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Aynavkaumm XxpoMocombl 535

[Oynnukaums xpomocoMbl 5035 — peakoe reHeTn4YecKkoe COCTOsIHWE,
XapaKkTepusytoLeecs HannymMeM n3bbITOYHOrO FrEHETMYECKOro MaTepuana B OHON U3
46 XpOMOCOM, @ UMEHHO — B 5-1. [lynnvkaumio Takxe HasblBatoT YacTUYHON
Tpycomuen. Kak 1 B criydae C ApYrMMM XpOMOCOMHBIMU OTKJIOHEHUSIMU, Hann4me
N36bITOYHOrO FEHETMYECKOrO MaTepuana MOXeT NOBbICUTb PUCK BOSHUKHOBEHWS Y
pebeHka BpoXAEHHbIX AedeKTOB, NOBMSATbL Ha ero hu3nMyeckoe 1 YMCTBEHHOE
pa3BuTWE, @ TAKKE, B TOW UM MHOMN CTEMEHM, CTaTb NPUYUHON NOSIBEHUS psaa
LPYruX MHAMBUAYANbHBIX 0COBEHHOCTEN. BaXXHO YUNUTBLIBATL, YTO NOCNEACTBUS
aynnvkauum 5g35 MoryT nposiBNsATLCS NO-pa3HOMY B 3aBMCMMOCTU OT MHOXKECTBA
d:)aKTOpOB, B TOM 4ucne oT BUaa N Konn4yecTtea M30bITOYHOIrO FrEHETUYECKOMO
mMaTepuana.

YTO TaKoe XpoOMOCOMbI?
OpFaHVI3M yenoseKa CoOCTOUT 13 MMnnapaos
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eHbl HAXOAATCA BHYTPU XPOMOCOM — CTPYKTYP,
COCTOSILLMX U3 CNIOXKHOMO XMMMUYECKOrO BELLIECTBa,
nssectHoro kak JHK. Xpomocomsl (1,
CrienoBaTesibHO, reHbl) HacIeayoTCs napamm —
Mo OAHOW OT KaXXA0ro M3 poauTenen.

Mapbl xpomocom 1-22, X n 'Y (Habop
XPOMOCOM, OMpeaensitoLLni My>CKo
non). Mapa 5-1 xpomocoMbl 06BesieHa
KpacHbIM.

B HOpMe KneTka YenoBeka CoaepXMT 46 XpOMOCOM, KOTOpbIE, B CBOIO o4yepeab, 06pasyioT
napsbl. MepBble 22 napbl HYMepyoTcs OT 1 10 22 COrMacHo A/IMHE XPOMOCOM — OT CaMOM
JUTMHHOW [0 CaMOVi KOPOTKOW. 23-5 napa hopMUpyeTcsl NMOsI0BbIMM XpOMOCOMaMu: B
HOPMe Y eHLWNH ABe X-XPOMOCOMbI, @ Y My>XUnH — X n Y.

Mopapo6Hee o 5-i1 xpomocome

HeBOOpY>XEHHbIM [1a30M XPOMOCOMbI HE YBUAETb, HO €C/TN UX OKPacUTb 0CO6bLIM
06pasoM, TO Npy ThICAYEKPATHOM YBENMUYEHUM MO/, CBETOBLIM MUKPOCKOMOM MOXHO
pasrnaaeTb onpeaeneHHylo NocneaoBaTeNbHOCTb U3 CBET/IbIX U TEMHbIX MOMEPEUHbIX
nosoc Wnu cerMeHToB. CErMEHTbI MOXHO YBUIETb HA AMArpamMme, NpeacTaB/ieHHo
Ha cneayloLlen CTpaHuLe.

Y KaX/I0/i XpOMOCOMbI €CTb KOpPOTKOE (p) 1 AnvHHoe (q) nnedo. CerMeHTl
HYMEpYIOTCS OT TOUKWN COeAMHEHWSI KOPOTKOrO Mn/ieda XpoOMOCOMbI C AJIMHHBIM.
[JlaHHbI y4acToK Ha3bIBAETCS LIEHTPOMePOl (0603HaYEH Ha PUCYHKE XKEMThIM).
CermeHTbl C MeHbLLIMM HOMepOM, Hanpumep, ql1, HaxoasaTcs 61M3Ko K LleHTpoMepe.
Takue y4acTku nneya Ha3biBaloTCs NpoKCMManbHbIMU. CerMeHTbl € Kyaa 6onblumMm
HOMEpOM, Kak, HanpuMmep, q33, HaxoasTCs Ha nepudepum XpoOMOCOMBI, Ha y4acTKe,
KOTOPbII Ha3bIBaloT AMcTasbHbIM. COKpalLeHMe cen ykasbiBaeT Ha LIEHTPOMEpPHLIN
pernoH. CokpalleHveM ter, B CBOIO ouepeab, 0603HayaloT TepMUHAsbHBINA y4acToK —
TOT, YTO pacrnonaraeTcs 6awke K KOHLY KOPOTKOro (p) uan anvHHoro (q) nneva
XPOMOCOMB!.



5-a xpomocoma

KOpOTKOE ANVHHOE
nneyo (p) nneyo (q)
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Y uHaMBMAOB C aynnukaumein 5935 ogHa 5-1 xpoMocoMa 06bl4Hasi, a BTopast
COAEPXUT JIULLHIOK KOMUIO reHOB, HaxoaAalWKnxcs B CErMeHTe A/IMHHOIO nneda q35
(0b03Ha4eHO KpacHbIM).

XpOMOCOMHbIE U3MEHEHUS

Mpu ONIOAOTBOPEHMM CMIEPMATO30MA U AWLIEKNETKA COEAVHSIOTCS, 0bpasyst eanHyto
KNETKY. MI3MeHeHUs! B CTPYKTYpe XPOMOCOM MPOUCXOAST Yallle BCEro BO BPEMS
[eNeHni KNeTKKM, KOTOpble NMPUBOAST K 06pa30BaHmMI0 SMLEKIETOK UK
CnepMaTo30MAaoB.

Bo BpeMsi 3TOro CNoXKHOro npouecca XpoMocoMbl GopMMpytoT 23 napsl,
pacnonarasicb psaoM Apyr C ApYroMm, 3a UCKK0YEHNEM MOJIOBbIX XpOMOCOM X 1Y,
KOTOpble NPUKPENNSOTCA APYr K Apyry C 060MX KOHLOB. Mapbl XpOMOCOM «y3HatoT»
ApYyr Apyra, NMOCKOJSIbKY OHU CXOXMW.

3aTeM npovcxoauT 0bMeH yyactkamm [IHK B npouecce, M3BECTHOM Kak NepekpecT
XPOMOCOM (peKoMbUHALMSA UM KPOCCMHIOBEP). XPOMOCOMbI YAEPXKMBAKOTCH BMECTE B
TOYKaxX COMPUKOCHOBEHMS (XMasmax).

OpHako, ecnn IHK B XpoMoCcoMe COAEPXUT 6IM3KO pacrosIoKEHHbIE
MOBTOPSIIOLLMECS YHACTKK, B XOAE 3TOro npouecca MOryT BO3HMKaTb «OLLUMOKN»,
MPUBOASILLME K NMOTepe, AynavMKaunm u/unm nepecTporke Yacteid XpoMOCOMbI
(xpoMocoM). MHorve nNepecTporkn XpOMOCOM, BK/tOUAsi XpPOMOCOMY 5035, BO3HUKAIOT
n3-3a ABYX HM3KOKOMUIAHBIX NoBTopoB (LCR) B cermeHTe 5g35. Bonbluas vacte AHK
A/IMHHOTO Nfieya XpoOMOCOMBbI 5 MpeAcTaBieHa YHUKanbHbIMU
NOC/NeA0BaTENbHOCTSIMM, HO BbILLEYTNOMSIHYTbIE HU3KOKOMUIMHBIE MOBTOPbLI MPUBOAST K
06pa30BaHnIO ABYX y4aCcTKOB, rae nocneaosaTenbHocTb [AHK noBTOpsieTcs Ha
6nunskom paccrosiHnn. MoBTOpbl B 60M1€€e NpOKCUMManbHOM yyacTke B 5q35.2
Ha3blBatoTcs Sos-PREP, a B 6onee ancranbHoM yyactke B 5q35.3 — Sos-DREP.

NCcTOoYHUKN

[laHHas 6poLutopa coaepXXuUT MHAOPMaLMIO 13 OMy6NMKOBAHHOV MEAVLIMHCKON NUTEpaTypbl, a Takxke
CBEZIEHMS, MOJTyYeHHbIE OT Y4acTHUKOB rpynnbl Unique. ViMs aBTopa v Aata nybnavkauwv craten B
MEAMLIMHCKON NuTepaType yKasaHbl /15 MOMCKa aHHOTaLMiA MY OPUrMHabHBIX TEKCTOB B 6a3e AaHHbIX
MeaULMHCKMX 1 Buonorudeckmx nybnukaumnii PubMed (http://www.ncbi.nim. nih.gov/pubmed).
Bonblias yacTb cTaTel Takke AOCTynHa Ha caiite Unique. WHdbopMauums, npegoctasneHHas DECIPHER
(6a3a AaHHbIX O FrEHOMHbIX Bapuaumsx 1 heHoTMnax C AOCTYNOM K MH(OPMaLIMOHHBIM pecypcam
npoekta Ensembl), HaxoAMTCS B OTKPLITOM AOCTYNe Ha caite: https://decipher.sanger.ac.uk. B nepvoa
€ 2018 no 2019 rr. B MccnegoBaHun NpuHAAK yyactve 12 uneHos rpynnbl Unique. Kpome Toro, B
Cnyyasx, koraa 3To 6b10 BO3MOXHO, Mbl MCMOMb30BaIN CBEAEHUS O APYrUX YHacTHUKaX rpynmbl
Unique.
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Mpu 06pa3oBaHUM CNepMaToO30M0B MU SMLEKIETOK owmbKa B pennkaumm ¢
60/bluelt BEPOSITHOCTBIO MOXET NMPOM30MTM UMEHHO Ha ydacTkax Sos-PREP u Sos-
DREP, 4TO NpvBeAET K TakUM C/IOXHbBIM XPOMOCOMHbBIM NEPECTPOMKaM, Kak
Aynnvkauus n aeneums.

Yyactok Mexay Sos-PREP n Sos-DREP copepxut reH NSDI (cm. HWxe B pasgene,
0003HaYeHHOM CMHeM). Hanuuue [AONOSMHWTENbHOM Komuu reHa NSDI sBnsieTcs
pelakwmM (HaKTopoM B MPOSIBNIEHNN HEKOTOPbLIX OCOBEHHOCTEN, CBA3aHHbLIX C
Lynnvkaumei xpomocoMbl 535 (Franco 2010; Dikow 2013; Rosenfeld 2013).

FeHeTMUYeCKni aHaNu3

Konnuectso aynnuumposaHHoi [HK B KakaoM Criyyae MOXET BapbUMpOBaTh.
[ynnvkaumm, KOTopble HAaCTOMIbKO Masbl, YTO UX HEBO3MOXHO Pa3rnsaeTb
MpYBLIYHLIM 06Pa30M MOA MMKPOCKOMOM, Kak, Harnpumep, B Cilyyae C Aynvkaumen
Ha yyacTke 535, Ha3bIBalOTCS MUKpOAYNMKauusMu. Pasmep Mukpoaeneuui n
MUKPOAYNMKaLMiA 06bIYHO BapbUpYET OT HECKOJbKMX Kuiobas fo 10

meraba3 (Mb). MHorum ntogsaM ¢ MUKPOAYNJIMKaLUMSIMK s .
u o > Mapbl 0CHOBaHMIN

MOI/IM paHee coobLaTh, YTO CTaHAAPTHbIA XPOMOCOMHBbIN e

aHasIM3 He BbISIBUJT Y HUX OTKJIOHEHWIA. 3

JlabopaTopHbI MeToa, Ha3BaHHbIN FISH (chnyopecueHTHast -

rmbpuamnsaums in situ), no3BonsieT 6onee aeTanbHO

aHanM3npoBaTb Y4aCTKM XPOMOCOM M NMoMoraeT

06HapyXuTb gynnnkaumio. B 3ToM MeToae MCnonb3yoTcs ‘ &

¢nyopecueHTHO-MeyeHHble pparmeHTsl [HK, koTopble
cooTtBetcTBYOT [JHK B OnpeaeneHHbix Mectax .
XPOMOCOMBbI, MO3TOMY 3TOT aHanu3 ByaeT NpesnokKeH 1 ggg ggg CH’ZHO::::B';;M; k_bl b
TOJIbKO MPW MOA03PEHNN Ha aHOManWIO B OMNpeaesieHHOM (M6) P

061acT XpOMOCOMBI.

B HacTosiwlee Bpemsi BCE udalle MPUMEHSIeTC TEXHOSoMMS MoA Ha3BaHMEM
XPOMOCOMHbI  MUKpPOMaTpuuHbIA  aHanu3  (XMA), KOTopblii Mo3BonseT 6onee
JIETANbHO U3YUYNTb U3MEHEHUS B YMCIE Konui ydacTkoB OHK.

1 napa ocHoBaHuii = 1 bp

Fen NSD1

Pacnonoxenue: xpomocoma 5g35.3 (176,560,026-176,727,216 (GRCh37/hg19))
lF'eH NSD1 oTBeyaeT 3a 6e10K, KOTOpbI Ha3biBaeTcs SET-I0MEH aepHOro
PELIENTOPa, COAEPXKALLMIA NPOTEUH 1. DTOT 6€10K PEryIMpyeT YPOBEHb
AKTMBHOCTY APYroro reHa noj HassaHueM APC2, KOTOpbI YUYaCTBYET B
pa3BUTUM MO3ra, a TaKkKe psiaa ApYrMx reHoB, HeobxoaMMbIX 4151 HOPManbHOMO
pa3BUTUS CepALa, CKesleTa 1 Moyex.

CynTaeTcs, UTO Hanuume aynnaukaumm reHa NSDI1 oTBeyvaeT 3a MHorme
0COBEHHOCTH, CBA3aHHbIE C AynvKauueln 535, B TO BPEMS Kak OTCYTCTBUE
reHa NSD1 ces3aHo ¢ cuHapomoMm Cotoca-1 (cMm. ctp. 10, cuHapom Cotoca-1
(CC) n "obpaTHbilt cuHapom CoToca"). Apyrue reHbl, pacroioKeHHbIE Ha
y4yacTtke 5035, BeposiTHO, CMOCOBCTBYIOT NOSIBIEHUIO MPU3HAKOB, CBA3AHHBIX C
Aynnvkaumeid 5935, XoTs NocneacTsus AynavKauum Apyrux oTAeNbHbIX reHOB
noka He m3secTHbl (Almuriekhi 2015; Tatton-Brown 2005; Dikow 2013; Reis
2017).



XMA MOXET BbISIBUTb O4E€Hb MasieHbKMe Aynankaummn v aeneumm, aaxe ecnm
NOAO3PeHNs Ha AvarHo3 oTcyTcTBytoT. OH Taloke onpepenseT 6onee To4Hoe
NONIOXeHWe AynnnumpoBaHHoro dparmeHta HK B XpoMOCOMe, HO OH He MOXET
MoKasaTtb, NepemMecTuncst n HoBbil dparmeHT AHK B Aipyroe MecTo B TOM xe
XPOMOCOME WK B APYTYIO XPOMOCOMY.

Pa3BuTWE TEXHOMOrMIA CEKBEHMPOBaHUS HOBOrO rokosneHust (CHIT) oTkpbiBaeT
BO3MOXHOCTM Ans 6051ee TOYHOWM AMarHOCTUMKM U MOHMMaHMSi 0COBGEHHOCTEN peaKmx
XPOMOCOMHbIX OTKIOHEHUI. Brnaroaapst CHIM cylwecTByeT BO3MOXHOCTb
€MHOBPEMEHHOIr0 UCCNEeA0BaHUS CPasy HECKOSIbKUX FeHOB. DTO MO3BOSISET
onpeaensTb NOCNef0BaTENbHOCTb 6EM0K-KOAMPYIOLMX YHaCTKOB BCEro reHoMma
(nonHosk3oMHoe cekBeHupoBaHue — M3C) unu gaxe Bcent AHK (nonHoreHoMHoe
cekBeHnpoBaHue — IMNIC), BMeCTo Toro 4Tobbl OrpaHMYMBaTHCS 3aaHHLIMMI
y4acTKkaMu reHa unm oTAeNbHbIMU reHaMu. [JaHHbI METOA NO3BOMSIET OLEHUTb
Bapvauum BO BCEM FeHOME, YTO 0COBEHHO BaXKHO MPpu BbISBIIEHUN
MUKPOAYNMKaLIMIA/ MUKPOAENELNI, TaK Kak OHWM MOTYT GbiTb MPOMYLUEHbI B XOA€E
MEHee TOYHOro MUKPOMATPUYHOro aHanmsa. Kpome Toro, CHIT MOXeET ¢ 6osbLLEeN
TOYHOCTbIO AMArHOCTMPOBATh HU3KOYPOBHEBBIM MO3aMLIM3M.

