Ha CBOMX POIUTEINEH,
OpatbeB u cecrep. Jletn ¢ Mukponymukanueit 2q13 Moryt ObITh J1F000T0 pocTa, Kak
BBIIIIE, TaK U HIDKE NTapaMeTPOB, XapaKTEPHBIX Ul CBoero Bo3pacta. OfHAKO Te IeTH, y
KOTOPBIX OblIa 331ep>KKa BHYTPHYTPOOHOI'O pa3BUTHSA H KOTOPHIE Cpa3y Mociie
POKAEHHS OTCTABAIN B (PU3NUECKOM PAa3BUTHHU, MOTYT OBITh HIKE CBOMX CBEPCTHHUKOB.

Con

B HEKOTOpBIX cydasx y meTe ¢ MUKpoaymumkarnueii 2q13 nabmogaercs HapyIIeHne
cHa. Y ogHoro pedenka Unique ObUTH MPOOIEMBI CO CHOM C POXKACHUS U IO IIECTH JIET,
HO [TOTOM OHH NpeKpaTHirch. pyroil peOeHOK III0X0 CIUT U PaHO MPOCHIIAETCS.
Taxoxe coobmranm, 9yTo pebeHOK XOAuT BO cHe. Hapyienns cHa MOryT OBITH
oOHapy)XeHbI y JeTeil ¢ H3BECTHBIMU XPOMOCOMHBIMH OTKIIOHEHUSIMU (HAaIIpuMep
Mukpozenenueit 2q13), Ho moKa Henb3s yTBepKIaTh, YTO 3TO MIMPOKO PACTIPOCTPAHEHO
cpemu aetei ¢ MUKpomyIuinkanueit 2q13.

[Ipn HapynieHun cHa MOT'YT BOSHUKHYTH TPYJHOCTH MPH 3aCBIIIAHNH, OECCOHHUIIA,
TIPEPBIBUCTOCTh CHA, CIMIIKOM paHHee npoOyxaeHue. [IpranHel mpobiem co cHOM He
BCET/1a MOKHO TOYHO ONPEAEIUTb.

Tspxeno 3a00TUTHCS 0 peOEHKE, KOTOPOTO CIIOKHO YIOXKHUTh CHATh WM KOTOPHIA CIIAT
MaJIo, TIO3TOMY Y POJMTEINEi MOI'YyT BO3HUKATh OBITOBBIE TPYIHOCTH M3-3a UTUTEIHHOTO
HenochImannsl. HeKOTOpeIM AETSIM MOXKET ITOMOYb I'PAaMOTHO COCTaBJICHHBIM PACIIOPSIOK
JIHS, PEryJIIpHOE yKJIaIbIBaHKE CIIATh B OHOM M TOM K€ MECTE B OJHO U TO XK€ BpeMsl.
Mo>XHO pa3paboTaTh ONpeeNeHHBIH MPOIeCcC YKIAAbIBAHUS (HE CIMIIKOM JOITHI U HE
CJIMIIKOM OBICTpBIN). B HEKOTOPBIX CEMBSIX COBCEM MaJICHBKUM JIETSIM ITOMOTaJ 3aCHYTh
OeIblii IIyM WITH pacciaadJisiionias My3bIka, XOTS B PsIE CIydaeB 3TO MOXKET BBI3BATh U
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obpatHsIi 3¢ dexT. I HEKOTOPBIX JIeTell ¢ CEHCOPHBIMU PAcCTPOHCTBAMH OOBIYHBIC
MIPOCTBHIHM MJTM MaTPachl MOT'YT OKa3aThCsl HEYTOOHBIMHU. B TakoM cirydae MOXXHO
000py/I0BaTh CIIAJILHOE MECTO peOeHKa Tak, YToObl eMy ObuTo KoM(popTHO. HekoTopsle
yiensl Unique MpeAroYnTaoT yTsbKeleHHbIe ofesia. Ecim pebenky HyKeH THEeBHOU
COH, HE CTOHT YKJIaJbIBaTh €ro paHHUM BeuepoM. B Takom cirydae, BO3MOXKHO, IIPHIETCS
MIepECTPOUTH CBOH J€Hb TaK, YTOOBI HE BO3UTH PeOEHKA Ha MalllMHE U HE TYIISTH C
KOJISICKOH B Be4epHee BpeMsl.

OcBelieHne TakKe UrpaeT BaXKHYIO pOJib, TaK KaK OpraHu3M peOeHKa pearupyeT Ha Hero
1 B COOTBETCTBHHU C HUM YCTaHABJIHMBAET «OMOIIOTMYECKUE Yachl» (IIUPKAIHBII PUTM).
[TnoTHBIE MITOPHI WM KATIO3U MOT'YT TIOMOYb PEOEHKY 3aCHYTh M HE IPOCHYTHCA
CJIMIIKOM paHo. Takke MOXKHO MPOHTH KypC CBETOTEpanuu: pedeHKa IOMEIIaloT B
CreLUaIbHBIA OCBENICHHBIH OOKC Ha ONpe/e/IeHHOE BPEMs, YTOObI CHHXPOHU3UPOBATh
€ro «OMOJIOrMYECKUE Yachkl» C PealbHBIM BpeMeHeM. [Ipu cBeToTepanuu npuMeHsieTcs
TOJIBKO BUMMBIN CBET M HE JOMYCKaeTCsl BO3JICUCTBHE YIbTPa(HOIETOBBIX JIydeH.
Buinmblii cBeT cTUMYNUpPYET KIETKH MO3Ta, OTBEUAloIie 32 BhIpaOOTKy TOPMOHOB CHa
U 0ozipcTBOBaHMS. J{J1sl CHHXpOHHM3AIUH «OHOIOTMYECKHUX YaCOB» HEKOTOPhIE CEMBbH
JIAf0T JIETSIM MEJIaTOHHH — FOPMOH, KOTOPBIH BBIpa0aThIBAETCS B OPraHU3Me IPHU CMEHE
nHs ¥ Houu. [lepes HavamoM npremMa MeJlaTOHMHA HEO0XO0IMMO MPOKOHCYJILTHPOBATHCS
C BpauoM.

Ecnu peOeHOK yke TOCTaTOYHO B3POCIIbIN, YTOOBI BBIMONHSTH HECIOXKHBIE (rU3nUecKue
yIpa’KkHEHHs1, TO MOXKHO BKJIIOUUTh HX B PACHOPSIOK AHS, TaK KaK 3TO HOJIOKUTEIBHO
CKa3bIBaeTCs Ha KauecTBe HOUHOro cHa. Kpome Toro, He00X0IMMO CIeIUTh 3a
PaLMOHOM NUTAHUS PeOEHKa, TaK KaK yIOTpeOIeHHEe ONPEAEIeHHBIX IPOLYKTOB
OKa3bIBAaeT HEraTUBHOE BIMAHKE Ha cOH. CyIIECTBYIOT TakKe MUIIEBbIC JOOaBKH,
KOTOpBIE MOT'YT IIOMOYb B PEIIeHHHU NpodJieM co CHOM. [lepen mpuMeHeHHeM Takux
J00aBOK HEOOXOANMO MPOKOHCYIBTUPOBATHLCS C BpauoM. HekoTopblie ceMbH MpUOeranT
K apoMaTepariy, FTOMEOoNaTiu U Maccaxy. [IpuunHaMu HapyIIeHHs CHa MOT'YT CTaTh
JI00BIe TPOSIBIICHHST 0OIH U TUCKOM(OPTa, HATIPUMED, 3aI0p WK pedIIroKe, Tpu
KOTOPOM eJla U3 JKeTy[Ka MOIHUMAeTCsl BBEpX 10 MUIeBony. Pediroke MoxHO
CHIep)KUBATh JIEKapCTBaMH, 3aTyCTUTEIISIMH, KOTOPbIE TOOABIISIOTCS B IHILY, HIIH
NpaBHJIBHBIM IOJIOKEHHEM peOeHKa ITpU KOpMIIeHHH. Y neTelt Oolee crapiuero Bo3pacra
HapyLIeHHUe IIPoIlecca 3aChIIaHus MOXKET OBITh BBI3BAHO TPEBOKHOCTBIO.