Pe3ynbTaTbl XPOMOCOMHOIO aHa/IM3a

Bpaq-reHeTvn( MNN KOHCYNbTAHT MO NrEHETUYECKUM BOMPOCAM CMOXXET pacCKa3aTb
6onblue o AyninumpoBaHHbIX reHaxX U XpOMOCOMHOM MaTepuane, a Nnony4yeHHble

pe3ynbTaThl aHanM3a NoKaxyT, CKOJIbKO YYacTKOB 5-0/ XpOMOCOMbI AynAMLMPOBAHCh.

B 3aBMCMMOCTM OT BMAA aHaNM3a NoJlyYeHHble Pe3ynbTaThl NaUMeHTa C Aynavkaumein
535 MoryT BbIrSIAETL ClieayowmMm 0bpa3om:

46,XY,dup(5)(g35.1g35.3)dn Takoi pe3ynbTaT 03HAYaeT, YTo B XOA€E aHanm3a 6b110
06Hapy>XeHO CTaHAAPTHOE KOJIMYECTBO XPOMOCOM (46). Takoke BbISIBNEHbI MOSIOBbLIE
XpoMOcOoMbl X 1 Y, 0603HauaoLme My>ckoi nos. dup(5) yKasbiBaeT Ha Ayn/IMKaLmio
5-11 xpomocomsl. (q35.1g35.3) — 3TO MHAMKATOP YYacTKa XPOMOCOMbI, KOTOPbIN 6bin
ZAyNAMUMPOBaH; B AAHHOM Cilyyae M3BbITOYHbIN MaTepuarn COAepXXMTCS Ha y4acTKe oT
g35.1 po g35.3 Aynnukaums obnagaet cratycom dn unm de novo (naTt. «Brnepsbie»).
XpOMOCOMbI poauTesei bblIn Takke NPOBEPEHbI, OAHAKO HU AYMIMKALMI, HU MHBIX
OTK/TOHEHMI 0BHAPYXKEHO HE 6bINI0. 3HAUUT, AYNIMKaLMs He bbla YHacneaoBaHa oT
poavTenen.

arr[hg19] 5g35.2g35.3(175559325_177422730)x3pat MNpn aHanu3e 6bina
ncnonb3oBaHa TexHonorus XMA (arr). AHomanuio [IHK o6HapyXunm Ha y4acTtke C
535.2 no 5g35.3. AHomanust JHK BbISIBNSIETCS NpyW COMOCTaB/IEHMM HOMEPOB Nap
OCHOBaHWIA — KOHKPETHBIX Y4acTKOB, Ha KOTOPbIX MPOM30LL/IN XPOMOCOMHbIE
n3MeHeHusl. B gaHHOM cnyyae aHoManust IHK obHapy»keHa mMexxay napamu
OCHOBaHWI 175559325 n 177422730. BblunTasi NEPBOE YMCIIO U3 BTOPOrO, Mbl
nonyyaem 1 863 405 nap ocHoBaHuiA, UK 1,86 Mb. X3 yKa3bIBAET Ha Hannune
JILLIHEN KOMWM, MOCKOJIbKY B HOPME MX A0HKHO 6bITb ABE. TO U €CTb AYNNKaLus.
CokpalueHve hgl19 cBMAETENLCTBYET O Bepcum cBOpKU reHoMa YeoBeka, C KOTOpoW
COTMOCTaB/ISIOTCS HOMepa nap ocHoBaHui B uccneayemort AHK (cM. «CBopku reHoma»
B CuHelt Tabnuue)). JaHHas aHoManus 6blia yHacieaoBaHa oT otua (pat).
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C60pkMu reHoMa

B 2003 roay 6b1710 06BSBAEHO O 3aBEPLUEHUM MEXAYHAPOAHOr0 nNpoekTa «eHoM
yesnoBeka», rMaBHOM LIeMbI0 KOTOPOro OblI0 CO34aHNe MOJSTHOM
MocreaoBaTe/IbHOCTU FreHOMa YeioBeKa U KapTbl BCEX FEHOB. TEM He MeHee, B
MOSTyYeHHbIX AaHHbIX CEKBEHUPOBAHWUS U KapTUPOBaHMs Bbin10 MHOro npobenos,
MO3TOMY YYeHble A0 CUX MOP HernpepbIBHO paboTaloT HaA BbiSBAEHUEM
HeaocTatowen nHcbopMaumu. MNpy NosiBNEHUN HOBOM MH(OPMaLK O
CEKBEHMPOBAHMK, HOMePA Map OCHOBAHWMN KaXXA0M XPOMOCOMbl HEMHOTO
U3MEHSIIOTCS, CIeA0BATENbHO, YMC/A A1t OTAENbHBIX FEHOB M AymavKaLuiA MOryT
COBUraThbCs.

Kaxxpas HoBasi Bepcusi reHoMa Yacto 0603HavaeTcs Kak «cbopka». Hosas
cbopka BO3HMKAET Kaxkable HECKOJbKO NeT. [peacTaBnsieMas reHeTmyeckas
nHbopMaLumsi ByaeT OCHOBaHa Ha CaMoi MocneaHel Ha MOMEHT MpPOBEAEHNS!
nccneposanus cbopke (h) reHoma yenoseka (Genome Reference Consortium
(GRC) human (h)). Takum 06pa3oM, MOXHO YBUAETL MOC/IEAOBATEIbHOCTb
[HK, 0603Ha4eHHyto kak hgl9 (reHom yenoseka 19) (B reHETUYECKOM
3akso4eHnn pebeHka OHa Takke MoXeT Ha3biBaTbcd GRCh37), koTopas 6bina
BbinyLieHa B 2009 roay, unm hgl8 2006 roaa Bbinycka. Yem MeHbLue HoMep

hg, TeM paHblue 6bi1a onybnnkoBaHa cbopka.

Ba3bl faHHbIX, KOTOPLIMU MOMb3YIOTCSA KIIMHUYECKUE FEHETUKU U Unigue,

CKOpO nepenayT Ha bonee coBpeMeHHyto cbopky GRCh38/hg38, koTopasi

6bi1a BbinyweHa B 2013 rogy. Tawke 6yayT CKOPPEKTUPOBaHbI AaHHbIE
rEHETUYECKNX OTHETOB, MO3TOMY reHbl Y FEHETUYECKME U3MEHEHWUS MOTYT
MOMYYMTb HOBblE HOMEpa Nap OCHOBAHWIA.

mos dup(5)(g35.2g35.3)[11]/46,XX[22] 3T0 npuMep Mo3auumama (mos),
O3HaYatoLLMi, YTO B PasHbIX KIETKaX 3TOro YenoBeka NPUCYTCTBYET pasHoe
KOJINYECTBO XPOMOCOM M/ NX MNEPECTPOEK. IDTO AEBOYKa MM XeHwmHa (XX). Y Hee
nccnenosanu Tpuauate Tpy Knetku. B oanmHHaauaty ([11]) kneTkax obHapyxunm
aynnvkaumio xpomocombl 5 (dup(5)). (g35.2g35.3) nokasbiBaeT, Kakasi 4acTb
XPOMOCOMbI AyM/IMUMPOBaHa. B AaHHOM clyyae NULWHNUI CerMEHT XPOMOCOMBb
coaepXxuTcs Ha yyacTke ot q35.2 go q35.3.

B aBaguaTy AByx [22] knetkax 6bi1 BbISIBIEH HOPMasibHbIM A/s )KEHCKOro Mosa
kapvotun (46,XX).

Onupasch Ha MeAULIMHCKYIO UTepaTypy v 6a3y Unigue, Bbl MOXETE CPaBHUTb
pe3ynbTaThl Ballero pebeHka C pesynbTaTamMu Apyrux AeTel, Y KOTOPbIX BbiBUM
TaKY0 XXe WM MOXOXKYI0 AYMINKALIMIO MW MUKPOAYNMKALMIO, YTOBbI MOHATb, KaK
NPOVCXOAUT pa3BUTHE Ballero pebeHka. HecMOTpsA Ha TO, UTO 3TO MOXET MOMOYb
BbISIBUTb 06LLME NOCNEACTBUS, BaXKHO MOMHWUTL, YTO OAHA U Ta Xe AynavKaums
MOXET NPOSBNATLCS MO-Pa3HOMY Y pasHbIX MHAMBWUAOB, @ TOUHbIE Pe3yNbTaThbl HA
OCHOBE B3TOr0 XpOMOCOMHOIO MaTtepuasna 3aBUCAT OT MHOMOUMC/IEHHbIX (haKTOpOB,
KOTOpbIE Mbl TOJIbKO HAYMHAEM Pacno3HaBaTh. [axe Ans poaHbIX 6paTheB M cectep
NOCNEeACTBUS OAHOW U TOW Xe AyNuKaLuum MoryT 6biTb pasHbiMU. [pyrue reHbi
pebeHKa, OKpyXXatolLas cpefa U MHABMAYabHbIE 0COBEHHOCTU SIMUHOCTU
onpeaensioT ero AanbHelillee pa3BUTME, NOTPEGHOCTM U AOCTUKEHUS. BaxKHO
MOMHUTb O TOM, UTO KaXXAblii peBEHOK YHUKANEH, MO3TOMY He CTOUT BCELIENO
nonaraTbCs Ha NPSIMOE CPaBHEHWE C IETbMU C TAKOM Xe UK MOX0XKel
AynnvKaumei. B KOHLe KOHLIOB, KaXAblii U3 Hac YHUKANEH Mo-CBOeMy.



Mo3auuusm

Y HEKOTOPbIX UHAVBWAOB KIIETKM C AyM/vMKaLmMel XpoMOCOMbI 5q CyLLEeCTBYOT Hapsiay
C KJIETKaMM C HOPMasibHbIM KO/IMYECTBOM XPOMOCOM W PACrOOXEHNEM MEHOB BHYTPU
Hux. MogobHas cuTyaums, Ha3BaHHas MO3auLM3MOM, KaK NPaBWo, BO3HMKAET nocne
OMNNOAOTBOPEHUS U MOXKET 0CNabuTb BAMsHMe aynnukaumun. B 2019 roay cpeamn
uneHoB Unigue 66110 ABa YenoBeka C NOATBEPXKAEHHBIM MO3aULM3MOM MO
aynnvkauum 5g35. B ogHoM cnyyae gynnvkaums 3aTtparvsana Tonbko 5935, a B
[pYyrom cnydae pacrionaranacb Ha yyactke ot 5933 go 5Sqter. B 6a3e AaHHbIX
DECIPHER (cM. Hackonbko pacnpocTpaHeHbl aynavkaummn 5q357?) ykasaH oamH
yenosek ¢ aynnukaumein 5935.2, yHacnenoBaHHOM No MaTEPUHCKON IMHWMK, Toraa
Kak MOo3auuu3M Habnoaasncs y camoi matepu.

COOTHOLLEHWE KNETOK C Aynnnkaumein 5q B pasHbIX TUMAx TKaHEW, U3 KOTOPbIX
COCTOMT OpraHu3M, MOXET OT/IMYaTLCS, YTO 00YCNaBAUBAET Pas3nNUHbIE KIIMHUYECKME
nposieneHusi. OnpeaenuTb CTerneHb Mo3anLmM3Ma B BaXKHbIX /s pa3BUTUS OpraHu3Ma
TKaHsIX, HarNp1Mep, B rOfIOBHOM MO3re, HEMPOCTO, B OT/IMYME OT KIETOK KPOBU WK
CJTOHbI, KOTOPblE 06bIYHO UCMONL3YHTCS A/S aHanM3a.

Mo3auumsM BCTpeYaeTCsl peako, HO, Koraa O HeM coobluanocb B MeAMLMHCKON
NUTEpaType Ha TeMy ApYrMX PeaKMxX XPOMOCOMHbIX HapyLIEHWM, COCTOSIHME
yesioBeka B HEKOTOPbIX CrlyYasix 6bifio HEMHOIO JlyyLUe.

Hackonbko pacnpocrpaHeHbl ayrnamkauum 5q35?

OUEeHUTb pacrnpoCTPaHEHHOCTb Aynnnkauuii 5935 TpyaHo, NOCKONbKY MHOMUM
NIOASM AMarHo3 He CTaBWUTCS, @ ANArHOCTMPOBAaHHBIE C/ly4an He BCeraa onucaHbl B
nutepatype. OgHaKo B MeAMLIMHCKOMN uTepaType 6binn onybnMKoBaHsbl
noapobHble CBeZIeHUs, MO KpaiHei Mepe, 0 31 YenoBeke ¢ MUKPOAYNIMKaLMen
5q35, Bktovatowlert reH NSD1 (Chenet 2006; Kirchhoff 2007; Franco 2010; Zhang
2011; Dikow 2013; Rosenfeld 2013; Zilina 2013; Novara 2014; Reis 2017).

Bo Bpemsi noarotoeku 6powtopbl B DECIPHER (6a3a gaHHbIX O reHOMHbIX Bapuauusix
1 beHoTMNax YenoBeka C AOCTYNOM K MHGOPMaLMOHHBIM pecypcam Ensembil;
https://decipher.sanger.ac.uk (cm. ctp. 35)) 6b11M 3adhmKCcnpoBaHbI elle 46 cny4yaes
JOyNMKauuy ydacTka 5935 6e3 yKasaHusi MHbIX FeHOMHBIX BapuaLmnii. U3 aTux 46
yesioBeK y ABYX Obina BbisiBNIEHa MYKPOAYM/MKaLUMs, 3aTparvBatowas Tonbko 5q35.1,
y cemu - Tonbko 5g35.2, y 8 - 5g35.2 1 35.3, y 27 - Tonbko 5935.3, n'y ogHoro
yernioBeka obHapyxunu aynnavkaumio, 3aTparmeatowyto 5q35.1935.2 1 5g35.1g35.3.
Takxe BbISIBIEHO MHOMO ApPYruX CJTy4aeB, KOraa y YenoBeka bbina aynamkaums 5935
BMECTE C APYrMMM 3aperncTpupoBaHHbIMU FrEHOMHBIMIU BapuaHTaMu,
3aTparvBaloLLMMK Apyrme CerMeHTbl XpOMOCOMbI 5 nnun gpyryto(mne) xpomocomy(bl),
Hanpumep, Apyrue Aynavkauum unn geneumm.

Mo aaHHbIM Unigue, BO BCEM MUPE ONMCaHbl 29 YNEHOB CEMEN C AyTNIMKaLMEN TONbKO
5q35. U3 Hux 21 cnyyvaii Bktodan red NSDI1. Y ogHOro yneHa ceMbu 6bina
MUKpoaynamkaums Tonbko 5g35.1, y AByx - Tonbko 5g35.2,y 12 - 5035.21 35.3, y
WwecTn - Tonbko 5935.3, y nATK - Ha yyacTke oT 5935.1 go 5g35.3, n B Tpex cny4vasax
aynnvkaumns 5q35 He 6bina BoisiBneHa. Kpome Toro, 6binm oTaenbHble YieHbl CEMbU C
Jynnvkaumsmu, 3aTparmsatowmmmn 5q33.2q35.1, 5033.2g35.3, 5q33gter (Mo3anyHbilii
BapuWaHT), a Takxke C Aynnukaumeii Bcero nmeva 54.

MpuMeyaHue: Kak 1 Bo MHOrvX ciydasx, ykasaHHbix B DECIPHER, y HekoTopbIx

YYaCTHUKOB Unigue obHapyXeHa aynnvkaums 5q Hapsigy ¢ Apyroi XpOMOCOMHOW
aHoManuein unu aHoManmsMu. Mpu cocTaBneHUN 3TOM BPOLLIIOPBI UCMOSb30BaUCh
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[laHHble MHAMBMAOB TONbKO C Aynnukauuel 5g35, y KOTOpPbIX HET APYroiN U3BECTHOM
XPOMOCOMHOM aHOManuu, NOCKOMbKY AN APYTUX MPUYMHA UX KITMHUYECKMX
0CO6EHHOCTEN MOXET ObiTb CBS3aHa C MHLIM(M) XPOMOCOMHBIM(M) U3MEHEHMEM(SIMK).
[JaHHas 6poLutopa, TeM He MeHee, MOXET NOMOYb 06bACHUTL HEKOTOPbIE U3 3TUX
ocobeHHocTeN.