Kopmuiienue u poct

Hexotopsie cempn Unique cooOrmamu o mpodiemMax ¢ KOpMIICHHEM JeTel Kak
MJIQJIIIETO, TaK U CTApIIero Bo3pacrta. J{Js neteit ¢ rumoToHuer (HU3KAM MBIIIEIHBIM
TOHYCOM) KOPMJICHHE TPY/IbIO WX U3 OyTBUIOYKH MOXET OBITh CIOKHBIM H
YTOMUTEIBHBIM MpoIieccoM. TakuM neTaM Tpedyercs Oolee HTENbHOE WiTH Oolee
yactoe kopwieHne. Hemoenanue y pereil IpUBOAUT K HE3I0POBOMY CHIKEHHIO BECa U
OTCTaBaHMIO B (PM3MYECKOM Pa3BUTHH. B MeIMIIMHCKON TUTEpaType OMUCaHO /Ba
MOJOOHBIX CITydast Cpear AeTel ¢ Mukponyroiukammen 2q13 (Baris 2009). Takum netsm
MOT'YT HOTPeOOBATHCS BRICOKOIHEPTETHIECKUE MUIIEBHIE TOOABKH.

TpyaHOCTH ITpH KOPMIIEHUH MOT'YT BO3HUKATh M3-32a peIIrokca, Hepa3BUTOTO
cocaTeNbHOro pedexca Wi CI0KHOCTEH MPU KOHTPOJIE COCATENBHBIX IBI)KEHHH,
TJIOTAaHUH U JIBIXaHUH. B HEKOTOPHIX CIydasx Mporecc KOPMIICHHS OCIOKHSIETCS
aHOMAaJIMAMH pa3BUTHA HeOa. TpyIHOCTH PH KOPMIIEHHH MOTYT BO3HUKHYTH M3-32
KOCHOSI3BIUMSI peOCHKA (M30THYTHIH KOHYHMK SI3bIKA YIIMPAETCS B JHO POTOBOM MOJIOCTH)
W/WITM KOPOTKOW y3/ICUKH BepXHEH I'yObl (BepXHss ryda IpUKperieHa OIn3Ko K
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BEpXHUM JiecHaM). KopmiteHrne MokeT OBITh 3aTPYITHEHO HEOOBIYHBIM IOJOKEHHUEM 1/
WJIN IBVOKEHUSIMH SI3BIKA.

“ KopMmiieHHe eMy YIaeTcsl XyXKe, YeM JIPYTUM JIETAM, W3-3a IUIOXOM KOOPAMHALIUK
JBIDKEHUH s3bIKa U yemtoctel », — 1,5 roga

HexoTopbIM A€TsIM CII0XKHO MEPEHTH Ha MIope U B JATBHEHIIIEM Ha TBEPIYIO THILLY.
[Tpyu4nHO# STOMY MOT'YT CITY’KUTH OCOOCHHOCTH Pa3BUTHSI MOTOPHBIX (YHKIIWH,
BEAYIIHME K TPYAHOCTSIM C IEPEKEBBIBAHUEM ITUIIN, U CEHCOPHBIE PacCTPOHCTBA.
Jlorormex MoXeT MOMOYb YCTPaHUTh TPYIHOCTH IIpH KopMiteHHH. Hexxenanue pebeHka
YIOTPEOIIATH B MHIILY TE€ WIN MHBIE TPOIYKTHI MOXKET OBITh BBI3BAHO PA3IUNYHBIMH
HapyUIEHUSMH pa3BUTHS, HAPUMeEp, HapyIlIeHHEeM CEHCOPHOI 00paboTKH, 00CECCUBHO-
KOMITYJTbCUBHBIM pacctpoiictBoM (OKP), onmo3uirnoHHO-BEI3BIBAIONIMM PacCTPOHCTBOM
(OBP) nnu paccrpoiicrBamu ayrucruueckoro crekrpa (PAC). Onna cembst Unique
coo01uIIa, YTo y UX pedeHKa, MOMHUMO MUKPOYIUIHKanuu 2q13 u ayru3ma,
OoOHapyKeHbI CEpbe3HbIE CEHCOPHBIE PACCTPOHCTBA, KOTOPhIE HETATUBHO BIIUSIOT Ha €0
ITUIIEBbIE TPUBBIYKU M YaCTO IIPUBOJIT K HEAOEIAHHUIO.

“ 13-3a Hemoeanus U 00e3B0KUBAHNS BPAUyaM B IbI IIPULIIIOCH BBOIUTH EMY
JKEJIE30, HECKONIBKO Pa3 OH Monaaai B GONBHUILY C KETOAIMI030M ~, — 4 Tona

Onun yyactHuk Unique cOOOIIIII, YTO Y ero pedeHKa Ha EPBOM MECSILIE KH3HU ObLIH
TPYIHOCTHU TIPH KOPMJICHHH, & B CEMb JIET KOPMJICHHE OCJIOKHUIIOCH B PE3YJIbTaTe
CEHCOPHBIX paccTpoicTB. Y apyroro ydacTHuka Unique B MilaJieH4YecTBE Oblia
HEIepeHOCHMOCTb TPYAHOI0 MOJIOKa. B oHOM ceMbe y peOeHKa HUKOraa He ObLIo
TPYIHOCTEH MpHU KOPMJICHUH (ceifuac peOeHKY CeMb JIET).

Hetn

Kax TospK0 y peOeHKa HauMHAET MIPOSABIIATHCS €r0 MHANBUIYAIbHBII XapakTep
Pa3BUTHS, IPOrHO3UPOBATH BO3MOXKHBIE IONTOCPOYHBIE TPOOIEMBI CTAHOBHUTCS TPOILE.
Usens! Unique cOOOIIMIN O IIMPOKOM CIIEKTpe NPOOIIeM, C KOTOPBIMH CTJIKUBAIOTCS HX
netr. CorllacHO ClieNHaIN3UPOBaHHBIM 0a3aM JaHHBIX M JaHHBIM MeIHLIHCKOH
JIUTEPATYPHI, B OOJBLIIMHCTBE CIydacB HaOIIOgaeTCs 3a4epiKKa Pa3BUTHA OT JIETKOH 0
TsDKeNoH creneHn. OJHAKO 3aePiKKH Pa3BUTHUS U IPYTHE BUIUMBIE PAcCTPOHCTBA
BCTPEYAIOTCS HE Y BCEX JeTell ¢ MUKpOAyIUuKamen 2q13.

I[BI/IFaTeJIbHaH AKTUBHOCTD

Hanwnume mukpoayruiukanuu 2q13 MOXKeT MOBIUITh Ha KPYITHYIO MOTOPUKY peOeHKa
(Baris 2009; Unique); kpoMe TOro, HEKOTOpHIE AETH ITOABEPIKEHBI THITOTOHNH (Baris
2009; Rudd 2009; Yu 2012; Unique). Y Takux Jereil HAOMIOAAIOTCS 3aCPIKKH Pa3BUTHSI
MoOTOpHUKH. Tak, UM OBIBAaeT CIIOKHO HAYIHTHCS X0muTh. Hekoropeie cembpr Unique
OTMETHIIH, YTO y MX peOeHKa OlHa MM 00 CTOIBI HOBEPHYTH BHYTPh WM HAPYKY, UTO
HETaTHBHO CKA3bIBAETCS Ha JBUraTEIbHON aKTHBHOCTH PeOCHKa M YMEHHH JIEPKaTh
paBHOBecue. OanH U3 yaacTHHKOB Unique cooOIInII, 9TO ¥ ero peOeHKa KOPOTKHE
CYXOXHJIUSI M MBIIIIBI HOT, H3-32 Yero peOEHOK He MOT CTABUTH HOTH Ha TIOJHYIO CTOITY
Y XOIUJI Ha [BIIoYKax. PeOCHKY yCTaHOBUITH OPTE3BI LISl TOJICHOCTOITHBIX CYCTaBOB,
KOTOpBI€ (PUKCHPYIOT TOJIEHb 1 CTOITY B IIPaBHIIBHOM TIOJIOXKECHUH M MIPEAYIPEKAAIOT
J00bIe OTKJIOHEHHS B JIBIDKEHUH. Y npyroro pebenka Unique HaOmogaeTcs
THIIEPMOOMIIBHOCTD CYCTaBOB.