UnigueTakke nnaHupyeT AOMOMHATL MaTepuasbl Mo Aynivkaumsm 5q, koTopble
MOTyT 6bITb MOME3HBI Y4acTHWUKaM € 6onee KpynHbIMK AyniMKaumsMmu 1
AyNVKaumMsMK1, 3aTparvBaiowMMn Apyrue y4acTku.

NMouemy 310 Npounsowo?

YTobbl OTBETUTL HA 3TOT BONPOC, HEOH6XOAMMO NPOBECTM aHaNM3 XPOMOCOM pebeHka
n ero poautenei. C yBEPEHHOCTbIO MOXHO CKa3aTb OZIHO: HUKAKME AEUCTBUS
pO,Cl,VITEﬂGVI HE MOrin CnpoBoUMpoOBaTb K NPeEAOTBPAaTUTL MNoaABNEHMNE AyNUKaLnN.
XPOMOCOMHbIE NEPECTPOIMKM BCTPEYAIOTCS Y AETEN NO BCEMY MUPY, HE3ABUCUMO OT
Ux npoucxoxzaeHusi. OHM TakxKe BCTPEYaKTCsl Y PaCTEHUI M XUBOTHBIX. B 3TOM
HWUKTO HE BMHOBAT.

M3BecTHO, YTo Aynnmkaumm 5g35 MoryT 6biTb YHacneaoBaHbl OT OAHOIO U3
poavTenein unm nosiBUTLCS 6e3 NpeanockoK (de novo). 3To 3HaUUT, YTO pebeHOK —
NepBbI YNeH CEMbU C AynnvKaumen. MHorve aynavkauum BO3HWKAKT Ha 3TOM
KOHKPETHOM y4acTKe XpOMOCOMbI 5 13-3a Hanuuus asyx konuit nostopos (LCR), Sos-
PREP u Sos-DREP (noapobHee Ha cTpaHuuax 3 u 4). [lecTBuTeNbHO, UccneaoBaHme
Novara v konner nokasasno, uto 27 n3 30 cnydaes gynavkaumm 5q35,
oxBaTbiBatoLWmxX NSD1, 0 KOTOPbIX COOBLLAN0Ch B MEAULIMHCKON NUTepaType, bbinn
onocpenoBaHbl Sos-PREP 1 Sos-DREP nostopamu. B 11 13 aTux cny4vaes
NPOMCXOXKAEHNE AyNanKaLmnm Obifo HEU3BECTHO, CEMb BO3HUKN de 10Vo, LWeCTepo
yHacnegoBsanu ee oT MaTepw, elle ABa, BepOsiTHO, YHacneaoBanu ee rno
MaTEPUHCKOMN JIMHWAW, U OAMH YHACcNeaoBasn AynaMKaumio TOYHO He Mo MaTEPUHCKOM
nvHum (Novara 2014).

Cpenu 29 uneHoB Unigue c oynnvkauuWen, 3aTparveaiolLen Tonbko 5q35, B 19
Cnyyasx npuynHa aynavkauum 6biia He yKasaHa vin HEU3BECTHA, LWECTb BO3HUKIN
de novo, aBa 6binv yHacnenosaHbl OT 0TUa, NPV 3TOM B OAHOM U3 HUX Y OTUa
BbISIBUNN c6anaHCMPOBAHHYHO TPAHC/IOKaUMIo, 3aTparnBatoLLy0 XpOMOCOMbI 5 1 14, 1
OfVH Cyyaid 6bi yHacneaoBaH OT MaTepy.

MeanumMHCKas nuTepaTypa CBUAETENLCTBYET O TOM, YTO AyNMKauuM NpUMEPHO
OAVHAKOBO BCTPEYAIOTCS KaK Y XeHLWKH (12 cnyyaeB), Tak u cpeay MyxuuH (15
cnyyaeB). AHanornyHas KaptuHa 6bina otMeveHa cpeam uneHos Unigue (Novara
2014; Unique).

Kak 6b1710 0TMeYeHO Bbille, BHE 3aBUCMMOCTM OT NPOUCXOXAEHNUS AyNnKaumm,
BaXXHO MOMHUTb, YTO POAUTENWN HUKaK He MO NPeaoTBpaTUTb ee nosieieHve. Hu
(haKTOpbI OKPYXKAIOLLEN CPEAb], HY NMUTAHWE, HW 06pa3 XMU3HW He ABNAOTCS
NPUYNHON BO3HUKHOBEHUS Ayrnnvkauum 5q35. [eiicTBus poautenei 1o, BO BpeMs
“nn nocsie 6epeMEHHOCTM HE MO/ CTaTb MPUYMHON AynMKaLUuK.



Mo)xeT /in 3TO NOBTOPUTHCA?

Ecnun y oboux poautenemn «HopMasibHbIe» XpOMOCOMbI, BEPOSITHOCTb TOrO, UTO
cnepytowmii pebeHoK Takxe poauTcs ¢ Aynnvkauumein 5935 wnm apyrum
XPOMOCOMHbIM OTKIIOHEHWEM, Mana. B oueHb peakux crydasix (MeHee 1%) aHanu3
KPOBM HE BbISIBNSET OTK/IOHEHMSI B CTPOEHWMM XPOMOCOM pOAUTENEN, HO HECKOMBKO
ANLEKNETOK MW CNEPMATO30MA0B BCE e CoAepyKaT NMpU3HaKM XPOMOCOMHBIX
M3MeHeHWN. [laHHOe sIBNeHNe Ha3blBaeTCsl MO3aMLIM3MOM KIETOK 3apOAbILLEBO
JIMHAX M O3HAYAET, YTO Y POAMTESNIEN, aHaNIM3 KPOBW KOTOPLIX NMoKasasn Hanuuue y
HUX HOPMasbHbIX XPOMOCOM, MOXET POAUTLCS HECKOMBKO AETEW C AynvKaLmnen.

B cembsix, B KOTOpbIX Aynnvkaums 5q35 6bina yHacnegoBaHa OT O4HOMO M3
poauTenen, BEpOSITHOCTb POXXAEHUS eLle OAHOro pebeHka (Kak AEBOYKM, Tak U
MasibumKa) ¢ Aynnvkaumen 5q35 pocturaet 50% (B 04HOM ciyyae U3 AByX) npwu
Kaxxol 6epeMeHHOCTU. OHAKO TOYHO OMpeaesiuTb, Kakoe BAusiHWE Aynavkaums
OKaXET Ha pa3BuTve, 300pOBbe U NnoBeaeHue pebeHka, HEBO3MOXHO. Mo3ToMy npu
MAaHUPOBaHWK CrieaytoLien 6epeMeHHOCTU BaM HEOBX0AMMO 06paTUTLCS 3a
KOHCY/NbTaUMeN B MeAUKO-TEHETUYECKUI LIEHTP.

Ecnu Baw pebeHok ¢ aynnukauwmel 5935 B byaylleM 3axo4eT UMeTb eTEN, TO
BEPOSITHOCTb Nepeaaqn aynnvkaumm ero pebeHky coctaBut 50% npu kaxaomn
6epeMeHHOCTU. Bo3MOXXHOCTb Ballero pebeHka B ByayLeM BOCMUTLIBATL AETEN
6yneT BO MHOrOM 3aBUCETb OT €ro COBCTBEHHBIX CMOCOBHOCTEN K 0BYyHEHMIO U
ocobeHHOCTeN noBeseHus.

Bceraa nv aynnukauma 5q35 BnausieT Ha 340poBbe U
pa3BuTue pebeHKa M Bbi3biBaeT BPOXAEHHbIe
AedexTbI?

HeT, He Bceraa. B 6ase aaHHbix DECIPHER nepeyncneHbl HECKOMBKO CllyYaen
MUKPOAYM/IMKaLIMIA, KOTOpbIe 6blnv YHACIeA0BaHbl OT 04HOTO M3 poauTesel 6e3
OTKJIOHEHWMI, Cpean HUX TpY Cllydasi MUKPOAYMIMKaLMiA, 3aTparueatowmx 5q35.3, u
cnyyai ¢ HebonbLuoi (63 kb) Mukpoaynnukaumin 5q35.2 y Manbumka. EcTb 1 gpyrue
3anncy, B KOTOPbIX COOBLLAETCS 0 BapuaLmmu Yucna konui reHos (Copy Number
Variations, CNV), Bkntovast gynnmkaumio 535, HO ee 3HayeHne mu/unu Bknag B
Kakue-nnbo n3 HabnoaaeMbix 0COBEHHOCTEN HEM3BECTEH WU HESICEH. Y HEKOTOPbIX
uneHoB Unigue Taroke, No BCEN BUAUMOCTU, CUMMTOMbI AyryiMkaumm 5935 cnabo
BbIPa>XEHbI.

AwnarHos

XoTs1 0avH 13 UNeHoB Unigue pacckasan HaM, YTo Mx pebeHKy NoCTaBuan AMarHo3 B
BO3pacTe OAHOro Mecsila M3-3a OC/IOXXHEHWUI MOCse POXAEHWS, BOMbILUMHCTBO
Nony4nnm avarHo3s B AETCTBE — B BO3pacTe OT OAHOro roga Ao ceMu neT — 06blvHO B
pe3ynbTaTe 3a4epXXKuU poCTa, OTCTaBaHWsl B AOCTWDKEHUW 3TanoB pa3BuTUs Un
Npo6eM Co 310POBLEM.

“ FeHeTnyeckoe nccrnenoBaHne NPeanoXunmn B NoATopa roaa 13-3a 3a4epXXku B
pa3BuTum ”, — aynnukaums 5q35.1g35.3

“ Hawwen nouepm 6bin roa [Ha MOMEHT NMOCTAHOBKM AMarHo3a]. Ham npuiunocb
[0buBaTbCs, YTOObI ee 06CnenoBanu, M Mbl 3aMnaTaM 3a 3TO B YaCTHOM nopsiake. Y
Hee 6blfia 04eHb MasneHbKasl FosioBa, 3TO 6110 BbISIBNIEHO Ha 20 Heaene
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6epeMeHHOCTH Npu OCMOTPE U NMOATBEPAWIOCE NPU POXKAEHWUN. Y Hee Takke 6binn
cepbe3Hble TPYAHOCTU MPU KOPMJIEHWMN N HEKOTOPAs 3a4epXKKa ABUraTebHbIX
HaBblkoB. OHa He Morna cuaetb 6e3 onopbl Ao 11 Mecsues ”, — gynnnkaums
5g35.2g35.3

“Ero obcnenoBany B LWECTb N1ET, Tak Kak 6€Crnokonnncb o ero pocte ”’, — aynnavkaums
5g35.3

Cunppom Cotoca—1 (CC) u o6paTHbI cuHapom CoToca

OcobeHHOCTM NIOBOro reHETUYECKOro U3MEHEHWS MOMYT 3HAUUTENBHO OTANYATBLCA, U
faxe y 6paTbeB, CecTep M poauTenei C OAHOW M TOM e MUKPOAYNMKaumuen MoryT
NpOSIBNSATBLCS NO-Pa3HOMY.

XOoTa nposiBneHue MUKpoaynamkaumm 5q35 3aBUCHT OT ee pa3mepa U COCTaBa, a
TaKXKe OT YHUKA/IbHOMO MreHEeTUYECKOro CTPOEHMS KaXKAOro YenoBeKa, HEKOTopble
0COBEHHOCTM BCTPEYAIOTCS Yallle, YeM Apyrue, 0cobeHHO cpeamn Tex, Y KOro
Aynnvkaums Bktoyaet red NSDI.

[eneuwnn, 3atparvsatowme NSD1, nnn nameHenust (Mytaumum) reHa NSDI, cBszaHbl C
XOPOLLO M3BECTHLIM FEHOMHBIM PacCTPOWCTBOM MoA Ha3BaHWeM CuHapom Cotoca—1
(CC), KoTopbIi BCTpeyaeTcs npuMepHo y 1 13 14 000-15 000 >xMBOPOXAEHHBIX BO
BCEM MUpe.

[Ons cuiapoMa CoToca XapaKTepHbl TPU OCHOBHBIX MPU3HaKa: TPYAHOCTY Pas3fNyHOM
CTeneHn B 0byyeHun, 06K PoCT Bhlillie 06bIYHOMO A0 M MOCNE POXAEHUS, YacTo
CBSI3aHHbIN C yBENMYEHHOW rofloBoi (MakpoLuedanuein) 1 onepeXxxeHneM KOCTHOro
BO3pacTa, XapaKTepHble YepTbl MUa. TakxKe YacTo BCTPEYAOTCS BPOXXAEHHbIE
MOPOKM CepaLa, XeNTyxa HOBOPOXXAEHHBIX, MOPOKM PasBUTUSI MOYEK, CYAOPOXKHbIN
CUHAPOM W PacCTPONCTBa NOBEAEHUS.

HepaBHO cneumanucTbl onpeaenusiv OCHOBHbIE CUMNTOMbI AyMAMKaLUK AJIMHHOTO
nneva 5 xpoMocombl B IOKyCe, rae HaxoauTcst reH NVSDI. ToCKOnbKy HEKOTOpLIE U3
3TUX CUMMTOMOB MPOTMBOMOJIOXKHbI TEM, KOTOPbIE CBA3aHbI C AeneumsMu/MyTaumnsamm
NSD1, B TOM YnC/Ie HU3KUI POCT U HEBOSBLLOW pa3mep rosiosbl (MyKpouedanus),
535 MMKpOAYNIMKaUMOHHbIA CUHAPOM MHOTA@ HasbiBatoT 06paTHLIM CYHAPOMOM
Cotoca. OaHaKo B OT/IMUKE OT C/lyYaeB Aeneuunii/MyTauuii reHa NSDI, Bbi3bIBaOLLNX
cuHapoM CoToca, NPV HANIMYKUK Y YeoBeKa NULLHEN Konuu (aynnvkauun) NSDI,
CNOXHO BbIAENNTb Y HEro Kakue-nnbo NoCTOsIHHbIE XapaKTepHble YepTbl nua.
KpoMme Toro, HMU3KuiA pocT M MuKpouedanms SBASOTCA Talkoke NPOSIBIEHUSIMU APYTUX
XPOMOCOMHbBIX @HOMasui, NO3TOMy HEKOTOPbIE UCCNIEA0BATENM CHUTAIOT MOHSATHE
obpaTtHoro cnHapoma Cotoca He BrosiHe yaayHbiM (Dikow 2013; Zilina 2013; Chen
2014; Novara 2014; Park 2014; Almuriekhi 2015; Reis 2017).

OCHOBHbIE NPOSABJ/IEHUNA

Ecnm y rpynnbl NaUUEHTOB NMPOC/IEXMUBAETCH 3aKOHOMEPHOCTb MPOSIB/IEHNS
onpeaeneHHbIX 0COBEHHOCTEN pa3BUTUSA, BbI3BAHHBIX OAHON U TOW e NPUYUHOK, TO
TaKoe HapyLIEHWE Ha3bIBaOT CUHAPOMOM. MOCKOSIbKY MPU3HAKKU AyNMKaL MK
5035.2g35.3 nposBnsoTCc MMEHHO TakUM 06pa3oM, 5935 MUKPOAYMIMKALIMOHHBIN
CUHIPOM MPU3HAETCs BCE 60MbLUMM KOJIMYECTBOM CMELMA/INCTOB.