“ Havau mo3/tHO XOJUTH — B TOJ] K BOCEMb MeCsIIeB. Hayuuiicss MEHSTh MOIOKEHHE
TOJILKO K JIBYM rofam >, — 7 JieT (MMeeTcst B BUJLY MOIBEM U3 MOJIOKEHHS CHISL [UIst
XOIBOBI U T.I1.)
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“ Havan XOQUTh TOJBKO B JIBA TOJIA, 110 CHX TIOP €CTh 3aJIEPIKKH Pa3BUTUSI KPYITHOM
MoTopuKH », — 7 neT

Hapbiky MeJIK0il MOTOPHKH U yX0[ 32 c000i

VY nereii ¢ Mukpoaymmkanuei 2q13 MoryT HabIIOIaTHCS TPYAHOCTH C MEJIKOH
Motopukoi (Rudd 2009; Yu 2012; Unique). Y aBoux aereit Unique ObLTa BHISIBIICHA
JMcrpakcus (paccTpoHCTBO, MPU KOTOPOM HapyllleHa Iepeaya CUrHajIoB TOJI0BHOTO
MO3ra K 4acTsIM Teja, B pe3yJbTaTe Yero BO3HUKAIOT HAPYILICHHUS IBUTaTEIbHON
AKTHBHOCTH ¥ KOOPJMHAIMH). YacTo 1eTH MO3AHO HAaYMHAIOT CaMOCTOSITEIILHO
OJleBaThCA U MONIb30BaThes TyaneroM (Unique).

“ 3HaunTenbHas 3a1€pKKaA PA3BUTHSA MEJKONH MOTOPUKH (BCE €IlIe HE YMEET MHUCaTh B 7
niet). JlmarnoctupoBansl qucrpadus u quctpakcus. HemoctaTouHoe pa3BUTHE MEITKOW U
KPYIHON MOTOPUKHM M, KaK CJIEICTBUE, HABBIKOB KOOPIMHALMHU *, — 7 JIeT

“ Jucnipakcust. Hemoctatounas J0BKOCTb U cuiia pyK. Crabble MBIIILI pyK , — 7 JieT

“ Brnaromaps paboTe 3prorepanesTa, €ro HaBbIKH MEJIKONH MOTOPHUKH yJTy4LIUINCE
— 1,5 roma

CnocoOHOCTH K 00y4eHH IO

Omneit Unique 1 npuMepsl U3 MEIUIIMHCKOM JTUTEPaTyphl IIOKA3bIBAIOT, YTO Y HEKOTOPBIX
Jerei ¢ Mukponyrumkanumeit 2q13 HabmtonaroTes TpynHocTH B 00ydenun. Kpome Toro,
ydacTHuKH Unique coo0Iiany o A3bIKOBBIX TPyAHOCTAX. Yarne Bcero HabmomaeTcs
3aJiep>KKa pa3BUTHUS, OJHAKO B MEIMLIMHCKON IUTepaType ObLI OMKCaH Cllydaid, Koraa y
JIBYX 4JICHOB OJIHOM CEMbH, UMEIOIINX MUKPOAYILTHKaLuio 2q13, Oblia oOHapyxeHa
HecriocoOHocTh K 00yuenuto (Riley 2015), a y ete ongnoro uiena Unique Oblia
BBISIBJICHA CPEAHSA CTENIEHb YMCTBEHHOH OTCTaJIOCTH. B KpymHOMacTabHOM
HCCIIEIOBAHHUM JIETEH ¢ YMCTBEHHOM OTCTANOCTBIO W/WITH 3aJIePIKKOU pa3BUTHS ObLIO
orucano 118 mereit, obnanaromux HEOONBIION OBTOPSIOIIEHCS (PEKYPPEHTHOI)
Mukpoxymukarmein 2q13 (sxmrouarommeit rer NPHP1, cm. ctp. 18), 1 Bocemb aeteii ¢
Oolee KPYITHOM TOBTOpSsIIOIIEiCS MUKpoayIUIrKaien (Bkitouatoeit reH MERTK, cm.
ctp. 18; Cooper 2011).

HekoTtopble 1eTH MocemaoT OOBIYHYO IIKOIY, P STOM UM MOXKET IIOTpeOOoBaThCS
TIOMOIIIb PETMETUTOpPA, APYTUE MOCEIAIOT CIEUATBHYIO KO AT JETEH ¢ 0COOBIMHU
obpasoBartenbHbIME TIoTpeOHOCTIMU. Ecin peGeHKy 1mocTaBiieH qUardo3 B paHHEM
BO3pAcTe, BBl MOXKETE BOCIIONB30BATHCSI IPOrpaMMaMy paHHETO BMemIaTenbeTBa. Kpome
TOTO, JIETH MOTYT ITOCEIIATh CEaHCHI JIOTONENN U IPTOTEPATIHH.

“ Xonut B 0GBIYHYIO KO, IMEET 0COOBIE 0OpPa30BaTENbHBIE MOTPEOHOCTH , — 7 JeT

Panpmre B BenmukoOpurannn (yHKIMOHAPOBaja CUCTEMA, COTIIACHO KOTOPOH peOeHKY C
TPYAHOCTSAMH B OOYYECHHH BBIJABAJICS CIELMATBHBINA JOKYMEHT, TIOATBEP K IaOIIHI
Hanu4#re oco0BIX 00pa3oBaTenbHBIX OTpeOHOCTElH. HenaBHO 5Ta cuctema Obuia
3ameneHa nporpammoit EHC (ot anrn. Education, Health and Care — O6pasoBatue,
3npaBooxpaHenue n CoruanbHoe oOecTieueHne), ¥ Tenepb MECTHbIE 00pa3oBaTeIbHbIC
OpTaHMU3aLMH 00S3aHBI 00ECIEUNTh BBHITIOTHEHNE BCEX TIOJIOKEHUH 0 BOIPOcaM
00pa3oBaHysl, 34PaBOOXPAHEHHUS M COLIMAIBHOTO 00ECTIeUeH s, EPEUHCICHHbIX B
JAHHOW IpOrpaMMe.
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“ Haxomurcs Ha JOMamIHeM 0OydeHHH. PaHblile OH XOAMII B 0011€00pa30BaTENbHYIO
IIKOTY, HO HaM TPHUIIIIOCH 3a0paTh JOKYMEHTHl. HecMOTps Ha TO, YTO OH yUWIICS B
KJIacce CIIEUAIEHOr0 00pa30BaHUsI, €ro MOTPEOHOCTH HE YIOBICTBOPSITUCH MTOTHOCTHIO,
y HETO IMOCTOSTHHO ObLIa TPEBOXKHOCTE. [lonTopa roja Ha3ax MBI eIV IEPEBECTH €TI0
Ha jioMaliHee 00ydenue. Y Tenephb OH JeMOHCTPUPYET IIOPA3UTEIbLHbIE YCIEXH

— 7 ner

Peun u obmienne

CriocoOHOCTH K O0YUEHHUIO TECHO CBSI3aHBI CO CIIOCOOHOCTHIO MOHUMATh U MCIIOIh30BATh
s13bIK. JleTu ¢ Mukpoayrinkamnuen 2q13 HaunHAIOT TOBOPUTH MO3/IHEE CBOUX
CBEPCTHHUKOB. Y HUX TaKXKe MOT'YT OBITh OOHAPYXKCHBI IPYTUE TPYIAHOCTH, CBSI3aHHBIC C
SI3BIKOM, HAIIPUMED, CIOKHOCTHU C MOJOOPOM CJIOB MIIH C IIOHMMAaHUEM a0CTPAKTHBIX
MIOHSATHI U PACCTPOUCTBO CITYXOBOI'O BOCHPHUATHS (HAPYIIICHHBIH MPOIIecC 00padbOTKH
3BYKOB T'OJIOBHBIM MO3TOM ). KOHCYIBTaITHsI JTOromneia OMOKET ONPEICIUTh HATHUHE
0c00BIX TpyaHOCTEH y pebenka. Ecimi pedeHKy moTpeOyoTCs peryiisipHble 3aHATHS C
JIOT'OTIE/IOM, TIPOrpaMMa TaKHMX 3aHSITHH JTOJKHA OBITh COCTABJICHA B COOTBETCTBUH C €O
JIMYHBIMUA OCOOEHHOCTSIMH.

“ EMy 4eTbIpe rofa, ¥ OH HE TOBOPUT. EMy CII0HO MPaBUIILHO MPOU3HOCHTE 3BYKH H
CKJIaIbIBaTh UX B pedb ~, — 4 roxa

“ HeGorblas 3a/1epKka B Pa3BUTHH PEUH, UCIIBITBIBAET CIIOKHOCTH C Pa3srOBOPHBIM
A3BIKOM (CEMAHTUKO-NPArMaTUYECKOe HApYLIEHHE peun) ~°, — 7 Jiet

ITprunHaMu ceMaHTHKO-NIParMaTHYECKOTO HAPYIIEHHUSI PEYd MOTYT SIBJISITBCS] AyTU3M U
CJIBT'. [TogoGHble paccTpoiicTBa ObUIN BBISBICHBI Y JETEH C HAPYLICHUSIMHU
YMCTBEHHOT'O Pa3BUTHUS U TPYAHOCTAMH B 00ydeHHH. J[eTaM ¢ ceMaHTHKO-
MparMaTHYecKUM HapyILICHUEM CIIOXHO HCIIONB30BaTh A3BIK B KAKUX-THOO0 COIUAIBHBIX
CUTYyallUsIX ¥ IOHUMATh 3HauUeHUE (CEMaHTHUKY) CKa3aHHOTO.

IoBenenue

He Bce netu u B3pocible ¢ MUKpOAYIUTHKAIel 2q 13 1eMOHCTpUpPYIOT TOBeIeHI eCKIe
po0IIeMBI, OJJHAKO Y HEKOTOPBIX BCE XK€ AUATHOCTUPYIOT MPOOIEMBI C IOBEICHHEM,
colManu3auyen 1 KoMMyHuKkanued. ToyHast mpu4KrHa 3TOro Bee elle Hem3BecTHa. Eciu
pebeHOK TeMOHCTPHPYET pacCTPONHCTBO OBEACHNUS, EMY HE00X0IMMO HaOIOACHHE, a
ceMbe — HeMeJJIeHHas oIepiKKa. Y ieteil ¢ Mukpoayminkaiuei 2q13 Habmoaatores
crnenyromme paccrpoiicta (Baris 2009; Rudd 2009; Yu 2015; Unique):

PAC: PaccTpoiicTBa ayTHCTHYECKOTO CIIEKTPA;

CABT: Cunapom neduita BHUMaHWUS U THIIEPAKTHBHOCTH;

OKP: O6ceccnBHO-KOMIYITHCHBHOE PACCTPOICTRO;

HCO: Hapymienne ceHcopHOi 00paboTKH;

Ob11ee TpeBOXKHOE PacCTPOICTBO;

KoMMyHUKaTHBHOE pacCTpOMCTBO;

Cunnpom Typerra (HEBpOIOrHIECKOE PACCTPOHCTBO, COMPOBOKAAIOIIEECS
HEpBHBIMH THKAMN);

[MPP-BAY: [lepBa3uBHOE PACCTPOMCTBO Pa3BUTHS O€3 TOMOTHUTEITHHBIX
YTOUHEHUH.
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Taxoke MOT'YT MPOABJIATHCA APYTU€ NOBCACHYCCKHUEC HpO6J'I€MI)I, TaKHC KaK aCollMaJIbHOC
NOBEACHUC, aIrPECCCUBHOCTD, BCIBIIIKNA T'HEBA U APYTIUE MPU3HAKN aYTUCTUYCCKOrO
IIOBECACHUA. HCKOTOpBIC paCCT‘pOﬁCTBa MOBEACHUA MOI'YT OBITh BHEI3BAHBI
TPEBOXKHOCTBIO, BO3HI/IKaIOIII€I>'I W3-3a CJIO)KHOCTEH B 06HICHI/II/I.

B 3aBuCHMOCTH OT M€CTa JKUTENbCTBA OONBIIMHCTBO JIETEH C POXKACHHS U, KaK
MHUHHAMYM, JI0 TPEX JIET PETYISIPHO 00CIEIYIOTCS Ha KaXKI0M dTane pa3Butus. Eciu y
Bpaua WIn poAnTenel BO3HUKAIOT BOIPOCH, KaCAIOIINECs pa3BUTHS peOeHKa, TO €ro
HEeo0XO0IMMO HallpaBUTh HA 00CIIe0BaHNE, BKIIOYAIOIIEe IPOBEPKY CllyXa
CHeUUaIbHBIA TECT Ha HAIMYNE ayTHCTHYECKUX OCOOCHHOCTEH.

EnuHOro «MeauimHCKoro TecTay sl JUarHOCTUKH ayTu3Ma HE€ CyIICCTBYET, IIOOTOMY
JACTH TIPOXOAAT OGCJ’IGI[OBaHI/Ie Ha HAJINYINEC ayTUCTHUCCKUX 0COOCHHOCTEH noa
Ha6J’IIO}:[eHI/IeM CIICHUAJIbHO IMOATOTOBJICHHBIX TCpAINEBTa U IICUXOJIora. OGCJ’Ie)IOBaHI/Ie
aIalnTUPOBAHO 1O BO3pacCT pe6eHKa, OHO MOYET ObITh MHOTOIUTAHOBBIM M BKJTFOYAThH
MOCCHICHUE JIoroneaa 1 SprorepareBTa. B 3aBucumoctu ot PE3YIBTATOB MOKET OBITh
HCO6XOZ[I/IMO JajibHeHnIIee O6CJ'I€I[OBaHI/Ie Yy neauartpa, HEBpoJiora, ricuxuarpa uin
rncuxojJjora.

XoTs1 KpynmHOMacIITaOHbIE UCCIIE0BAHUS BBISIBIIIN OOJIBIIOE KOJIMYECTBO JIeTEH U
B3pOCIBIX ¢ MHUKPOIYyIUIMKaluel 2q13, B METUIIMHCKOM IUTEpaType OMUCAHO OYCHb
MaJIo TPY/IHOCTEH, C KOTOPBIMU CTAIKUBAIOTCS JIFO/IU C AaHHBIM XPOMOCOMHBIM
OTKJIOHEHHeM. Ha laHHOM 3Tare CJI0KHO OLEHUTh MPOLIEHT JETeH, Y KOTOPhIX MOTYT
OBbITH OOHAPYXKEHBI PACCTPOMCTBA ayTHCTHYECKOrO CIEKTPa WK JPYyrue HapyleHus
Pa3BUTHSI HEPBHOM CHCTEMBI.

C HEKOTOPBIMHU ITOBEIEHYECKUMH MTPoOIeMaMHy IOMOraeT sprorepanesT. OH raer
peOeHKyY pa3BHBAIONINE UIPYIIKH, KOTOPBIE MTO3BOJISIOT CIPABUTHCS €
YYBCTBUTEIBHOCTHIO. CO CIIOXKHOCTSIMA B KOMMYHMKAIIMX ¥ Pa3BUTHEM HaBbIKOB
00LIeHHsT MOTYT IIOMOYb CIeIHAIbHbIE IPYIIbL. [ poauTesneil CylmecTByoT
CreLHaIbHbIE KypChl, IIOCeIast KOTOpbIe, OHU y4aTCsl yCTaHABIMBATh JOBEPUTEIbHbIC
OTHOLIEHHS C PeOEHKOM, KOHTPOJINPOBATH €T0 MIOBEIEHNE U IOMOraTh €My pa3BUBATh
HaBbIKK OOIIEHNUs. Bee 3T0 MOMOXKeT yiydmnTh SMOLHOHAIBHOE COCTOSHHE PeOeHKa U
ponuTenen.

“ OH o4YeHb HAXOMUMBBIM, APYXKETHOOHBIN U conepexnBaronuii. OHAKO OH
UCIIBITHIBAET IPOOIIEMBI ¢ KOHTPOIUPOBAHUEM DMOLMI U KaXK bl JIeHb OOpeTcs ¢
HEOOXOIUMOCTEIO COOIIONATh PEXKUM ~°, — 7 JIET, 00IIee TPEBOKHOE U
KOMMYHUKAaTHBHOE PacCTPOMCTBA.

“ BO3MOKHO, HEPBO3HOCTh U TPEBOKHOCTH BO3HUKIIM M3-32 TIOCTOSHHBIX 00CIIEI0BAHUIA.
OH MOKET PACCTPOUTBLCS M PACCEPIMTHLCS, €CITH YTO-TO HE TONydaeTcst ', — 7 JIeT
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IIpo0siemMbl €O 310pOBbEM

Yuu u cayx
Ha cerognsmaunit nens Mukponymmkanys 2q13 oOHapyxeHa y HeOOIbIIOro
KOJIMYECTBA JIETEH, TOATOMY HEJb3s1 YTBEPK/IATh, YTO TIOCTOSIHHBIE IPOOJIEMBI CO
CIIYXOM CBSI3aHBI IMEHHO C JJAHHBIM OTKJIOHEHHEM. BbIT BBISBIIEH TOJNBKO OUH CITydai
JIETKOW CTETIeHN HEWPOCEHCOPHO! TYroyXocTH (TIpodiieMa ¢ BHYTPEHHHM yXOM),
BbI3BaHHOIM Mukponymukarmei 2q13 (Rudd 2009). Hu y ognoro ydacrauka Unique He
OBUTO OOHAPY)KEHO MPOOIIEM CO CITYXOM.