[Jaxke aeTn 6e3 XpOMOCOMHbBIX OTKJIOHEHUI MOTYT CTOJIKHYTBCS C PSAZOM
HeNpeABUAEHHbIX (DU3NYECKUX U NOBEAEHYECKMX TPYAHOCTEN, MO3TOMY KaXKAbII
Cnyyalt gynnukauumn 5g35 yHukaneH, 1 npobneMbl Co 300pOBbEM U Pa3BUTUEM
MOTYT MpOSIBASITLCS Y BCEX MO-pa3HOMy. OfHaKo Hanbosnee BepOSTHLIMU
NPOSIBNEHUIMU AyNMKaumm 5g35 1 0COBEHHOCTSIMU, KOTOPble, CKOPEE BCETO,
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MOBAMSIOT HA 340POBbE UMW PasBuUTME pebeHka, SBNSOTCS:
3apepXkka pocTa/HuU3KMiA pocT (Aynavkaumu, 3aTparvsatowme red NSDI)

Hebonbluoii pa3mep ronosbl (MUkpouedanus) (aynavkaumy, 3aTparmeatolme
reH NSDI) nnv HeobblMHas opma ronosbl

HekoTopas cTeneHb 3aZiep>Xku B pa3BUTUM

HekoTopas cTeneHb 3aepXXKu MHTENNEKTYaNIbHOrO Pa3BUTUS/ TPYAHOCTU B
0byyeHun

Apyrue oco6eHHOCTH

B MeauuMHCKON nuTepaType v B cBeaeHusx Unigue o gynnukaumsix 5q35 oTmevatoTcst

MHOTMe Apyrvne 0COBeHHOCTH. Y 0AHUX MaUMEHTOB C MUKpoAynInKaumen 535

NpoABAAKTCA TOJIbKO HEKOTOPLIE U3 3TUX MPU3HAKOB, Y APYrnX — Mo4YTU BCE. Kakue-

TO U3 HKUX, KaK NpaBuo, Yalle BCTpevarTca y neTeﬁ C XPOMOCOMHbIMU
OTK/IOHEHUAMU, ApYyrue Xe MoryTt ObITb He CBSA3aHbl C HUMWU. TeM He MeHee, npun
aynnvkauum 5q35 Habnoganock cnegytollee:

TpyaHOCTU C NUTAHWEM

3agepKa peveBoro 1 S3bIKOBOrO pa3BUTUS
MNoBeaeHyeckme npobnemsl

Sk3eMa

OTcTaBaHWe KOCTHOMO BO3pacTa

CyA0pOXHbBI CUHAPOM

Mpobnembl CO 3peHremM/aHoManumn passuTus rnasa
pbbKK

MMnepmMobubHbIE CycTaBbl

YacTble yLIHble UHMEKLMM U SKCCYAATUBHBIN CPeiHMIA OTUT, 06bIYHO MPOXOASLLVE

C BO3pacToM
AcuMMeTpus nuua
HenopasBuTtue YentocTHON KoCcTH (MUKPOTrHaTHs)
HesHaunTenbHble aHOMaIMN Pa3BUTUS KUCTEN U CTON
OyeHb peako — aHOManuu pasBuUTUS cepaua Wan roIoBHOro Mo3ra
CromaTonormyeckue 3abonesaHus

Dikow 2013; Novara 2014; DECIPHER; Unigue

BbepeMeHHOCTb 1 poabl

XoTs y MHOrMX 6epeMEHHOCTb NpoTeKana 6e3 0CNoXKHEHWIA, OKOJO MOMIOBUHBI
OMPOLLEHHBIX FPYNMbl Unigue cooBLLIMN, YTO UCTIbITbIBANIM HEKOTOPbIE TPYIHOCTU.

BUHRogd anmgQ

Tak, B NSTU CNyYasix Aynivkaumu, 3aTparmeatowen reH NSD1, yalle BCero Lwa peyb o

3amMensieEHHOM pocTe njioda B yTpo6e marepu (CVIHD,pOMe 3a4EPXKKN BHy’FpVIYTDOGHOFO

passuts — 3BYP). Y ogHoro pebeHka ¢ aynnvkaumein 5935.3 66110 06HapyeHo
HebonbLoe oTBepcTMe (AedeKkT neperopoaku) B cepaue. 3a UCKIoYEHNEM ABYX

HEAOHOLWEHHbIX MNaAeHUEB, AETUN U3 CeMeVI-yqaCTHMKOB rpynnbl Unique poannnchb B

MOJIOXKEHHbIV CPOK.
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M1DOHH9Q0D0 sMMdahHaadoU 1 suLngsed

“ CraHMpOBaHWe BbISIBAMO MaseHbKYI0 OKPY>XHOCTb MOfI0Bbl U MasnieHbKuiA pocT B
LiesnioM, ecTb nogo3peruve Ha 3BYP. M3-3a atoro npuxoamtcs obcneaoBaThbes
Kaxkayto Hegento”, — gynnukaumsa 5935.2935.3

HoBopo)xxaeHHbIe

Y MHorux geten rpynnbl Unigue (8 n3 11, cornacHo pesynbTtatam onpoca Unique) ¢
POXAEHWS HabNOAANNCH TPYAHOCTU, CBA3aHHbIE C MUTAHWEM. Y HECKOSbKUX AeTel
6blN1a XenTyxa, oaHoMy pebeHKy notpeboBanack ¢oToTepanus. [Boe AeTel poanIncb
¢ 3aboneBaHusMK cepaua. OanH ManbYyuK poaMIICS C rMnocnaaunen, npu KOTopon
BHELUHEE OTBEPCTUE YPETPbI HAXOAMTCS HE HA KOHLIE, @ Ha HUXKHEW NMOBEPXHOCTU
MOJIOBOr0 YiieHa. Yepes nstb AHeW Nnocse poXAEHUs Y HEro Takxke 6bin
[AMArHOCTMPOBaH CyA0POXHbIA cMHApoM. OanH U3 poauTeneit Hasgan pebeHka
«HeobblualHO BSNbIM U TUXMM». [laHHast 0COBEHHOCTb MOXKET NMpeaynpeanTb Bpadel o
Ha M4 OTKJIOHEHUS.

Poct
Y 6OSbLUMHCTBA AETEN BEC NPU POXAEHWUN HAXOAWICS Ha HDKHEN IPaHuLLE HOPMbI.

[Oetv rpynnbl Unigue ¢ aynnvkauueit 5q35 npu poxaeHun secunu ot 1,87 o 3,23
Kr; CpeAHvi nokasaTenb coctaBui 2,89 kr. B MeauLIMHCKOM nuTepaType
OTMEYaETCs, YTO Y HOBOPOXXAEHHBIX MasieHbKUIA POCT M HEAOCTATOUHbIN BEC MPU
poxaeHun (Novara 2014).

TpyAHOCTU NpU KOPMIEHWN Ha PaHHUX MecsLax MOryT NpUBECTU K 3aMeasieHHOMY
Habopy Macchl Tefla B COOTHOLIEHUN C poCcTOM (cm. MuTanmne). MoYTH Y KaKaoro
pebeHka ¢ aynnvkaumel, 3aTparveatolein reH NSDI, Habnoganach 3aaepXxka pocta oT
JIErkovi Ao Tskenol creneHn (8 us 9 criydaes no pesynbTatam onpoca Unigue, 31 n3 31
— o odmumanbHbIM MEANLIMHCKMM UCTOYHMKAM, 6 U3 7 — cornacHo 6ase AaHHbIX
DECIPHER (pecypchbl, B KOTOpbIX 6bisia npeaocTaBnieHa MHdopMaums o pocte)). Mo
C/I0BaM CaMUX poauTesnien U3 rpynnbl Unigue, BTV C AynvKaumen — «HEBbICOKUE U
XyZble», TONbKO HEKOTOPbIE U3 HUX 06nagaloT 6onee «KpenkuM» TeNOCTIOKEHNEM.

Poautenu, y KOTOpbIX [IBOE [IETEN poAUANCE C AynnvKaumen 5935.3 (HEM3BECTHO,
3aTparveaet v gynavkaums reH NSDI), pacckasanu, Y4TO M3HadanbHO 3a4epXKKa
pocTa Habntoganacb TONbKO y ogHoro peberka. OgHako B 9 NeT y HEro npomsowen
«pEe3KUIA CKaYoK pocTa®», U OH cTan 6osee «BbICOKUM U Kpenkum» (Unigue). Mo
AaHHbiM DECIPHER, Tonbko B 3 13 27 ciyyaeB aynnukauum 5935.3, He
3aTparvBaioulei red NSDI, y naumeHToB otMevancst Huskuit poct (DECIPHER).

MHdbopMaLmm 0 nauueHTax ¢ AynnvKaLlmel ToNbKo cerMmeHTa 5g35.1 npefocTaBneHo He
6bino.

“ B cBOV CEMb C MOJIOBMHOM NET OHA NPUMEPHO Ha 10 CM HMDKE, YEM IEBOYUKU ee
Bo3pacTa. OHa OYeHb Xyaasi, HO ee POCT U BEC MPOMOPLIMOHasbHbI. Ee KOCTHBbI
BO3pacT OTCTaeT Ha oauH roa. » — aynnukaums 5935.2g35.3

““ OHa HeBbICOKOrO poCTa U 04YeHb MUHMaTIOpHas. Ee pocT/Bec/OKpY>KHOCTb MO/I0BbI
COOTBETCTBYIOT 2-My LieHTWt0. EN Bcerga 6b110 TpyaHo HabpaTb BEC U HE MOXyAeTb
CHOBa. = — aynnmkaums 5q35.2g35.3, 6 nerT.

“ 3apepxkka pocTa nobyanna Bpayen-3HAOKPUHOMOMOB MPOBECTU FreHETUYECKME
aHanu3bl. Mocne Tpex net HabnwaeHus, koraa emy 6110 10 neT, Bpady cHsNa ero ¢
yyeta. OHa npeanonoxuna, 4To pebeHoK Tak 1 OCTaHETCS HEBBICOKOro pocTa —
okoso 160 cM. BnpoyeM, Mbl, €r0 poauTenn, ToXe HeEBbICOKME. Bpay gana Ham
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Tabnuuy, 4Tobbl OTCNEeXMBATb €ro PpocT A0Ma, U 3a NPOLIeALLNiA o OH BbIPOC
CUNbHee, YeM 3a npedbiayLume Tpu roga, nos3ToMy Mbl He 0co60 BonHyeMcs. ” —
aynnvkaumns 5935.2935.3

““Y Hee HOpMasibHOE TENOC/IOKEHNE, HO TOMbKO MO MporopumsM Tena. B BocemMb net
€l Ha3HauMIN NeYeHre UHLEKUMSIMM TOPMOHa pocTa. Ha AaHHbI MOMEHT Tepanust
LANWTCS yXXe nonTopa roga. 1o nevyeHus CKopocTb pocTa coctasnsna 4,5 cM B roa.
CnycTs roa v Tpy Mecsiua Tepanuu CKopoCTb POCTa yBennynnacb Ao 12 cm B roa.
HWKTO He 3Han, 4acT N1 neyeHvie pe3ynbTaT, MOTOMY YTO HEM3BECTHO, YTO OTBEYAET
3a perynsumio pocta. TeM He MeHee, Tenepb Mbl yBEPeHbl, YTO Tepanus NoMoraeT u
YTO CTOWMNO nonbiTaThesl. ” — Aynnaunkaumsa 5935.2g35.3, 9 net

“ X0oTb OH M ManeHbKWUI s CBOEro Bo3pacTa, NporopLmy Tena u BeC B HopMe Ans
ero pocra. ” — aynnukaumst 5g35.2935.3, 4 roga

KopmneHune e

BpeMeHHble TpyAHOCTN NpU KOPM/IEHUN B PaHHEM
BO3pacTe — 0BbIMHOE SIBNIEHUE Cpeau AETEN B
6a3e gaHHbIX Unigue,

BCKapM/MBaHWe UM KOpMJiEHUE U3 6YTbIﬂOLIKVI
MOXXET OKa3aTbCsA O4e€Hb YTOMUTEJIbHbIM
MPOLIECCOM. Y TaKuUX AETEN KOPMIIEHNE MOXKET
3aHMMaTb MHOTO BPeMEHM, IMBO MX HYXXHO KOPMUTb
yawe. C HekoTOpbIMM MSaAeHUaM1U MOXET
Ka3aTbCsl, YTO OHU He XOTST €CTb, NMOCKObKY Y HUX
HEe pasBMT cocaTeslbHbIN pedriekc uam UM TpyaHo
OAHOBPEMEHHO cocaTb, F1oTaTh U AplwaTh. B AByX
M3BECTHbIX Unigue cnyyasix y aeteli bbina anneprus
Ha MOJIOYHble NMPOAYKTbI, NO3TOMY UX KOPMUIMN COEBbIM MOJIOKOM.

HekoTopble Manbilum CTpagany oT peditokca, NPU KOTOPOM MPOUCXOAWT YacTbi
HEKOHTPOJSIMPYEMBIN 3aBPOC COAEPXKMMOrO XenyaKka 06paTHO B NULLEBOA.
KoHTponmpoBaTb pedtokC MOXHO cneaytowmnM obpasoM: kopMnTb pebeHka B
MoyBEPTHKaSIbHOM MOIOXEHUM U UCMONBb30BaTb KPOBATKY C MOAHUMAIOLLMMCS
U3rosioBbeM. Jleyalmin Bpay MOXET AOMOSIHATENBHO NMPOMnMcaTh CMECH C
3arycTuTensiM1M Uin nekapcTBeHHbIE NpenapaTtbl, YTO6bI YTy4YLNUTb YCBOEHME MULLN 1
UCKJTIOYMTb BO3LAEMCTBME KUCIIOTHOM Cpeabl Ha NULLEBOA. B 0cobo TshKesnbix cydasix
Xvpypruyeckasl onepaumst - yHAOMIMKaLMS - MOXKET YNy4LWmnTb (yHKUMOHMPOBaHME
KfanaHa.

3
[ns peTeii C HU3KMM MbILIEYHBIM TOHYCOM pyAHoe E
—

Y aeten ¢ XpOMOCOMHbBIMM OTK/IOHEHWSIMU YacTo BbIBatoT 3aropbl, YTO MOXKET 6bITb
CBS13aHO C HU3KMM MbILLIEYHbBIM TOHYCOM, HEAOCTAaTOYHON (U3NYECKON aKTUBHOCTbIO,
CKYAHbIM MUTaHWEM U MasnbiM noTpebneHneM XnakocTn. MHOXeCTBO MiaaeHUeB 1
JleTel ¢ aynnukaumen 5q35 ctpaaanu oT 3anopoB. PoautensaMm HeobxoamMMo
06Cy>XaaTb BO3MOXHbIE MPUYMHBI 3aMOPOB C NAaTPOHAKHOW CECTPON MSIN BpayoM,
KOTOpblE MOIyT NOCOBETOBATb M3MEHWUTb PaLMOH pebeHKa Un Ha3HaunUTb eMy
pasMsaryuTeny CTyna, Hanpumep, MoBuKON, Unn cnabutenbHble CpeAcTBa, Takme
Kak Jlaktynosa n CeHHa.

Bo MHOrMX cyyasix TpyAHOCTM NpY KOPM/IEHUM HOCUNIN BPEMEHHBIN XapaKTep K
6bIIM HE3HAUMTENbHBIMYM, HO MHOMAa OHW COXPAHSIMCL M B Bosiee CTaplueM Bo3pacTe
1 TpeboBann neveHnst (B OAHOM U3 U3BECTHbIX Unigue ciydvaeB pebeHka
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NPUXOANIOCH KOPMUTL Yepes TPybKy, B APYrOM Cllyuae Tako BapuaHT
paccMaTpMBanCs HECKOMbKO pas).

HekoTopble poauTenn yrnoMmuHasm, Yto ux pebeHok NpuBepesIMB B eae, Apyrue
rOBOPWIIK, YTO C TPYAOM MNEPELLN K XKEBAHWMIO U TBepaoi nuie. O6bIUHO Ans
MMZIEHLIEB M [IETEN KOPM/IEHNE — NPUSATHBIN NpoLecc. Ans AeTel, KoTopble C
paHHEero Bo3pacTa MCMbITLIBAIOT TPYAHOCTM NPU KOPM/IEHUM, STOT NMPOLIECC MOXKET
NpOBOLMPOBaTh CTPECCOBYIO PEAKLINIO. Y HEKOTOPLIX IETEN, KOTOpbIE NPEoAoNent
TPYAHOCTM MPU FNIOTaHUKM, NEPEXEBLIBAHUN UM PEDIIIOKC, BCE PaBHO MOXET
cchopMMpOBaTLCA OTBpPALLEHNE K MULLIE. PEKOMEHAYETCS NPOKOHCYIbTUPOBATLCS C
Y4acTKOBbIM TEPANEBTOM, NAaTPOHAXHOW CECTPOM, SIoroneaoM Unv NeanaTpomM no
MoBoAY CMELMANM3NPOBAHHbIX NIEYEGHBIX YUPEXAEHWUIN, KOTOPbIE MOTYT MOMOYb
n36exaTh C/lyuyaes, koraa pebeHoK OTKasbiBAETCS OT MULLM, HECMOTPS Ha TO, YTO
(r3myeckn oH cnocobeH ecTb.

“MNepBble 3anopbl NosiBMAMCL A0 roga. C Tex nop oH npuHuMaeT Mosukon (oanH
MaKeTUK B AeHb), 1 NIEKApCTBO NOMOraeT. Mbl HaAeeMcs, YTO CKOPO OH CMOXET
OTBbIKHYTb OT Hero. Takke y Hero Bcerga 6blnm TpyAHOCTU C XKEBAHUEM.