I'naza u 3penue
O npobiemax ¢ ri1a3aMu 1 3peHHeM, CBSI3aHHBIX ¢ MUKponyIuinkaiueit 2q13, He
€O00IIAJIOCh, OTHAKO B HEKOTOPBIX CIydasiX aHOMaJIMH IJ1a3 BCe )K€ 0OHApyKUBAJIUCh.
Hu y ognoro uiena Unique mpoOJIeMbI CO 3peHUEM HE OBbUTH BBISIBIICHBI, OJHAKO Y
OJTHOTO peOEHKa IMarHOCTUPOBAJIM CHHAPOM OIICOKIIOHYCa-MHOKIIOHYca (ObIcTpoe
HENPOM3BOJIBEHOE JIBI)KEHHE TJ1a3).

B ogHOM U3 MEIUIIMHCKUX ITyOIUKAILMH OMUCHIBACTCS ClIydail 0OHapyKEeHHUS
OnnatepaiibHOM KaTapakThl (IOMyTHEHUE XpycTainka oboux ria3; Baris 2009) y
pebenka ¢ Mukpoxyukarumei 2q13. [Ipu naHHO#M nyruiMkanuy BO3MOXHA yTpara reHa
NPHP1 (cMm. ctp. 19), OTBETCTBEHHOr0 3a MPOOJIEMBI C IBH)KCHHEM TJ1a3 U CKOIICHUEM
KHUJKOCTH MEX]Ly 3padyKoM M POroBHIIeH (B nepeHeil kamepe riiaza). B 6a3e qaHHbIX
COJICPIKUTCSl aHOHMMHOE COOOLICHUE O HATMYUH TJ1a30/IBUTaTeIIbHOM alpakcuu
(mpobiema ¢ KOHTPOJIEM OBICTPOrO FOPU3OHTAIILHOTO JBIKEHUS 1I1a3). PebeHok ¢
ampakCUel He MOXKeT CIeIUTh IVIa3aMu 3a MPeIMEeTaMH U KOMIICHCHPYET 3TO TOBOPOTOM
TOJIOBBI.

VY npyroro pebeHka oOHapy)XeH NMTMEHTHBIH PETHHUT (JereHepaTHBHOE 3a001eBaHue
CEeTYaTKH, KOTOPOe MPUBOIUT K notepe 3penus; Rudd 2009). BosuukHoBeHKe
MMUTMEHTHOT' 0 PeTUHUTA cBs3aHo ¢ yrpaTtoit reHa MERTK (cm. ctp. 19), comepxkarmerocs
Ha nyrunupoBanHoM ¢parmente JIHK. Erie onHO aHOHUMHOE COOOIIEHHE CONEpIKaio
nHpopmanuio 00 aHOMaJIMHU 3pavkKa, OTHAKO MOoApoOHast HHpopMaLus 00 3TOM
OTCYTCTBYET.

IT103BOHOYHHK, CYyCTABBI, KOCTH
B MeauImmHCKO TUTEpaType OIMCaH OIUH TSHKEJBIN caydai ckomno3a (MCKpUBJICHNE
no3BonouHuka; Rudd 2009) y pebenka ¢ mukponyruinkanuei 2q13. OnHako HU y
onuoro wiena Unique ¢ TaHHON MUKPOIYIUIMKAIMEH CKOIMO3 He ObLT 0OHapyxeH. B
OJHOM CITy4Jae BBISBJICHA JIETKas CTENIEHb TUIEPIUIACTUYHOCTH JIOKTEBBIX M KOJICHHBIX
CYCTaBOB, CBsi3aHHas ¢ MUKpoayrumkaiueit 2q13 (Baris 2009), a y ogHoro wieHa
Unique OpIia BBISIBIIEHA THIIEPMOOMIIBHOCTE CYCTaBOB (TIOBBIIIIEHHAS TTOIBHKHOCTD
CyCTaBOB, IIPX KOTOPOH CyCTaB COBEPIIAET ABIKCHUS, BEIXOAAIINE 38 PAMKHU €TI0
aHaTOMHYECKNX BO3MOKHOCTEI). B mpyrom ciydae onuceIBaeTcs KOHTPaKTypa
JTy4€3aIsICTHOT 0, KOJIEHHOTO M TOJISHOCTOITHOTO CYCTaBOB (TYTOIOIBHKHOCTD MITH
orpanndeHue aMuaTyas! apmwkenns) (Rudd 2009).

3y0ob1
Hepenko y aereii ¢ reHeTHIeCKUMH M3MEHEHUSIMHA BO3HUKAIOT TIPOOJIEMBI ©
(hopMupoBaHUEM H Pa3BUTHEM 3yOouenmtocTHON cucteMbl. UYnensr Unique coobmanyu o
CKy4YEHHOCTH 3yOOB, MHUKPOJICHTHH (MaJIeHbKHE 3yObl), IO3HEM IIPOPE3bIBaHNH 3y00B 1
BO3HMKHOBEHHH KapHeca B CBA3U C HEJJOPA3BUTOCTBIO CTPYKTYpHI 3y00oB (Rudd 2009;
Baris 2009; Unique).
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Kucrn u cronsl
Xotst H1 y otHOro yyactHrka Unique He ObUIO BBISIBICHO HUKAKUX OTKIOHEHUH B
CTPOEHHH KHCTEH, B MEIMIIMHCKOM JINTEpaType OMHUCAHO HECKOJIBKO TaKHMX CIydaeB. Y
OHOTr0 pedeHka 00a OOMNBIINX Manblia OB NCKPHUBJIEHBI M IIPIDKATHI K Janonu (Baris
2009), a y npyroro HabI0/1a71aCh KITMHOOpaXUIAKTHINS (MU3HUHEL COTHYT (KJIMHO-) B
CTOpOHY OOJIBIIOTO Majblia, U ero THHa Kopoue (Opaxu-) HopMer; Rudd 2009).

Omun w3 wieHoB Unique OTMETHIT HAJTHYKE Y peOCHKa CIMIIIKOM BBICOKOTO CBOJIA CTOIIBI
Y THIIEPIPOHAIINH CTOI (CTOIMA HAKIIOHSETCS BO BHYTPEHHIOK CTOPOHY MPHU MEPEHOCE
Beca C MATKH Ha TOAYIIeYKY cTOrbl). s GUKCAlK CTONBI B MPABHIEHOM TOJOKSHUH
peOCHKY MOXET MOMOYb UCTIONBb30BaHHE CIICIHATBHOTO TOJICHOCTOMHOro opte3a (Supra
Malleolar Orthosis, SMO). ¥ apyroro pedeHka ObUIO BBISBIEHO IIOCKOCTONHE. B
OJIHOM MyOIMKAIIMH OMUCAHBI CITy9Yal CHHAAKTHINH: y OHOTrO peOeHKa ¢
MUKpoxyruThkaipeit 2q13 oOHapyxeHa HemoHas CHHAAKTUIINS YKa3aTeNbHOTO ’
CpemHEero majblieB HOT (MePErNOHYaTOCTh), a Y IPYroro — aHaJOTHYHAS CHHAAKTHITHS
nerkoit crenienu (Baris 2009).

Mo3sr u pazmep roJioBbl
B MeauIMHCKOM ITUTepaType U ClielUalIn3upOBaHHbIX 0a3ax JaHHBIX cOODIIaeTcs O
cly4asix MUKpO- U Makpouedaniu. B o0oux ciydasx MO3r He pa3BUBAETCS AOJKHBIM
00pa3oM, 4TO MPUBOJIUT K YMEHBIIEHHIO (MUKpoLehalvs) UITH YBEITHICHUIO
(Makporedanus) pazmepa roiosl. MUKpo- 1 Makpoledanus MoryT ObITh
BPOJKICHHBIMHU, HO OHU TaKKe MOT'YT Pa3BHUTHCS B TEUECHHE MEPBBIX JIeT KM3HU. Hu y
onHoro ydactHuka Unique cBsI3b JAaHHBIX aHOMAJIMH ¢ MUKpoOAyILIHKauen 2q13 He
MOATBEpAMIAch. B 6a3e maHHBIX CONEPKUTCSA OXHO AaHOHHUMHOE COODIIEHUE O
nepebpabHOl aTpoduu (OTMUpaHUE HEHPOHOB FOJIOBHOTO MO3Ta) Hapsi oy CO
CIIACTUYECKUM Iapanape3oM (paccTpoiiCTBO HEPBHOH CHCTEMBI, KOTOPOE IPUBOIUT K
TYTrOMOJABIWXHOCTU KOHEYHOCTEH M MOXKET IIOBIIHMATH Ha 3pEHHUE, CIYX H MO3TOBYIO
aKTUBHOCTB). Takke B 0a3e JaHHBIX YIOMHMHAIOTCS CIIydad IIM33HLedanun
(popmupOBaHHE paciienrH B TOJIOBHOM MO3Te) M MOJIUMHUKPOTUPUH (M3ITHIIIHSS
CKJIaJuaToCTh pejibeda Mo3ra).

CyaopoxHblii CHHAPOM
B MeaummmHaCKO# MuTeparype u cpenu wieHoB Unique He OBUTO YITOMHHAHHNA O
BO3HHUKHOBEHUH CYIOPOKHOr0 cuHApoMa. OnHaKo B 6a3e TaHHBIX OBLIO JBa
AHOHMMHBIX COOOIIEHUSI O NPOSBIEHUH CYAOPOKHOTO CHHAPOMA Y JFOJIEH C
MUKpOAyIUTHKarmei 2q13.

JApyrue nposiBiaeHust
B 0a3e qaHHBIX conepkUTCs HHGOpMALHS O TIPOSBICHNN MUTOXOHJPHATEHOMH
MHOMATUH (HEPBHO-MBIIICYHOE 3a00JIeBaHIe, TOPAKEHUE «IHEPIeTHISCKIX CTAHLIUI
KJIETOK) ¥ HeBpomaTuu (HepBHAs AUCPYHKIHS). B 0HON MeqUIIMHCKON Ty OIMKAIIIHI
OIMCBIBAETCS PEOEHOK, ¥ KOTOPOro, TOMUMO MUKPOAYILTHKAIH 2q 13, ObLT BEISIBIICH
runepTpodUYecKuii HeBPUT (BPOXKACHHOE HEPBHOE PAcCTPOICTBO, HEOCTATOK
MHEJHHA, 00pa3yIoIIero 3alUTHYI0 000JI049Ky HepBHBIX Ki1eTok; Riley 2015).
3aboneBaHus cepaua y JIoAel ¢ MUKpoayIuiukanuei 2ql3 BcTpedaroTcsi He4acTo, XOTA
ObLT OTMEYEH CITydald TUTIOIIIa3UH JIEBBIX OTAENIOB cepAua (HelIopa3BUTHE JIEBOH
CTOPOHBI Cep/Ia, KOTOPOE MPUBOANT K HAPYLISHHIO KPOBOTOKA) M TMITOILIA3UH JIETKUX
(menpaBunbHOE (POPMUPOBAHKE JIETKHX ). B 0a3e JaHHBIX TakkKe ONMCaH Cydai
MEHHUHToLEeNe (HETTOIHOE 3aKPBITHE CIMHHOTO MO3Ta KOCTSIMHU ITO3BOHOYHHKA U
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MeMOpaHaMu, OOBIYHO IIPOUCXOJAIIEe ¢ 00pPa30BaHUEM MEIIOUKA, COAEPIKAILETO
KHUJKOCTB), CBSI3aHHOTO C MUKpOAYIUTHKanuei 2q13.

O01ee cocTosiHUE 310POBbS M AJIePrUYecKue peaKunu
Jletr ¢ XpOMOCOMHBIMHU OTKJIOHCHUSIMH YaCTO TTOIBEP>KEHBI MH(EKITMOHHBIM
3a0oneBaHusAM. HekoTophie €T K HUM 0COOCHHO CKJIOHHBI, B TAKHX CITy4asix O0JIC3Hb
mpotekaet Tsokenee. OmHako Bee wieHsl Unique, yaacTBoBapime B onpoce 2016 rona,
OTMETHIIH XOpOILIee CAMOYYBCTBHE Y CBOMX JieTeil. B ofHON M3 MEANIIMHCKHUX
yOIMKaNui co00IAIOCH O TIOBBIILIEHHON BOCIIPHUMYHBOCTH K MH(EKIHIM y peOeHKa ¢
MuKponymukanuei 2q13 u nepsudyasiM aepunuToM nmmyHornnooynuHa G2 (IgG2).

IosoBOE co3peBaHMe
Ha naHHBII MOMEHT UMeeTCs O4eHb MajIo HH(OPMALUK O IIOJIOBOM CO3PEBAHUHU JIETEH C
Mukponymukanusymu 2q13. B 2016 rony (Ha MOMEHT HarMcaHus JaHHOH OPOIIIOPHI)
camomy crapmemy wieHy Unique ¢ Mukponymukanuei 2q13 (6e3 apyrux
TEHETUYECKUX U3MEHEHUH) OblI0 7 JieT. B MeanmHCKo# nurepaType 1 6a3ax JaHHBIX
He ObUIO CBEICHUI 00 0COOEHHOCTSIX, KacalolIMXCsl MOJI0BOro co3peBaHusl. BeposTHo,
TI0JIOBOE CO3pEBaHME OyIET MPOTeKaTh OOBIYHBIM 00Pa30M.

B3pocaas :Ku3Hb
B3pociibie, y KOTOpBIX 00HapYKeHa MUKpOAYIUTUKanus 2q13, Kak nmpaBuIio, sBISIOTCS
POIUTENIMH HEaBHO AUATHOCTHPOBAHHBIX ACTEH. Y B3POCIBIX JeNenus He
MPOSBIIAETCS WK NPOSIBISIETCSA He3HAYUTENbHO. POIUTENN YacTo He 3HAIOT O HAJTMYMH Y
HHX JIEJIEIIUH U BBIACHAIOT 3TO JIMIIb IIOTOMY, YTO IPOXOIAT 00CIeIOBaHNE TI0CTIe
oOHapy)XeHHs [eNely y X pebenka. VHorna npu npoBeleHuH IHPOKOMACIITaOHBIX
HCCIIeI0BAaHMI BCTPEUAIOTCS B3pOCIIble ¢ 00s1ee BEIPaKEHHBIMU POOIeMaMH —
HHTEJUIEKTyaJIbHBIMHI HAPYIICHUAMH WM HAPYLICHUAMH Pa3BUTHSL. Y 3THX JI0oAei
TaKKe MOTyT ObITh OOHApYKeHbI Ipyrue renerndeckue namenenus (Costain 2013, 2014;
Yasuda 2015).

KakoB nporuos?
Ha nauHbIi MOMEHT y JT0fIel ¢ MEKpoayIUHKarueii 2q13 HeT NprYuH nepekuBaTh 3a
cBoe 3/10poBbe. HEBO3MOXXKHO POrHO3MPOBATH KAaKNUE-TTOO OCIIOKHEHHS,
COITyTCTBYIOILINE MUKPOAYILIMKAIMH 2q13, ¢ KOTOPBIMH YEIOBEK MOXKET CTOJIKHYTHCS B
3penoM Bo3pacte. Ha HacTosmuii MOMEHT B MEJULIMHCKON JIUTEPATYPE TAKUE CIydae HE
3a(hpUKCHPOBAHBIL.

Cembu pacCcKa3bIBaKOT...

“ Hukorna He caBaiitech. [loHayaty, KOrjia HOSBHIIKCH TIEPBbIE PU3HAKH OTCTABAHUS,
OBLTO OUeHB TsDKeNo. TspKeNo u ceiigac, HO HE Tak, Kak paHbiie. Moil pedeHOK TaKowH,
KaKoif OH ecTb °, — 7 JeT

“ M36aBbTECH OT OXKUIAHUMN, TaliTe IETAM PACTH CBOMM IIYTEM U B CBOEM TEMIIE.
Cliyumnsioch He Tak, KaK Bbl INIAHMPOBAIIH, HO JKM3Hb TIO-TIPEKHEMY IpeKpacHa »,
— 7 ner
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HUccnenoBanue

Yame Bcero Muxkpoaymukanus 2ql3 BcTpeuaeTcs Ha OMHOW XpOMOCOME U3 Mapébl.
[MapHast (roMoJ0rMYHast) XpOMOCOMa OCTaeTCsl HEM3MEHHON M (DYHKIIMOHHUPYET, KaK Bce
ocranbHble. CunTaeTcs, 4To OONBIIMHCTBO OTKIOHEHUH BBI3BAHBI HAJTMYMEM TPEX KOIHH
(BMECTO IPUBBIYHBIX BYX) T'€HAa WM LEJIOr0 psijia TEHOB B AyIUIMIHPOBAHHOW YacTh
JIHK. Y4eHble pOIODKAIOT UCCIIEI0BATh HEOOBIYHBIC CBOMCTBA M (DYHKIIMH TCHOB Ha
JAHHOM Y4acTKE XPOMOCOMBI.