[axe ceiiyac OH He 0YeHb XOPOLLO CrPaB/ISIETCS C TBEPAON MULLIEN, NO3TOMY S
KOPMJItO €ro B OCHOBHOM MSITKOM MULLIEN, KOTOPYHO ierye ectb. ” — aynnunkaums
5035.24g35.3, 4 roaa

“ OHa HopManbHO 6epeT rpyab, HO COCET BCErO HECKOBbKO MUHYT. S 6bl
[loKapM/vBana ee CUeXeHHbIM MosiokoM (He 6onee 20 M), HO, ckopee Bcero, ee bbl
BbIPBAJIO, M MOTOM Y Hee Obl Pa3BMIOCH OTBpaLLEHME K rpyamn unu byTeinoyke. OHa
OYeHb Mef/leHHO Habvpana Bec. B roa HaM NpeasioXnIn BCTaBUTb Ha30racTpasibHbIN
30H/, HO 8 OTKa3anachk. Y Hee 6bl/1 HeAMArHOCTUPOBaHHbIN pedriokc. HakoHel, B 4
MecsiLa Bpad nponucan el OMenpasos, 1 OHa nepecTasna KpuyaTb U nakaTb npu
Buae 6yTbinoykn. K ogHOMy rofly Mbl U3MEHWIN NPOLLECC KOPMIIEHUS, CAENaB ero
MeHee HanpsiXeHHbIM. MoHaaobucs rog, HO OHa CTana ecTb nyduwe. ” —
aynnvkaums 5q35.1g35.3, 6 nerT.

“Heckonbko MecsiLeB Mbl MpuHUMany Mypanakc, MOTOM 3aMEHU/IN KOPOBbE MOJIOKO
CoeBbIM, 1 Npobnema c 3anopamu pelumnnace. ” — aynnukaums 5935.1935.3, 5 net

Y Hee 6bla CUMbHENLAs a/lIEPrvst Ha MOJIOKO, OHa OYeHb Maso ena. Kakoe-To
BpEMsi OHa Cbefasia Tosbko okosio 30 rpaMM MOJIOKa 3a 0AHO KopmeHue. Mocne
KOJIOHOCKOMWM M SHAOCKOMMM HAaM AMArHOCTUPOBaNIu pecitoke. [ABaxkabl en YyTb He
NPOBEIN YPECKOXKHYIO SHAOCKOMNMUYECKYHO racTpocTtoMuto (H3IN). o roga oHa Boobuie
He NWTanacb TBEPAOW MULLEN, [0 ABYX JIET OHA €/1a TOSbKO Mope. ” — AynnvKauus
5035.2g35.2, 4 roaa

“ £ kopMuna ee rpyablo, HO OHa Habupana Bec o4eHb MefJiIeHHO. Mbl MpoBepuIu ee
noTpebneHvie NULLM 1 y3Hanu, 4YTo NUTaTeNbHbIX BELECTB Obl10 A0CTaTo4YHO. Bpaun
CYMTaNK, YTO CUTYaLMs C BECOM YIyULLUTCS, KaK TOSIbKO OHa CMOXET eCTb, HauuHas
C nonyroga. 3ToMy NoMeLLasno CUSIbHOe OTBpaLLEHWe K eAe, HO TOrA4a Mbl He 3Hanw,
YTO 3TO Takoe. BnnoTb A0 10 MecsueB oHa nNuUTanachk TOALKO MPYAHLIM MOJIOKOM.
lNocne 3Toro oHa NOTUXOHBLKY CTana NPOSIBNSATL UHTEPEC K efie, A0 3TOr0 OHa COBCEM
He obpallana BHUMaHus Ha eay.

K cemMu c NonoBuHOM rofaM oHa efla BCE elle MeasieHHO, HO YKe C 6onblunM
yaooBonbcTBMeM. ” — gynnvkaums 5935.2935.3, 13 ner.
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BHewlHOCTb

Cpean peten ¢ aynnvkaumsmm 5g35.2 He 6bIno BbISIBIEHO XapakKTepHbIX 0CO6eHHOCTE

B CTpOEHUN NnnLa.

Takue yepTbl iU pebeHka 06bIMHO eaBa 3aMETHbI ANt poAUTENEN, HO MOTYT BbiTb
BbISIB/IEHBI NEAMATPOM MM KIIMHUYECKUM FEHETMKOM, KOTOpble Hab/oaaloT 3a
AETbMMN C FEHETUHECKUMM U3MEHEHMSIMU U MOTYT 3aMETUTb (U3nNYecKme
0CO6EHHOCTH, YKa3blBAIOLLME HA FEHETMYECKOE MPOUCXOXKAEHWE TPYAHOCTEN
pebeHka. Cpeau BbIsSBNEHHbIX 0COBEHHOCTEN CTPOeHUs iua Haubonee
pacnpocTpaHeHHbIMM BbI TOHKas BEPXHSA ryba, LMpoKasi nepeHocuua,
ManeHbKUI POT, HU3KO MOCAXKEHHbIE/HEOBBIYHBIE YL, KOXHbIE CKNAAKM Y
BHYTPEHHErO Yr/1a rN1asa, LWMPOKO PacCTaB/eHHbIE rasa.

HeobbluaiiHo ManeHbkas ronosa (MUkpouedanus) Yacto Habnoganack y AeTen ¢
aynnvkaumei reHa NSDZI (5/9 — w3 onpolueHHblx Unigue, 25/31 - U3 MeanuUMHCKOM
NUTEpPaTypsbl). Y HEKOTOPbIX U3 3TUX AeTel (5/30 - U3 MeaMUMHCKONM NMTepaTypbl 1
OZIVH - 13 ONpoLeHHbIX Unigue) Hbina BbisiBfieHa HEObbIMAMHO MarieHbkasi YenoCTb
(MukporHaTwus).

Y ogHoro Manbumka ¢ gynnavkaumein 5q35.3 6bina HeobbiMaliHO 60bLUas FosoBa
(Makpouedanus). Y aeBouku ¢ gynnvkaumen 5g35.3 ronosa 6bina 60/bLie HOPMbI, @
y ee bpata Habntoganack acummeTpus Yepena (nnarvouedanms) (Dikow 2013;
Novara 2014; Unique).

Pa3BuTHE KPYynHOi MOTOPUKU: YMEHUE CUAETb, ABUIraTbhCA,
XoAUTb

MHorve MnageHLbl M AeTU HaYanu CMAETb U XOAUTb HEMHOMO MO3Xe UX
CBEPCTHUKOB.

Tak, HebonbLuas 3aaepXxka Habntoganacb y 9/12
OMPOLLEHHbIX YNeHoB Unigue, 9 1yneHoB 6a3bl AaHHbIX
Unigue, a Taroke B 20/31 cnyyasix, OnncaHHbIX B
MEeANLIMHCKOWN nuTepaType, U B 11 - 13 6a3bl AaHHbIX
DECIPHER. OpHako no3gHee cnocobHocTH aeTei
pa3BMBaOTCS NO-pa3HOMY: HeKOTopble NpuobpeTatoT
ABWraTesibHble HaBbIKW NMPUMEPHO B TOM e BO3pacTe,
YTO W OCTasbHble, B TO BPEMS Kak Apyrue
OEMOHCTPUPYIOT SIBHYIO 3a4epXKKy.

Mo aaHHbIM 6a3bl Unigue, [ETN HAYYNITUCh
nepeBopayYmnBaTbCs B BO3pacTe OT 3 A0 9 Mecsiues,
cMaeTb — B Bo3pacTte oT 8 Ao 11 Mecsues, nonsaTb
WN HEeYBEPEHHO X0AUTb — OT 7 Mecsaues Ao 1,5 ner,
CaMOCTOSITENBHO XOAUTL — B Bo3pacTe oT 1 roga Ao 3
neT (60NbLWMHCTBO AeTel NOWN K ABYM roaam).

Ha noaBwKHOCTb pebeHka MOryT BAWSITb U3MEHEHUS

MbILLIEYHOro TOHyca. Tak, cornacHo 6ase gaHHsix Unigue, NpUMepHO Y NMOJSIOBUHBI
netel 6bin NM60 HU3KMI TOHYC (FMMOTOHWMS), MO0 BLICOKMIA TOHYC (FMNEPTOHMS),
nnbo mx coveTaHue. MnageHLpbl C HU3KMM MbILLEYHbIM TOHYCOM NPU poXAEHWUM
BANble, KOrAa Ux 6ePyT Ha pyKH, a Takxke YacTo 3anpoKMaLIBALOT rofiosy. Huskui
MbILLEYHbIV TOHYC O6bIYHO MOBLILLAETCS MO Mepe pasBUTUS pebeHka, HO MHOrAa
OCTaeTCs 1 BO B3pOC/IOM Bo3pacTe. [ pa3sBuUTus ABUraTenbHbIX HAaBbIKOB
NPUMEHSIOTCS perynspHas gusnyeckas Tepanvs U optoneamMyeckue cpeacrtsa,
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HanpuMep, crneuunanbHas obysb. Mo cnoBam poauTenen,
WX [ETU C YAOBONLCTBUEM 3aHUMAIOTCS Pa3/IiHbLIMMI
BMAAMN (PU3NYECKOW aKTUBHOCTU, 0COBEHHO
6ONbLUMHCTBY HPABATCA MylaBaHNE, TaHUbl U 3aHSTUS Ha
ceexxeM Bo3ayxe (Dikow 2013; Novara 2014; Reis 2017;
Unique).

“ Moel nodepu nponmcanu Kypc pusmnyeckoi Tepanuu,
yTOGbl OHa Hay4Mnacb XoAWTb, Y HEAABHO Mbl €r0
3aBepwmnv. OHa NobUT NiaBaTh U UrPaTb Ha CBEXXEM
Bo3ayxe. ”— aynnukaumst 5935.1g35.3, 5 ner.

““ Moi1 CblH XoAWT Ha du3nyeckyto Tepanuto ¢ 1 roga u 10
MecsiueB. [epBble MEeCSLbl XXW3HU OH Obln JOBOJSIbHO
BS/IbIM M3-32 HWU3KOTO MbILLEYHOrO TOHyca. Korga OH
BO3OYXJEH YeM-TO, TO BCE €ro Teso Hanpsiraercs
(ocobeHHo pykn). Celyac OH HEe TaK 4YacTO XOAWUT K
$u3noTepaneBTy, y HEro NoslydaeTcs pa3BuBaThb KPYMHYHO
MOTOPUKY caMocCTosiTeNibHo. OH  MobuT urpaTb Ha
UrpyLIEYHBIX My3blKaJIbHbIX MHCTPYMEHTaX WM TaHLIEBATb.
EMy HpaBWTCS NPOBOAWTL BPEMS Ha yNuLIe, HAbnoaaTh 3a :
MalLUMHAMK Ha Aopore, NiaBaTh, UrpaTh Ha Naske. HeaBHO OH HAayuWcst KaTaTbCst
Ha camokaTe. ” — gynnukaums 5935.1935.3, 4 roga

“ OH NOBUT NPOrysIkM Ha CBEXEM BO3yXe, HO MOXET BbICTPO 3aMep3HYTb, EC/IN HE
6yaneT MHOro ABuraTbCsl. EMy HpaBUTCS KaTaTbCsl Ha Belocuneae unm cKyTepe,
3aHMMaTbCA CafOBOACTBOM/IYNSATh B CaAy. Y HEro He OYeHb XOpoLUasl KOHLEHTpaums
BHMMaHWs, @ B CaZly OH MOXET 3aHMMaTbCA pa3HbIMK BeLaMK, HanpuMMep, NpbiraTb
Ha 6aTyTe, bpocaTb Msiu cobake, urpatb B yTHON UK Apyrve Urpbl ¢ M4YoM. » —
aynnukaums 5935.2g35.3, 9 net

“ EM Hy>KHa NMOMOLLb NMpu Xoabbe v NMpbKKax, a elle Yy Hee MblleYHas FTUNoTOHMS
(ocobeHHo B pykax M Horax). ” — aynnukaumst 5q35.3, 9 net

“ KakeTcsl, Mbl BEUHOCTb UMM ee KaTaTbCsl Ha BeNocuneae v nnaBaTb. Mbl AyMaeMm,
OHa ckopee 60si1acb, @ He He MorJa 3TO AenaTh. HepaBHO el MpuLLIOCh NepececTb
Ha B3POC/IbIi BEMOCUNE, U OHa CHOBA CTasia YyBCTBOBATb cebsl HeyBEpPeHHO 3a
pynem. ¥ — aynnukaumnsi 5q35.2q35.3, 13 net

“ EN Hy>xHa Bbina husnyeckas Tepanms, YTobbl pasBUTb MbILLEYHYIO CUNY, YYBCTBO
paBHOBECKS 1 MOMOYb C TPYAHOCTSIMU B MEJIKOW 1 KPYMHOM MOTOpuke. OHa Niobut
My3bIKY ¥ TaHLbl, C YAOBOJILCTBUEM UrPAET BO BCAKME Mrpbl C Kpackamu 1 Boaol. Eule
OHa XOAWT Ha F'MMHACTWKY, MAaBaHWe W KapaTe Moc/e LWKOoMbL. * — aynavkaLms
5q35.2q35.3, 6 net

PasButue: koopaMHauma u paboTta pyk (Menkas MOTopuka)
HaBbikyu MenkKoii MOTOPUKMK U yXopa 3a cobon

B 60/bLIMHCTBE ClyYaeB y AETEN HabNIOAAETCA 3aepXKKa pasBuUTMS B paboTte pyk U
3pUTENIbHO-MOTOPHON KOOPAUHALINM.

3TW HaBbIKN HEO6XOAMMBI, YTOGbI AepXKaTb BYTbINIOUKY, NOMb30BaTLCS CTONOBbIMU
npubopamu, UrpaTtb, AepXKaTb KapaHaall U 3acTerusatb oaexay. Mo MHeHuo
HEKOTOpbIX poauTENel, BO3MOXHbLIMU MPUYMHAMU TaKuUX TPYAHOCTEN SABASIOTCS
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T ‘ LT rMnepMOBMLHOCTb W/MAK TUMNOTOHMS CYCTaBoB (OCOBEHHO B
3 i { nanbuax) y aeTeil.

HekoTopbIM AeTSM NOMOrnu cneumanbHble CToNoBble NpUbopbI
N KPYXXKU C pyyYkamu, a Takxke namenbyeHne num. [erten,
KOTOPbIM TPYAHO AepXKaTb MUCbMEHHbIE MPUHALNEXHOCTH 1
Mob30BaTbCA MMM, MOXHO Hay4uTb nevaTtaTb Ha KiaBuaType.
[ns pa3BUTUS 3TUX HABbIKOB MOTYT BbITb MOME3HbI NPOrpaMMbl
paHHero BMelwaTensCTea u aprotepanus (3T). Takoke MOryT
nomMoub pe3bba, Nasnbl, pUCOBAHME MO TOHYKaM, MO3aWKu-
rBO3AVKM U CrieuunanbHble Pa3BMBaloLLME UrpyLLIKU-COpTEpSI
(Unique).

M3-3a nogobHOro poaa TpyAHOCTEN AeTU MOryT
NPOAO/MKUTENBHOE BpeMS HYXKAATbCS B MOMOLUM C HaAEBaHWEM U CHUMaHUEM
oaexnbl, a Npobnembl C 3aCTerMBaHNEM MOIMyT OCTaTbCS Ha BCHO XM3Hb. Kpome
TOro, UM MOXEeT NoTpeboBaTbCA MOMOLLb MPU YUCTKE 3y60B U YMbIBAHUN.
MpuyyeHue K TyaneTy 06blYHO OTKIIaAbIBANOCh, U, COMNAacHO OMbITy cemeln Unigue,
HECMOTPS Ha TO, UTO HEKOTOPbIE AETU YK CMOCOBHBI KOHTPONMPOBaTh
MouencrnyckaHve n gedexaumio K onpeaeneHHoMy Bo3pacTy, MHOruM Tpebyetcs
6onblie BpeMeHn, 4Tobbl 3TOMY Hay4uuTbest (Unique).