[pranno# Mukpoayrumkanuu 2q13 de novo siBIseTcs TeHETUYECKUI COOM,
MIPOM3OMICIIIHNI Ha dTare 00pa30BaHMs CIIEPMATO30UIa WITH SHIICKIICTKH FITH JKE B
caMble TepBbIe THU MOCIIe OIION0TBOPEHHs. B X0/1e 3THX MPOIeCCOB Mapbl XpOMOCOM
00BETUHSIOTCS U OOMEHUBAIOTCSI TCHETHUSCKUM MaTEPHUAJIOM, CO3/1aBasi YHUKAIbHBIN
JUTS KaXKJIOTO YeJI0BEKa TeHeTHYCeCKuA Ko, [lepen 00beIMHEHUEM XPOMOCOMBI
«pacro3HaloT» OTHOCUTENLHO WK 0YeHb Moxoxue nocienosarenbHoctu JJHK cpenun
CBOMX IMOTEHIIMAJIBHBIX XPOMOCOMHBIX Map. YyacTtok 2q13 uMeer kpaitHe CI0XKHYIO
CTPYKTYPY C MHOKECTBOM HICHTHYHBIX, OBTOpstomuxcs pparmenros JJHK. MimenHo B
9THX MecTax HanboJiee BEpOSITHO BOSHMKHOBEHHE HECOBIQ/ICHUH M MIOCIIEyONIast
nymukanus JIHK. Tak, He cBs3aHHBIE pOICTBOM JIFOJIM UMEIOT UIEHTUIHbIE
QYIUTMKalUH Ha ydacTke q13 xpomocomsl 2. Yare Bcero ayminippoansas yacts JJHK
pacroioXkeHa psJIoM ¢ MaTpuIlel Ha Tol ke xpomocome. OJTHAKO MHOT A
nymuipoBanHas yacts [JHK pacrnionokena B Ipyrom Mecte Ha TOW e WIIM Ha Ipyrou
xpomocome. Taxke OHa MOXKET OBbITh pa3BepHyTa (MHBEPTHPOBAHA) [0 OTHOILICHUIO K
CBOeH Komuu. B Takux ciaydasx Ha MecTe CIMSHUSA MOTYT OBITh 3aTPOHYTHI HECKOJIBKO
TeHOB. DTO MO)KHO BBISIBUTH TOJBKO P MIOMOIIH T€HETHYECKOT0 aHATN3a,
BemonHeHHOro merogoM FISH (cwm. ctp. 3).

Ha yugactke q13 xpomocomsl! 2, a Takxke Ha npyrux ydactkax JJHK, koropsie obranator
(YHKIMOHAIBFHOM 3HAYMMOCTBIO U, HAIIPUMEP, KOHTPOIUPYIOT SKCIPECCHIO TEHOB,
M3BECTHO OKOJIO 65 reHoB. Ha pucynke Ha ctp. 18 u300paxeHbl Kak Hanboee
3HaYMMBIE ¥ U3BECTHBIE T€HBI Ha ydacTke 2q13, Tak U pacroioeHne HEKOTOPHIX 9acTo
BCTpEUAIOIINXCs IPUMEPOB TyIuinKanuu. Ha prcyHke oTCyTCTBYIOT HEKOAUPYIOLIHE
PHK (reHsl, He TpaHCIHpYIOIUE OEIOK, HO PEryIUPYIOLIHNE APYTHE TeHbI), ICEBIOTeHbI
(TeHbl, HE KOAUPYIOIIUE OEJIOK, HO BBHIIONIHSIOIINE PETYIATHBHYIO (DYHKIHUIO) ¥ IPOYHe
pETYNATOpHBIE TOCIEI0BATENBHOCTH. VIHOT/IA ONIMICAaHMS 3TUX TEHOB COJICP)KUTCA B
pe3ynbTaTax reHETHYECKOT0 aHaIN3a. JTO 3aBUCHUT OT Bpada-TeHETHKA, a TAKKE OT
CTpaHBI, B KOTOPOH aHanm3 ObuT mpoBeneH. Pacmonoxenne nap ocHoBaumii JIHK nHa
JIAHHOM Y4acTKE XpOMOCOMBI 2 yka3aHo B Merabaszax (1 Mbp = 1 MuuinoH map
OCHOBaHUH). DTO CAETAHO TSI TOT'0, 9T00 MOKHO OBLIO COCTaBUTH PUMEPHOE
MIPE/ICTABICHUE O AYIUIMKALMK Y BaIIero pedeHKa Ha OCHOBE JAHHBIX, TOJTY4EHHBIE B
XOJI€ UCTIONB30BaHUs METOZ[da MATPHIHON CPaBHUTENFHON TEHOMHOW THOPUAN3AIIAN
(arrayCGH). Ecnit Bpaun-TeHeTHKY CYUTAOT, YTO HAPYIICHHS Y BalIero peOeHKa MOTYT
OBITH BBI3BAaHBI HE TOJBKO AYIUTMKAIel ydactka 2ql3 (HampuMmep, Koraa y pedeHKa
BEISIBJICHBI 3HAUHUTENBbHBIC HapymieHus ), To renoM (JJHK) Bamero peGerka ciemyer
M3Y4UTh OOJIee JEeTaIbHO, C TIOMOIIBIO MTOTHOAK30MHOT0 cekBernpoBanus (I15C). B
XOJIe TAaKOr0 aHAIN3a KOANPYIOLIast MOCIEI0BATENIbHOCTh KayKIOro TeHa MpoBepseTcs Ha
HaJIM4gue JTI00bIX MyTaui. JKnTtenn BennkoOpuTaHuy MOTYT JTOMOTHATEIBHO MIPUHSTH
yuactue B npoekte DDD («u3ydenne/pacmmdpoBka HapyILIeHH pa3BUTH) OT aHTJL.
Deciphering Developmental Disorders).
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Xpomocoma 2 reisl  Ilpumeps! xyniankauui

MOJIOKCHUE
SH3RF3

| serro

DTOT BUJ AYNIMKALMHU Yalle APyrHX
BCTpEYaETCs CPeU HACENICHHs], BKII0Yast
B3POCIIBIX U JIETEN C ONpPeIeIEHHBIMU
ocnoxHeHusMH. Ha nannom yuactke
Haxozaarcst redst NPHP1 u MALL.
PesynbTar nccneoBanus METOIOM
MaTpHYHOH CpaBHUTEILHOM FeHOMHOM
rubpuansanuu (arrayCGH) 6yner
BBITJISIIETh IPUMEPHO CIIEAYIOIIMM 00pa3oM:
arr 2q13 (110581623-111293425) x3 dn

| roPD5
1 LLIMS3

1 MALL
| NPHP1

111700 Mb

= LIMS3L

111,50 Mb

DTOT BUJ AYIUIMKAILIMU PEXKE APYTHUX
BCTPEYACTCS CPE/IM HACCICHUS, BKIIOYAst
B3POCIIBIX U JICTEH C OMPEACICHHBIMH
112.00 Mb OCJPIO)KHeHI/IﬂMI/I. Ha ,E[aI-II)HOM yudacrke
Haxoxsares reisl MERTK 1 TMEMS87B.
Pe3ysbTatr HCCIe10BaHUS METOLOM
MaTPUYHON CPAaBHUTEIIbHOW IeHOMHOMH
rubpunuzannu (arrayCGH) 6yner
BBITTISIACTH HPUMEPHO CIICAYIOIINM
obpazom:

arr 2q13 (111138623-113103425) x3 dn

1 BCL2LTT

E 112.50 Mb
g | Aanarct

I MERTK

I TMEMS7B

I FBLNY

143.00 Mb

113.50 Mb

114.00 Mb
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I'enbl

Pan paznuunbIx qymmkanuil Ha ydactke 2q13 yxxe usydeH. BapuaHTsl qyrukanui
pa3IuyaroTcs MO0 PACHONOKEHUIO HA XPOMOCOME, IO IIPOCTPAHCTBEHHOM OpUEHTAaLUN
JOYIUTMIAPOBAHHOTO cerMenTa (cM. cTp. 18) 1 no gacrore BctpedaemocTy. Kakaplil T
JQYIUINKALlMYU BKJIIOYAET Pa3InYHbIe TeHBI U IPYTHe BaXKHbIE PETYIATOpHbIE
nocjuenoBaTenbHOCTU. He Bcera TOUHO U3BECTHBI POJIb KaX/I0T0 F'eHa U CTENEHb ero
BIIMSIHUS Ha COCTOSIHUE 370pOBBs U pa3BuTHe. OTHAKO JaHHBIE O MUKPOAYIUIMKanuu 2q13
MIOCTOSIHHO TIOIOJNHSIOTCS. Bhutn M3ydeHs! (hyHKIIMH HEKOTOPHIX T€HOB, BOBJIEYEHHBIX B
y’K€ U3BECTHBIE THUIIbI TYIUIMKALUI 1 PaclojokKEeHHBIX Ha ydacTke 2q13, ogHako
MIPOSIBJICHUE HApyIIEHUH B OOJNbIIEH CTENIEHH CBS3aHO C MYTALMSIMU U JAETELHIMHI 3TUX
TE€HOB.

NPHP1 VYrpara win mogudukarus odeux kormii rena NPHP1 moxer npuBecTr k
TJIa30/{BUTaTENbHOMN arpakCuy (HapyIeHUEe WM MOJIHOE OTCYTCTBUE
MIPOU3BOJILHBIX TOPU3OHTAIBHBIX IBHKCHUH TJ1a3HBIX SIOJIOK) U CTaTh MPUYHHON
Pa3BUTHS MATOJIOTMH TIEpeHeN KaMephl ria3sHoro sooka. ['en NPHP1 Taxxke
CBSI3BIBAIOT C 3a00JIeBaHNEM IT0YEK U cuHIpoMoM JKybepa (aHoManust pa3BUTHS
orpeieTICHHON 00JIacTH B 3aJHEl YacTH roJloBHOro Mo3sra). OHaKo, CBsI3b
MIepEUNCIEHHBIX HapyIIeHUH ¢ JyIUTMKalUell 3Toro reHa He BhISIBIICHA.

BCL2L11 IToHmxeHHbIH ypOBEHb NPOJYKTa 3TOr0 FeHa OTMEYaeTCs y II0JeH ¢
paccrpoiictBoM ayructuueckoro crekrpa (Fatemi 2001; Araghi-Niknam 2003;
Sheikh 2010). [TponykT reHa ydacTByeT B perylIMpOBaHNH KOJIIMUECTBA HEHPOHOB B
npolecce pa3BUTHS HEPBHON CUCTEMBI. Y BEIMUEHHE KOJIMYECTBA MIPOIYKTa 3TOTO
reHa IPOMCXOIUT B CiIy4ae TYIUTMKAIMH, IPU KOTOPOil F'eH 0CTAaeTCsl aKTUBHBIM.

ANAPCI IIponykT reHa cBsizaH ¢ pa3BUTHEM Mo3ra. JlyImInKanus 3Toro rea
SIBIISIETCSI TPUYKMHOW Bo3HUKHOBeHHUs ayruszMma (Costain 2013 & 2014).

MERTK Ilpu neneuuu Uiy MyTaluuu JaHHOTO 'éHa BO3HUKAET IUTMEHTHBIN
perunut (Ostergaard 2011), a mpu gynnmukanuu — aytusm (Costain 2013 & 2014).

FBLN7 ren yaactByer B (popmupoBanuu 3y0oB. Ero skcrpeccus Habmoaercs B
XPSLIEBOH TKaHU M MOXKET IPUBOAMUTH K BOSHHUKHOBEHHUIO Pa3IMYHBIX 3a00JIeBaHUI
cepaua. [lepecTpoiiku ¢ yyacTHeM 3TOro reHa MOr'yT CIIPOBOLIMPOBATH HOSIBICHHE
aHomanuii uepenHo-nuieBoit oonactu (Russell 2014). Onqna u3 Bapuaimii 3Toro
reHa OblIa BhIAENICHA KaK BO3MOKHASI IPHYHMHA [IATOJIOTHH HEPBHOH CHCTEMBI B
xoze npoekta DDD — «PacumdpoBka Hapyiienuii pa3putus» (aurit. Deciphering
Developmental Disorders).

ACOXL I'en cBsizaH ¢ TUMUAHBIM 0OMEHOM H MIPUBOAUT K oxkupenuto (Vuillaume
2014) u tpynuoctsim B o0ydaennu (Yu 2012; Roberts 2014).

ILs D70 rpynma HUTOKHHOB, KOTOPBIE OTBEYAIOT 32 HMMYHHYIO U BOCIIAIUTENBHYIO
peakiyy, a TaKKe BIMAIOT Ha Iepeiady HepBHBIX HMITYJIbCOB. M3MeHeHus B reHax
9TOM TPYIIIBI MOT'YT CKa3aThCs HE TOJIBKO Ha MMMYHHUTETE M BOCTIAIUTEIBHOM
peaxIyy, HO ¥ Ha TICHXOCOIHATHHOM Pa3BUTHH U TIoBeaeHUH (Srinivas 2016)
PAXS8 Myrtanun 5Toro reHa MOT'yT MOBIUATH Ha pa0OTy IIUTOBUIHON KeJe3bl U
TIOBJICYb HEBPOJIOIMYECKHE, IICHXHICCKHE 1 MOTOPHBIC HAPYIICHHUS, €CIIA B paHHEM
BO3pacTe He ObUIO NpoieHo iedeHne. CyIecTBYIOT JOCTYITHBIC METObI
OIIpeICNICHNS U JICYCHHS TIePEUNCIICHHBIX MPOSIBICHHIA.

* Ienpro npoexta DDD («u3ydenne/pacmdpoBka HapyIICHUH pa3BUTHS») SBIISETCS
pa3BUTHE TEHETUKHU B KIIMHUYECKOH MpakTHKe BennkoOpuranun myTeM odecredeHus
ceMeil ¢ IeTbMH, HMEIOIIMMH HapyIIEHHs Pa3BUTHSA. TOCTYIIOM K HOBEHIIIMM MeToAaM
cexseHupoBanust JIHK u TexHOMorusM MuUKpoMaTpudHOro aanuza. [Tourn 14 teicsa
ceMeil MPHUCOeIMHIINCH K ITPOEKTY, @ PUHAHCHPOBAHMS TOCTATOYHO JUIS M3YydEHHS
pe3yNbTaToOB B TEUECHHUE CIICAYIONIMX IITH JieT. Habop B poeKT B HacTosimee BpeMst
OCTaHOBJICH. 19



Nudopmanus 1 moaaepxrka

\ Rare Chromosome Disorder Support Group
['pynna nomaepxku cemeil ¢ peIKUMH XpOMOCOMHBIMH
OTKJIOHCHUSAMUN
The Stables, Station Road West, Oxted, Surrey RH8 9EE, UK

U H 0 Tel: +44(0)1883 723356
n| e infoldrarechromo.org | www.rarechromo.org

L ing C| & Gene Di:

[pucoenuusiitecs k coobmecTBy Unique, YTOOBI TTOMYYHTh JIOMOITHUTEIBHYIO
uH(bOpMAIINIO, HEOOXOTUMYIO TIOMOIIb U KOHTAKTHBIC TAHHBIC CEMEH ¢ aHAIOTHYHOM
IPOOJIEMOiA.

Unique — 7T0 611aroTBOpHUTENBHASI HErOCYAAPCTBEHHAsI Oprann3ans. GuHaHcoBas
MOAJEPAKKA OCYILECTBISIETCS 3a CUET ITPAHTOB M OXKepTBOoBaHui. Crenathb
MO’KEPTBOBAHKE MOXKHO Ha HalleM O(pHILHAILHOM calTe:
http://www.rarechromo.org/html/donate [loskainyiicra, momorute Ham MOMo4b Bam!

I'pynnsi B Facebook

YV Unique ecTb psit 00LIEAOCTYITHBIX U 3aKPHITHIX Ipyrn B Facebook.
https://www.facebook.com/groups/chromo2syndromes/ — oiHa u3 Hux. JlanHas rpynmna
MOCBSIICHa XPOMOCOMHBIM OTKJIOHEHUSIM, CBSI3aHHBIM C XPOMOCOMOIT 2.

T'pynna mogmepkku cemeii ¢ peAKHME XPOMOCOMHBIMH OTKJIOHEHHSIMU.
Howmep GnarorBoputensHoi opranusanuu 1110661
Howmep B peectpe kommanuii Anriun u Yansca 5460413
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