“ C 60/bLUVMHCTBOM BELLE OHa XOPOLLO CrPaB/ISIETCS, 0AHAKO M3-3a
FVII'IepMOGVIHbHOCTVI CyCTaBOB MaJ/ibLieB OHa UCMbITbIBAET TPYAHOCTU C MesKomn
MOTOpUMKOW. OHa YMEET MuncaTh, MONb30BaTbLCS BUIKOW U T.A., XOTS MEPBOE AaeTcs
eli ¢ TpyaoM. KpoMe Toro, oHa yMeEeT pUcoBaThb, HO MSIOXO AJ1si CBOEr0 BO3pacTa.
MpuyyeHre K TyaneTy NPOXOAMIIO YXKacHO - Y Hee BCeraa Haxoamnmnch «Kakme-To
fena». OHa Hayuyunacb XOAWTb B TyasieT AHEM, KorAa el 6bi10 NPUMEPHO TpU C
MONIOBMHOM o, OAHAKO HOUbIO €M1 elle BbIBAaeT TPYAHO MpoCkINaThcs B Tyaner”,
— aynnukaumsa 5q35.2g35.3, 6 net

“ OHa MoKa YTO He YMeeT MOoJb30BaThCs HOXOM, HO 3aTO YMEET CaMOCTOATENbHO
0[€BaTbCs - XOTS M He B noaxoaswyto oaexay. OHa He yMeeT 3acTerneartb
6t0CTranbTep, NyroBuLlbl U T.A4., TO €CTb TO, YTO TPeBYET paboThl MEIKOW MOTOPUKK,
aynnvkaums 5q35.2qg35.3, 16 net

Y Hee No3AHO PasBUIMCh HABbIKU MENKOW MOTOPVMKM: OHa [OJIbLUE YYUIack nucaTb
1 prcoBaTb. OHa He YMEET Mo/b30BaThCS HOXKOM, @ TakXKe Yy Hee NIoXon NoYepk.
OHa yMeeT CaMOCTOSITENbHO OAEBATHLCS, HO He no noroae”, — aynnukauus 5g35.3, 9
net

“ Pa3BWUTHE HABBLIKOB MEKOV MOTOPMKM MPOXOAWIO0 Y HEE B COOTBETCTBUM C HOPMOM.
[lns cBOEro Bo3pacrta el 0YeHb XOPOLLO AATCS YTeHne NucbMo. OHa Hay4dmunach
pEerynMpoBaTh CBOE MOYENCTyCKaHWe NpYMEPHO B ABa C MOJIOBUHOW roaa, a
nedekaunio - NnpubnuantensbHo B 6 net”, — aynnukaums 5935.2g35.3, 9 net

“ Ee HaBbIKW MEKOW MOTOPUKU YNTyULLAIOTCS], OAHAKO OHW pa3BMBaIUCh Y Hee
MeAJSIeHHee, YeM y ocTanbHbIx. OHa Hayana pucosaTh NPOCTbIE BELM B BO3pacTe
YeTbIpex JIET, HO PUCYET He TaK Y> MHOrO KapTWH. Eii ceftyac noyTu 6 neT, 1 oHa kak
pa3 Hayana yntatb. OHa TaKkxxe yMeeT xopowo nucatb. K 4 rogam oHa Hayyuiach
MoJs1b30BaTbCA MOPLUKOM W JIErKO NMPOCHINAETCA B TyasneT rno Ho4aM, HO BCE elle
nepuoamyecKn MoYMTCS B NOAry3HUK B AHEBHOE BpPeEMS, KOrja YeM-To 3aHaTa”, —
aynnvkaumns 5935.2935.3, 5 net
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M1D0HH9Q0D0 SMMd9hHaTadoU N suLngsed

“Y Hee HEAOCTAaTOYHO XOPOLLO Pa3BUTbI HABbIKM MENIKON MOTOpWKW. Eli Bbio
TPYAHO AepXxaTb KapaHdall M Nofb30BaTbCs CTONOBbIMM NpUbopamMu - BO BCIKOM
cryyae oHa npegroynTana ectb pykamu. ocne Toro kak Gpuanyeckuii TepanesT
3anof03pu Y Hee pacCTPOMCTBO CEHCOPHOM MHTErpaLum, C YETbIPEX C MOSIOBUHOM
NET pa3 B HeZIeMN0 OHA XOAWMA Ha 3proTepanuio, YTo NMOLUOo el Ha nonb3y. Mocne
obcnenoBaHns B BOCbMUIETHEM BO3pacTe Mbl MPOAO/IKUAN XOAUTb Ha 3proTepanmio
pa3 B roa BnioTb A0 11 neT. Tenepb 51 3BOHIO AOKTOPY TOMbKO A/ TOro, YTobbl
pacckasaTb 0 CaMoYyBCTBUM pebeHka. lMocelleHne sprotTepanesTa 04eHb MOMOr/IO:
€e CUJIbHO yKauuMBasno B TPaHCNopTe, NO3TOMY Mbl HE MO/ NO3BONUTL cebe
MalwmHy. C Tex nop, Kak er ucnonHunock 11 neT, y Hac nosisunack MawmHa”, —
aynnvkaumns 5935.2935.3, 12 net

Cnoco6bHOCTb K 06yueHunto

[leTv MoryT AeMOHCTPUPOBaTh CaMble pa3Hble CTerneHu
CNocobHOCTM K 0ByYeHMio, HO AeTH C aynnukauuei 535
4acTo HYXZAKTCA B NoAAEPXKe npu 0byyeHuu.

HekoTopble AeTU C yMepeHHbIMM NpobrieMaMm ¢ 06yyeHneM
nocewatoT obLeobpazoBaTesibHble WKOSbI U CneayoT
CTaHAAPTHOW YUYebHOoM NporpaMMe, Nno HeobXxoanMOCTH
nony4Yas noaaepXKy OT CNeUmanncToB, UMEIOLLMX OMbIT
paboTbl C AETbMU C UHAMBUAYASIbHBIMU OCOBEHHOCTAMM
pa3BuTKsI. Y OCTasnbHbIX AeTel 6bina BhisiBNeHa Cepbe3Hasl |
¢opmMa MHTENNEKTYaNbHOW HEIOCTAaTOYHOCTU, U UM HYXXHa -
KonoccanbHast noaaepxka.

CornacHo pe3ynbTaTam onpoca Unigue, 8 u3 9 peteit ¢ aynnvkauuen 5g35,
3aTparvBaiollent reH NSDI, ucrbiTbiBanu Erkon UK YMEPEHHOW CTEMNEeHU
TPYAHOCTM B 0BYHYEHUM MU Y HUX BbINN TE XKE CTEMNEHW UHTENNEKTYasIbHOM
HEAO0CTAaTOYHOCTM (Y YETLIPEX AETEN - Nerkasi CTEMEHb, Y ABYX - YMEPEHHas!, Y
OAHOro - TshKenas).

Y Bcex Tpoux AeTel ¢ aynnukaumel 5q35.3 Habnoaanuck TpyAHOCTU B 06yYeHUN
WM UHTENNIEKTYaslbHasi HEAOCTaTOMHOCTL (Y ABYX AETel bbifia yMepeHHas CTeneHb,
Y OAHOrO - Tshkenast). [Boe M3 HWX - KPOBHbIE POACTBEHHMKW. Y OAHOMO M3 3THX
[EeTell yKasaHHbIE BbllUe HapyLIEHUS BbIPaXkasiMCb HE TakK CUJIbHO, Kak y BTOPOro
(Unique).

AHasIorM4yHble CllyYan ONMCHIBANNCh B MEAULIMHCKOW NTepaType: NPUMEPHO Y ABYX
Tpeteii (23/30) netelt 1 B3pOC/bIX MMENWUCb MOATBEPXKAEHHbIE TPYAHOCTU B
06y4YeHUn UK UHTENNEKTyaslbHasi HeAOCTaTOYHOCTb, CTENEHb KOTOPbIX
BapbupoBana OT JIErkon A0 TSHXKENON. B MeANLIMHCKON NpaKTUKe 3aperncTpupoBaHbl
Cny4au OTCYTCTBMS SIBHbIX NpobneM ¢ pa3sutueM. MogobHoe Habnoganoch y
JIEBATUNETHErO Marnb4uka C Aynnvkaumen 5q35.2qter u y TpexneTHero Manbymka c
nynnuvkaumen 5q35.2g35.3, 3aTparvBatoulelt reH NSDI (Dikow 2013; Jamsheer
2013; Novara 2014).

MHorue aetu U3 npoekTa Unigue y4vninch B 0611e06pa3oBaTesibHOMN LLKOSIE, Npu
3TOM HeKoTopble YacTo npuberany K NOMOLLM NIMYHOIO ThiIOTOpa B Kilacce n1bo B
APYrvX ycnoBusix. Heckonbko AeTeii NepeBenm B LKoY C 0COBbIMM
obpazoBaTenbHbIMM NOTPEOHOCTAMM Ha MO34HEM 3Tane, YTO SBHO MOLLIO UM Ha
Mosib3y, OCTasibHbIE XXEe MOCELLaIN CreLmanu3npoBaHHbIe LKOSbl Ha MPOTHKEHUN
yuebbl. OanH pebeHok obyyancs Ha foMy.
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Ecnu Bbl UyBCTBYeETE, UTO €CTb MOBOZALI AN 6ECMOKOMCTBA, MOMHUTE, YTO MOMOLLb
CMeLvanmucToB Ha paHHKX 3Tanax MOXET CbirpaTb BaXKHYIO posnb. Mpu
CBOEBPEMEHHOW AMarHOCTMKE TPYAHOCTEN B 06y4eHUM MOXHO UCMONb30BaTh
NporpaMMbl paHHEro BMeLLATENbCTBA, KOTOpbIe MOMYT OKa3aTbCsl BECbMa

3 beKTUBHBLIMW.

B BenukobpuTtaHum no utoram oueHku notpebHocTein EHC (Education, Health and
Care, «Obpa3oBaHu1e, 34paBOOXpaHEHVE U coumanbHoe obecrneyeHme»)
pa3pabaTbiBaeTcs MHANBMAYaNbHAs ANs Kaxaoro pebeHka nporpamma. JokymeHT
MMEET I0PUANYECKYIO CUTY U rapaHTUpYeT, 4To obpa3oBaTesnbHble, MeaULMHCKUE U
coumanbHble HyXabl pebeHka 6yayT yaosneTsopeHbl. Y Unigue ectb nocobue
«0Obpa3oBaHne», KOTOPOE MOXHO HaWTW Ha HalleM caiTe B pasaesne NnpakTUyYeckux
PYKOBOACTB A5 CEMEN.

“Y Hero obHapy»KeHbl HapyLUEHMsI CNOCOBHOCTEN K 0BYYEHWNIO CPEeAHEN CTENEHN U
ancnekcysi. OH UCTbITbIBAET TPYAHOCTU C YCBOEHWEM Y4ebHOM NporpaMMbl C
HayanbHOM WKonbl. TorAa OH He 3anoMuHan uHdopMaumio U He passusancs. C 4
Kflacca OH y4MTCSt CO CNpaBKo 06 0cobbIx 0bpasoBaTesbHbIX NOTpedbHocTsX. Celvac
eMmy 11 fIeT, OH XOAWT B CPeAHIO 06pa30BaTEeNbHYIO LWKOMY W AENAET YCNexu, HO
OYeHb MefJIeHHO. TeM He MeHee, C TeX NMop Kak OH NoLen B 7 Kacc, nporpecc crasn
3Ha4YnTeENbHO 6bICTpee, YyeM B HayasibHOW LWKone. OH He MOXET C8060AHO YynTaTtb
WK NcaTb, He CrocobeH enaTb 3BYKO-OYKBEHHbIN aHaU3 Npy YTEHUM, U Y HETO
€CTb C/IOXXHOCTU MaTeMaTUKOM. B KO OH MosTy4aeT OrpoMHYI0 MOAAEPXKKY OT
npenoaaBaTeneil 1 oTAena cneumanbHbix 06pasoBaTenbHbIX NoTpebHoCTEN. B 4
Kflacce Mbl MOAYMbIBaNM OTAATb €ro B LUKOJY C YMEPEHHBIMU TPYAHOCTSAMU B
06y4YeHnn, oaHaKo ero 3asiB/ieHue ABa pa3a Obl10 OTKIOHEHO OKPYTOM, MOCKOSIbKY
ero o6 Npoduib He COOTBETCTBOBA/ KPUTEPUSAM, M NOC/E MOCELLEHMS LWKOSbI S
1 MOI MY>XX COrNIACUIIUCh C 3TUM”, — aynnukaums 5q35.2935.3, BennkobputaHus

“ EN WeCTb NET, OHa yunUTCs B 061L1e06pa30BaTeNbHON LIKOJE U OTCTAET NPUMEPHO
Ha nonTopa roga. OHa yMeeT ynTaTb M NucaTb. B YeTbipe roga Havana pucosaTtb
MPOCTbIE PUCYHKM, HO CeilYac MHOrO He pucyeT. Eii Xopoluo aatoTcst hoHeTMKa 1
MMCbMO. Y Hee HET MHAMBUAYaIbHOro 06pa3oBaTe/lbHOr0-0340POBUTENBHOMO MNJ1aHa,
MO3TOMY OHa M OTCTAET, HO eIl OKa3bIBaOT CreLMasibHy0 NOMOLLb B WKone”, —
Mo3aunyHas gyrnnmkaumsa 5q35.2g35.3, 5 net, Bennkobputanus

“ C Tpex [0 YETbIPEX NIET OHA XoAuna B AETCKUI can B HuaepnaHaax. C YeTbipex net
M [0 CUX MOP OHa YUYUTCS B HaYaslbHOM 0611ie0bpasoBaTe/ibHOM Wkose. OHa Ha roa
OTCTaeT B MaTeMaTvKe 1 MHAMBUAYa/IbHO 3aHMMAETCS C KOPPEKLMOHHBIM NeJaroroM
pa3 B Hegento no nontopa vaca. OHa BrafeeT rofiaHACKMM U HEMELIKUM S13blKaMi,
6€e3 TpyZa y4uT aHrMNCKMI. [la 1 B LIESIOM OHa OYEHb MHTEPECYETCs A3blkaMu. B
TEYEHWe 3TOro rofa Mbl AO/MKHbI MPUHSTH PELLIEHNE MO NOBOAY CPEAHEN LKOSIbI, HO
Mbl TAK)KE PACCMATPUBAEM BapUaHT CreLmanbHOro obyyeHust us-3a TpyaHOCTEN C
MaTeMaTukoi. C BO3pacTOM OHa CTasia 6osiee CrnocobHoi B yuebe, U Mbl YBEPEHSI,
YTO BOMPOC C MAaTEMATMKOW CO BPEMEHEM TOXE PELLUTCA™, — AynnKaums
5q35.2g35.3, 13 nert, EBpona

“Moka HMYero He BbISIBNIEHO, Tak KaK TPYAHOCTW B 06YYEHUN AUArHOCTUPYIOT Y
AeTeli cTaplle BocbMW. Ee NpoBepsifiv Ha HapyLLeHUE CITlyXOBOTO BOCMPUSITUS, HO U
3TO MOXHO AMArHOCTUPOBATL TOJIbKO C ceMu NieT. OAHAKO Mbl BCE XKe HaLliu OAHO
cnaboe MecTo: ee CllyX B HOPMe, HO eii TPYAHO pacc/blllaTh, yAepXKaTb U NOHSATb
MHdOpMaLMIo, KOrAa BOKPYr ApPyrve rosioca, NMosToMy eil HENerko HaxoauThCs B
knacce. EVi TpyaHO nucaTb: oHa BCE elue nyTaeT 6ykBbl d 1 b. B cBo LIECTb NIET OHa
PUCYET KaK YETbIPEXNIETHUI pebeHOK. OHa aXe MOXKET YNTaTb, ECII Y HEE €CTb
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M1D0HHS90D0 SMMNDShHBeg0U U anlndeed

HacTpoeHue! cnonb3oBaHve nporpamMmbl Anst obyyeHust yteHmio «Reading Eggs»
6b110 AENCTBUTENBHO NOMe3HbIM. OHa XOPOLUO CMPaBASETCS, KOrAa 3aHUMAETCs C
KEM-TO UHAMBUAYaSIbHO, HO MHOTAA el HYXXHO MOBTOPUTb UYTO-TO HECKO/bKO pas. U
Nyylle BCEro, AaBaTb el TONbKO OAHO MMM ABa 3aAaHust 3a pa3. S obpaTuncs K
YaCTHbIM CrneumanncTam YTobbl BbiSIBUTb HapyLLUEHWE C/TyXOBOrO BOCMPUSITUS, @
TaKXe K aproTepanesTy U negarory-ncmxonory. Ecnm 6bl 9 pelumn caenaTb BCE 3T0
yepes rocyapCTBEHHYIO UK 6eCnnaTHyt0 CUCTEMY, TO HMYEro 6bl He BbILWIIO, Tak
KakK MOSl Io4Yb He OTCTAEeT B LUKOJIE U MOKA HE CYMTAETCS HyXXAAtoLLENCS B
MEeAMLMHCKOM ocMOTpe. Mo3ToMy B NepBYLO ovepeab St MOCTYNWA Tak, 4Tobbl cpasy
NOJSTy4YnTb MOMOLLb. YeTbipe pa3a B HEAENo Y Hee npoxoaaT 3aHAaTust no 40 MUHYT C
Mnaawnm npenogaesatenemM”, — aynnukaumsa 5935.2g35.3, 6 net, Hoeasi 3enaHams

“ Ee pa3BuUTHE COOTBETCTBYET BO3PACTY. [1s1 CBOMX JIET OHA OYEeHb XOPOLLO YNTAET U
MULLIET, HO MaTeMaTKKa AaeTcs el Tskeno. OHa yuuTcs B 06Leobpa3oBaTesibHOM
wkone”, — aynnukaumna 5q35.2935.3, 9 net, HoBas 3enaHamws

'Y Hee CUNbHO BbIpaXXeHa MHTENEKTyalbHas HeAoCTaTOMHOCTb. OHa 3aHMMaeTCs
Mo MporpaMMe paHHero BMeLIaTeNbCTBa U XOAUT B AETCKUIA CaZl C UHAMBUAYATbHOM
noaaepxkoi. Ceivac oHa XoAuT B CreLMasibHyo LLKOSY Afs NOArOTOBKM K
HayanbHOMy 06pa3oBaHmio”, — aynnukaumsa 5g35.3, 9 net, ABCTpanus

“ OH npoxoau MeaULIMHCKUIA OCMOTP B CEMb J1ET, 3aTeM cHoBa — B 11. B
pesynbTaTe 6bin BbisSiBNEHbI HebonbLIMe TpyaHOCTU B 06yyeHun (IQ 74-77). OH po
CUX MOP He YMeeT YnTaTb, NUCaTb M 3aMOMUHATb YNCA. Y HEro He nony4vaercs
pvcoBaTb, MOTOMY YTO €My He yAaeTCs YAepXKaTb kapaHdaw B pykax. OH He cMor
NMOArOTOBUTLCA K LLUKOME, NOTOMY YTO eMy 6bl/10 HerHTepecHo. M3-3a 3Toro emy
MPULLIOCh NMPOMTU MPOrpaMMy AETCKOrO cafa 3aHoBO. OH XOAU B HauasbHYtO
LIKOMY C Hy/IEBOro Kracca A0 BToporo. Cenyac oH HaxoaMTCs Ha AOMaLLIHEM
06yyeHunn. OH BCE elle He yMeeT unTaTtb U NCaTb, HO C BOOAYLUEBMIEHWEM U3yYaeT
TO, 4TO eMy HpaBuTCs”, — aynnmkaumsa 5q35.3, 10 net, ABcTpanus

Peub n obuieHune

«TUNWYHO>» pa3BMBaIOLLMIACS PeBEHOK K LIECTM MECSILIAM MY/IUT U NIEMNEYET,
cneayioLme HECKONbKO MECALIEB U34AET 3BYKM MOXOXME Ha peyb M NPUMEPHO K roay
MPOM3HOCKT MepBble MOHSATHBIE C/I0Ba. B TO BpeMsi Kak MPUMEPHO Y NOJIOBUHbI
JIETEN-YUYACTHUKOB Unigue c nynnukauuei 5q35, Bkitodas reH NSDI (5 n3 9 cnyyaes
no pesynbTaTaM onpoca, 5 cnyyaeB 13 6a3bl Unigue), A3biK 1 pedb 6binn 6ernbiMm
W/Vnn COOTBETCTBYHOLLMMM BO3PACTY, Y OCTasbHbIX (4 13 9 cny4yaes) 6binia BbisSiBIEHa
3aiepXXKa pe4yeBoro pasBuTHSI.

Cpeav aTux feTen rpynnbl Unigue ¢ aynnukaumen 5g35.3 y 0AHOro He 6biio
3a[1EPXKKN PEYEBOr0 Pas3BUTKS, B TO BPEMS KaK M3 [ABYX POACTBEHHMKOB C TaKOWi Xe
ZynavKaumWeid OavH He roBOpwWI, a y Apyroro 6bila cepbesHasi 3a4epXka peyeBoro
pasBUTUSI.

Takke B MeOMLUMHCKOM NuTepaType ObiiM 3340KYMEHTUPOBAHbl OTAENbHbIE
cnyyam 3aaepxkn peun (Dikow 2013; Rosenfeld 2013; Novara 2014; Reis 2017;
DECIPHER; Unique).

CYLI.leCTByeT MHOXECTBO NMPUYUH 3a4EPXKKN PEYEBOIro pa3BuTnsa, B UX YMCne CBA3b
Mexay CNocobHOCTLIO y4uuTbCa n CNOCO6HOCTbIO rOBOPUTD. HW3KUI MbILLIEYHBIN
TOHYC (FVII'IOTOHVIH) BbI3blBAET OcCrlabnexHme Mol pTa un pOTOBOVI NoJI0CTH, 4TO
MOXET HE TOJIbKO NPUBECTU K HapPYLLEHUIO COCaTEIbHOIo peq)neKca, HO U NOBNUATb
Ha pa3BuUTUE peYNn.
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Ecnu pebeHok oBnaaeBaeT HaBblkaMM pPeUn, TO CO BPEMEHEM Y HErO MoJTy4aeTcs
COCTaB/ISATb ANMHHbBIE NPEASIOXKEHMS CO C/TOXHOMN CTPYKTYpOK. HeKoTopbIM AETsSM
MHOra CI0XKHO YETKO U pa3bopumnBO NMPOU3HOCUTL 3BYKW, UTO MOXKET 3aTpyaHUTb
06LLEHNE C HE3HAKOMbIMM NIIAbMU. MHOTME poaUTENM FOBOPUIIM O TOM, UYTO UX
pebeHok noHnman ropasgo 6osblue, YeM MOr CKasaTb.

Ho ecnu peuyb y pebeHka He pa3BuTa UM MNOTHOCTBIO OTCYTCTBYET, MOXXHO 06paTUTLC
K TaKUM CpefiCTBaM asfibTEPHAaTUBHOM W IOMOSIHEHHOM KOMMyHMKaumum (AK), kak s3blk
MakaToH (coyeTaHue peyn, KeCTOB U CUMBOJIOB), XXECTUKYNALMNS, MUMMKA, KapTOYKK
PECS (KoMMyHMKaumoHHas Cuctema ObmeHa MzobpaxeHusamu) n oblieHue npu
NnoMoLLM NnaHweTa. Tak pebeHok He 6yaeT 4yBCTBOBaTb Cebs MOTEPSAHHBIM M3-3a TOr
YTO HE CMOXET SICHO BbIpa3uTb CBOM NOTPEOHOCTU U XKenaHus.

OnpeaenuTtb MHAMBMAYaNbHbIE NOTPEGHOCTU Balero pebeHka rnoMoXeT
o6cnenoBaHve y noronefa. Ecnm pebeHky pekoMeHA0BaHb!l PerynsipHble 3aHSTHS,
TO OHM [AOKHbI 6bITb 3AANTUPOBaHbI NMOZ Ero NOTPEGHOCTU. 3aHATUS C JIOroneaoMm
MOMOI/I MHOTUM CEMbSIM TpYNNbl Unigue, CTONKHYBLUMMCS C PEAKUMU
XPOMOCOMHbIMU OTK/IOHEHUSIMU. JTto6ble BO3MOXHbIE NPOB/IEMbI CO C/TYXOM TaKxXe
CTOMUT OTCNIEXMBATb M PELIATb HA PaHHUX CTaausIX.

“ OHa oboxxaeT obwatbcsa! B 1 roa u 6 MecsiieB OHa XOpOoLLIO BOCMPUHMMana v
MOHWMana, YTo el roBOPST, U ee COBCTBEHHAs! peyb ToXe Oblia BrosiHE pa3BuTa.
Celtuac, Koraa el WecTb, OHa pa3roBapyBaET MOJTHBIMU MPEASIOXKEHUSIMU, HO Y Hee
€CTb TPYAHOCTM C NOBTOpeHueM cnos”, — aynnvkauus 5q35.2935.3, 6 net

“Y Hee 3agepXxKa peyun, No3TOMY NMpeXxae YeM MOMTU B AETCKUIA caf, B TPU C
MOJIOBMHOM rofa, OHa Hadyana xoAuTb K fioroneay. Ee 3aHstusi ¢ noronegom
MPOAO/HKAIOTCS U NMOC/E 3a4MC/IEHNS] B LUKOJTY. OTO OYeHb €l MOMOr/I0: OHa CTasa
rOBOPWUTb A0BOJIbHO BbICTpo. Celtyac OHa B OCHOBHOM FOBOPUT KOPOTKUMM
npeanoxeHusamu Bpoae «Mama, s xouy B napk». Ho s1 yBepeHa, oHa NMoHUMaeT
ropa3ao 6osbLue, YeM MOXET cka3aTb”, — ayrnnunkaums 5g35.1q35.3, 5 net

“ OHa 3aroBopwna B 10 MecaLeB. B ceMb € NOIOBUHOMN OHa 6binia GUMMHIBOM U
roBopwna ANMHHBIMK, CNOXHbIMU Npeanoxenusmn®, — aynnmkaumst 5g35.2q935.3,
13 net

“B nonTopa roga OHa Havasna roBopuTb, MOr/ia NPousHecTu 10 CoB M MHOMO
nenetana. MHoraa eii 6biBaeT TPyAHO MpaBW/IbHO MPOM3HOCUTb 3BYKU, TaKXKE OHa
MOHMMAET Peyb Jlyylle, YEM BblpaXkaeT COBCTBEHHbIE MbIC/IN. OHa MUCNonb3yeT
npeanoxeHns Harnogobre «Mama, MOXHO caenaTb TOPT CerogHs?» », — aynnvkauus
5035.2g35.3, 4 roaa

Y Hero 6blna cunbHas 3afepXxka B pasBUTUM peu, K TPeM C MOOBMHOM OH
rOBOPWI NWLWb OTAENbHbIE CNI0BA. B NsTb neT oH Mor obLwaTtbes hpa3amu, HO Y Hero
BO3HMKJ1A 3X0Nanuns (aBTOMaTUYECKOE NMOBTOPEHWE YCrblwaHHoro). K BoCbMK rogam
OH Hay4usICs COCTaBNATb NPEASIOXKEHMS, XOTS BCE elle UCTbITbIBAA COXHOCTU C
MPOV3HOLLEHNEM W FPAMMATMKOW. NPy roBOPEHUN eMy TPYAHO pasnuyaTh GyKBsbl
andasuta. OH NCMOMb3yeT MHOMO ASIMHHBIX (pa3, MOBTOPSIOWMXCA U He BCerga
YMECTHbIX B KOHTEKCTE, KOria roBOPUT O TOM, YTO eMy MHTepecHo. Ero peuenTusHas
peYb HECKOJLKO JlyuLLe SKCMPECCUMBHOW”, — aynnukauusa 5g35.3, 10 net

“ OH 3aroBOpW MPUMEPHO B TPU roAa. Yacto OH roBOpUT KOPOTKUMU
npeanoxeHnaMu/dpasamu. OLHO U3 ero HeAABHUX ANIMHHBIX NPeaSIOKeHuIt 6bio
Takoe: «YTo JenaeT YenoBeK Ha Kpbllle?» OH 3HAeT COTHU OTAE/bHbIX C/I0B, HO
Moka YTO He COeAMHSIET VX B CIOXKHbIE NPeaioxeHus. Koraa Mbl b1 He YBEPEHDI,
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CMOXET /1M OH 06LaTbCs BepbanbHO, Mbl Bblyunan Lamh (5kecToBbIN A3bIK,
npuayMaHHbI B MpnaHaum). 3To NOMOr/Io HaM Ha HayaslbHbIX Tanax
(opMMpoBaHUS peyun, NOTOMY YTO MO3BOJIMIIO JTyyLle NMOHUMATb ero coBa. Mbl
ybexxaeHbl, YTO OH NMOHMMAET HAaMHOro 60sblue, YeM cnocobeH BbIpas3nTb”, —
aynnukaumns 5935.2935.3, 4 roga

“ OH [0BOJIbHO XOPOLLIO FOBOPUT — W BPSA N1 3TO OTTOro, YTO S caMa 6onTyLuka!
Ero TunnyHoe npeanoxenune: «S cerogHs pabotan Ha depme». OH rOBOPUT Kak
Manblll, KOTOPbI BONEET UM UCMLITBIBAET CUIbHBIN CTPECC, U OH MOXKET HayaTb
[AenaTb 3T0 CMoHTaHHO”, — aynnukaumns 5q35.2q35.3, 9 ner

“ Y Moero cblHa 60sbLIOM CMOBapHbIM 3amnac, BKIOYAOLWMIA CNOBa, KOTOpbIE
06bI4HO MCnoNb3ytoT B3pocnble”, — aynnvkaums 5935.3, 8 net

Xapaktep

Kaxxaplii pebeHOK YHMKaNEH, U HE BCE YepTbl AETCKOrO
XapakTepa CBsi3aHbl C XPOMOCOMHBIMU OTKJIOHEHUSIMU.
Poantenn NocTosiHHO pacckasbiBalOT HAaM O CBOMX JIHOBALLMX,
CYaCTNMBBbIX, 3a60TNIMBbIX, APYXENObHbIX, A06PbIX U
LieneyCTpeMIIEHHbIX AETSX, KOTOPbIM 0CO6EHHO HPaBUTCS
CEHCOpHasa AesTeNbHOCTb, K MPUMEpPY, My3blka, MEHME U TaHLbI.
MHorue aeTy NobsT aKTUBHBIN OTAbIX U 3aHUMAIOTCS!
pa3fiMYyHbLIMM BMAAMKM CMOPTa, OT NJlaBaHUa Ao KapaTe.

HekoTopble poautenn penstcs TeM, 4YTO WX pebeHoK
UCMbITBIBAET BHE3AMHbIE MEPEMEHbBI HACTPOEHMS, <yMaAKu», YTO
NMPUBOAUT K CJTIOXKHOCTSIM B MOBEAEHWW. YacTo AETU HEPBHWYAIO
WM CTECHSIIOTCA Ha NybsiMKe, B HOBOW OOCTaHOBKE WU C
HE3HAKOMbIMU JIIOABMU (CMOTPY «TPYAHOCTY B MOBEAEHUN»).

“ OHa cYacT/IMBBbI, OT3bIBUMBBIN PEBEHOK C CUbHOW BOJEN Y COBCTBEHHBIM
MHeHueM. OHa o4YeHb 3ab60T/IMBast U CTABUT YyXKME HYXKAbI NMPEBbILLIE COBCTBEHHBIX,
YTO6bI t0AMN BbIIM CYACT/IMBLI. B TOM YmMC/ie OHa MOCTYnaeT Tak Mpu Urpax c
[ETbMW MOMJIAALLE, HO 3TO €/ie Y/IOBMMO W MOTOMY He4yacTo pacrno3HaeTcsl. OHa
oYeHb n3bumpaTesibHa OTHOCUTENBHO JIH0AEN, C KOTOPbIMM el XOUeTcsl 6bITb PSAOM.
O6OXaeT UnTaTb, PUCOBATb, M1aBaTb, a cenyac, B 13 NeT, elle u urpatb B
KOMMbOTEPHbIE UrpbI”, — aynnukaums 5935.2g35.3, 13 net

““ MoHauany oHa CUNbHO CTECHSIETCS, HO, €/1Ba NOYyBCTBOBaB cebsl KOMOPTHO,
CTaHOBUTCS OY€Hb HEXHOW U Apy»xentobHoi. OHa Mobut HabnoaaTte 3a ApyruMu
AeTbMU 1 urpaTh € HUMK. OHa BCeraa 3alMLiaeT CBO MaALYro CecTpy u mobut
nomoraTb Apyrum! Elle oHa B BOCTOpre OT NMpUKITKOYEHUI U NtobuT 6biBaTh Ha
CBEXEM BO3[yXE, U el TakkKe HPaBUTCS My3blka, NEHUE, PUCOBAHUE, UIPbI C
KyKnamMu 1 nnaBaHue/urpbl B Boae”, — aynnukaums 5935.1935.3, 5 net

“ OH TPEeBOXHbII pe6EHOK, HO OUYEHb OTKPLIT K TEM, C KEM Y HEMO HaxoasaTcs obLume
MHTepechl. OH A06pPbIV U BHUMATENbHbIV K OKPY>XKaIOLLMM, HO B TO XK€ BPeMSs!
cyuTaet, 6yaTo MUMp BEPTUTCS BOKPY Hero. Mpu BCTpeYe C HAM NIoAN YAMBISIOTCS
TOMy, Kakoi OH B3poc/bii”, — aynnukauus 5q35.3, 8 net

““ OHa oyapoBaTesnbHas, sipkasi, pa3roBOpYMBasl, SHEPrMYHas U OYeHb peLuuTesnbHas,
a elle MOXeT 6bITb ynpsiMoli! BbiBaeT TPEBOXKHOW, HO TaKoKe NMIOBUT oLyLlaTh cebs
HE3aBUCUMOW. 340POBasi, akTUBHas M CYACT/IMBAs AEBOYKA, TOMIbKO OYEHb
ManeHbkasi. OHa fobpas v oblmTenbHasi, ee nobsT apyrue. OT NPUPOAbI OHA TaKXKe
0Y4eHb 3a60T/IMBasi U XOUET CTaTb MeACecTpoli (kak s!), koraa BbipacTeT. Ei
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HPaBMUTCS BCE, YTO CBSA3AHO C UCKYCCTBOM W PYKOAENNEM, @ TakXKe My3blKa, TaHLibl,
Urpbl C Kpackamm unu Bofo. OHa XOAUT Ha KPYXKKM Mocne WKosbl (TMMHACTYKa,
nnasaHue, kapate)”, — aynnukauusa 5935.2935.3, 6 net

“ OHa 106pOAYLLHbINA, )XMBOW, YNbIOUMBBIN M NACKOBbIN pebeHoK. Y Hee
npekpacHoe BOObpaXKeHWe, OHa NOOUT NeHne, MHTEPECHBLIE UCTOPUM U Urpbl C
«Marsblwamm». Eil MOXET He XBaTaTb YBEPEHHOCTY B JOAHbIX MECTAX, OHa He
JIIOBUT LLYM 1 MOXET BbITb HE3PENON NS CBOErO BO3pacTa”, — Aynnvkauus
5035.2g35.3, 4 roaa

“Y Hero ouYeHb Becesblil XapakTep, OH O4YeHb HBALMIA 1 3a60TNMBbIA. OH MOXET
6bITb JOBOJILHO TUXMM B HE3HAKOMOW 0B6CTaHOBKE, @ oropyeHue (M3-3a obLieHust unm
ronioAa) MOryT BbI3BaTb Y HEro rHeB. B 3TOM COCTOSHUM OH MOXKET HabpocUTLCS Ha
ApYrux, HO 06bI4HO BbICTPO ycrnokanBaeTcs. OH NOBUT UrpaTb Ha UrpyLLIEYHbIX
My3bIKa/lbHbIX MHCTPYMEHTaX, TaHLeBaTb, 6biBaTb Ha CBEXeEM BO3Ayxe U Habnoaatb
3a MalwunHamy Ha gopore. OH NBUT NnaBaHWe 1 NAsSX, @ HEAABHO Hay4uncs
KaTaTbCs Ha CBOEM camokaTe”, — aynnvkaumsa 5q35.2g35.3, 4 roga

“ B LIeNIOM OHa Becerblii U CMOKOMHbIN pebeHok. OgHaKo y Hee BbIBaloT U CUMbHbIE
CpbIBbI, XOTS ceiyac ux HeMHoro. OHa NtOBUT CMOTPETb (UTbMbl U Pa3yunBaTh HOBbIE
necHn”, — gynnukaumsa 5935.2935.3, 9 net

“ OB6bIYHO OH BeCesbli, OYeHb A06PbLIN 1 MOOUT BbITb MOME3HbIM. EMY HyxeH
MOCTOSIHHBIN KOHTAKT CO B3POC/IbIMU, M OH 0COBEeHHO 61M30K CO MHOW. Elle y Hero
XOpoLlee YyBCTBO OMOPA, M OH XOPOLLO CNIEAYET MpaBuiaM, KOraa OH B HACTPOEHMM,
HO Takoke OH MOXET ObITb OBOJIbHO BbI3bIBAKOLUMM Y HEMHOIO KanpusHbIM, YTO
C/ly4aeTcsl 0O4YeHb BHE3anHO. BpeMeHaMu oH BbIBaET OYeHb rMMEPAKTVUBHBLIM, U TOrAa
C HUM BbIBaeT TPyAHO CNPaBUTLCS WK YNIOXKMTb €ro cnaTb”, — Aynankaums
5035.2g35.3, 9 net

“ OHa 04YeHb XXM3HepaaoCTHas, cyacTnMBas, 3abaBHas M 0bLMTeNbHas, HO Y Hee
cny4atoTca cpbiBbl. OHa MO6UT HebpexHo urpaTb, TaHUeBaTb M MeTb”, —
MO3aun4yHas gynnmkaumsa 5935.2g35.3, 5 net

«Bbi3blBalolyjee>» noseaeHmne

Hapsigy ¢ MHOrMMM NONOXXWTENbHBIMKM YepTaMmn IMYHOCTW, MHOTUe AeTu Unigue,
HE3aBMCKMMO OT KOHKPETHOM aynnnkauum 5q35 (10 u3 12 onpolueHHbIX), BpeMeHaMu
[IEMOHCTPUPOBAN CBOEro poaa TPyAHOE NOBeAEHME.

[JeTn MOryT MCMbITbIBaTb BHE3aMHbIE Nepenaabl HACTPOEHWS], KOTOpbIE Talkoke
OMMCaHbl B MEAULIMHCKOW NUTEpaType, Kak Nepexos OT 04eHb aKTUBHOIO U
6€eCroKoMHOro COCTOSIHUS K TUXOMY U BSIOMY. TakxkKe AETU MOTYT UCbITbIBaTb
CNIOXXHOCTW B COLMarnibHOM B3aMMOAENCTBIUM Kak CO B3POC/bIMM, Tak W C APYrMM
LeTbMU (MPOSIBASIIOLLMECS B Ype3BblYalHOW 3aCTEHUYMBOCTU WM HEYMECTHOM
Apy>xentobumn) u 6biTb Upe3MepHO IMOLIMOHANBbHBIMU. MeHbLUAs YacTb AeTen
[IEMOHCTPUPYET arpeccuBHOE M paspyLUMUTeNbHOE NOBEAEHME, @ Y HEKOTOPbIX 6bln
[MArHoCTMpOBaHbl onpeaeneHHble coLmManbHble, SMOLMOHAIbHbIE U TPEBOXHbIE
paccTpoyicTBa. EcTb NpeanonoXeHue, YTo CyLLECTBYET CBA3b MEXAY STUMU
paccTpPOMCTBAMM M AynvKaumsMm v feneumsamm 5g35, Tak Kak OHM TOXeE CBSI3aHbl C
cuHapomom CoToca-1 (cM. pasaen CoumarnbHble, 3MOLMOHAsbHBIE Y TPEBOXKHbIE
pacctpoicTea) (Dikow 2013; Unique).

HekoTopble OTK/IOHEHUS! B MOBEAEHWM MOTYT 6biTb CBS3aHbI C TPYAHOCTAMM B
06LLEHNN U OCOBEHHOCTSIMI BOCIPUSTUS: MMPa. BaXkHO y4ecTb BCE BbllleckasaHHoe
¥ BblGpaTb NOAXOASLLYIO CTPATErMIO, YTO6bI MOMOYb PeGEHKY CrpaBUTLCS C
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NnoAo6HbIMKN COCTOAHMAMW. CEMbSIM, CTOSIKHYBLUMMCS C TPYAHOCTSMU B MOBEAEHWM
nx pebeHka, pekoMeHAYeTCsl KaK MOXHO paHbLLe 06paTUTLCS 3a MOMOLLBIO K
cneuvanucty (CM. pyKoBOACTBO Unigue «IoBeneHve» ).

“ OHa nobuT 061L1eCcTBO B3POC/bIX M YacTo NaaMT C AeTKaMu nomaaglle — oHa
TO6UT BbITb NMaepoM. OHa MOXET 6bITb JOBOIHO MMMNEPaKTUBHOM 1 OTBEYaTb
TIOASM, CUMTasl, YTO MoC/eaHEee CIOBO A0IMKHO ObIThb 3a Helt (XOTs, st Takast xel).
OHa 04YeHb-0YEHb CU/bHO YCTAET B LUKOJIE, MOTOMY YTO €W HY)XXHO MpunaraTtb
HaMHOro 60sibLUe YCUnuiA U 3To TpebyeT OT Hee ropa3ao 60sbluelt KOHLEHTPaUmu,
yeM y 06bIYHbIX eTel ee Bo3pacTa. B knacce oHa YacTo nonaraeTcst Ha NOMOLLb
yuuTens. S cTapatocb CreamTb 3a ee NUTaHMeM — OHa YacTo A0EeAAET TO, UTO
0CTasNoch B ee 06e1eHHOM KOHTENHEPE MO MyTW U3 LWIKOJbI AOMOM, YTOObI
MonbITaTbCs NPeAoTBPaTUTb CPbIB AoMa™, — aynnukaumsa 5935.2q35.3, 6 net

“ OHa pobpas v NbuTb NOBECENUTLCS, HO NMOBUT BCE KOHTPOIMPOBATb U MbITAeTCs
CMpaBUTLCS C SMOLMSIMU, KOTAA Y Hee He MnoslyvaeTcst 3To Aenatb. OHa kasanacb
MHE 3MOLMOHANIbHO HE3PEesION, MOTOMY YTO Y Hee ClyYanncb UCTEPUKM C KPUKaMM
(Npv ManemLweln NpUYNHE) NPUMEPHO A0 9 NET, HO C BO3PacTOM 3TO CTaslo
MeHaTbes”, — aynnukaumns 5q35.2q35.3, 9 ner

“ Hukakux npobieM ¢ noBefeHEM, OH OYEHb BHUMATESbHbIW, aKTUBHbIVA N HEXHbIN”, —
aynnukaums 5935.1g35.3

“ OH HaxoAuUTCS NOA CNeACTBMEM M3-3a NpobneM ¢ rHeBoM”, — aynnvkaums 5935.3, 8
net

B XOpoLUMEe AHV OH PaAOCTHO BCTAET YTPOM. Mbl MOMOraeM emMy OfEThbCSl, OH C
pafoCTbio UAET B SIC/IN U XOPOLLIO KYLIAET B TeYeHue AHs. S 3abupato ero us sicnei, u
OH 6EXWT Ha AETCKyto MowRaaky. OH MOXET 3aLMKIMBATLCS HA KaKoW-TO YacTu
060pyfoBaHUs AETCKON N/OLLAAKK, HO JIErKo OCTaB/ISIET ee, KOrAa s NMpoLLy ero.
Korga Mbl BO3BpalLi@eMcsi IOMOM, OH UIPaeT Ha MrpyLleYHOM MMaHMHO, a Nocsie
HEMHOrO CMOTPUT TeneBn3op. OH XOPOLLIO YXKMHAET M CMIOKOMHO MAET B KPOBATh.

B nnoxue AHW OH KanpusHWYaeT BO BpeMsi /1t060oro 3aHsATusl. OH MOXET rPOMKO
Kpu4aTb, 0TKa3blBaTbCS YTO-NMO0 AenaTh UM 06WAThLCS, ¥ TOBOPUTb «HET>» Ha BCE
noapsia. OH MOXKET KONOTUTL MO CTEHAM WN YAAPUTb KOro-TO M3 YIEHOB CEMbU. Mbl
MPOLLIN HECKOMBKO POAUTENBCKMX KYPCOB, YTOObI CYMETb CMPaBUTLCS C
noTeHUManbHLIMM NpobiemMamm B MOBEAEHMM, 3TO MOMOI/IO HaM B BOCMUTaHWUM 060X
HalKX AeTei. K cyacTblo, 60IbLUMHCTBO AHEN XOPOLUWE, U Mbl CTapaeMCsl CAenaTb
BCE BO3MOXHOE, YTOObl CBECTU K MUHMMYMY Jtoboe nioxoe noseaeHne™, —
aynnukaums 5935.2qg35.3, 4 ropa

“K 11 rogam y Hero HeT HuKakux npobnem c noeeaeHmeM. OH XOpPOLLO
B3aMMOAEWCTBYET KaK CO B3pOC/IbIMK, TaK U CO CBOMMM CBEPCTHMKAMU, OH OYEHb
CnaBHbIM Manbunk”, — aynnukaums 5935.2g35.3

CouuanbHble, SMOLMOHAJIbHbIE U TPEBOXXHbIE PAaCCTPOMUCTBA

Y HeKoTOpbIX AeTel ¢ Aynavkaumel 5q35 aMarHocTMpoBanu coLmManbHble,
3MOLIMOHasIbHbIE Y TPEBOXHbIE PacCTPONCTBa, B TOM YMC/E paccTPOMCTBO
aytuctndeckoro cnekrpa (PAC), cuHapoM aeduunTta BHUMaHWUS U rMNepakTUBHOCTU
(CABI), HapywweHue 06paboTku ceHcopHow UHdopMaumum (HOCU), TpEBOXHOCTD U
nenpeccus. Y Apyrux nposiBfsynch YepThl, CBA3aHHbIE C STUMM PacCTPOMCTBaMM.

PAC Br/o4atoT ayTusm n cuHapom Acneprepa. OHU XapakTepusytoTCsl HapyLIEHNEM
COLMaNbHOMO B3aUMOAENCTBUS, TPYAHOCTSIMU B OBLUEHWM, @ TakXKe OrpaHUYEHHLIMU
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NHTEPECAMN U HeobXoANMOCTbIO coBepLliaTb NOBTOPAKOLMECA Oﬂ.HOOGpaBHbIe
,Cl,el‘;ICTBMﬂ, KOTOpPbIE NMOMOrakoT YESIOBEKY YyBCTBOBATb cebs KOMCbOpTHO.

Y peteit ¢ CABI HabntogaeTcs Lenblil psia NoBeAeHYECKUX 0COBEHHOCTEN, K
KOTOPbIM OTHOCSTCS TMNEPAKTUBHOCTb, HEBHUMATEBHOCTb M UMMNYNIbCUBHOCTb, U3-3a
YEro UM C/IOKHEE KOHLEHTPUPOBATLCS M KOHTPOIMPOBATb CBOW AEWCTBUS U peYb.
[Oetei ¢ CABI 4acTo ONMCHIBAOT KaK «HEYCMAYMBBLIX», OHW JIEFKO OTB/IEKALOTCS,
MOTYT MHOro pasrosapvsaTb U nepebusaTb apyrux (Dikow 2013; Novara 2014;
DECIPHER; Unique).

Ecnu poantensm KaxeTcs, YTo y ux pebeHka kakoe-To onpeaeneHHoe
paccTpoicTeo, Hanpumep, PAC unu CABT, uM crneayeT NPOKOHCYbTUPOBATLCS C
TepaneBTOM WNW NeAMaTpoM, KOTOpbI HanpaBuT pebeHka Ha obcneaoBaHue K
cneumanucty no KOFHVITVIBHO-I'IOBeﬂeH‘-IeCKOI‘/JI Tepannn nnn KNMHNM4YeCKoMy
ncuxonory. E,EI,VIHOFO «KMEAUNLIMHCKOIo TeCta» And AnarHOCTUKKU ayTuU3Ma He
CyLLUeCTBYeT, MO3TOMY AETU NPOXOAAT 06CneaoBaHMe Ha HanmMume ayTUCTUHECKUX
0cobeHHOCTel nog HabnoaeHneM crneumanbHO NOArOTOBNEHHbLIX TepanesTa U
ncuxonora. OHO MOXET 6bITb MHOIOMJIAHOBLIM U BK/IHOYATb noceweHue noroneda un
aproTepanesTa. O6cnefoBaH1e afanTMpPOBaHO MoA BO3pacT pebeHka.

B 3aBMCMMOCTM OT pe3y/ibTaToB, MOXET OblTb NMPeAnIoXKeHO AanbHeNlee
obcnenoBaHve y aetckoro AedeKTosnora, HEBPOOra, NcUXnaTpa Unm ncuxonora.

3pr0TepaneBT MOXET MNOMOYb CrnpaBuUTbCA C HEKOTOPbIMM NOBeAEHYECKUMU
npobnemamu. Noa ero pykoBOACTBOM M C NMOMOLLBIO CrieLmanbHbIX CPpeacTs, pebeHok
YunTbCS 6OPOTLCS C MOBBILIEHHOW YyBCTBUTESIbHOCTBIO. 3aHsiTUS B Fpynnax o
Pa3BUTUIO KOMMYHUKATMBHBIX HAaBbIKOB MOMOMYT PeBeHKy C TPYAHOCTSIMU B O6LLEHUN,
MO3BOJIAT OCBOUTb W MUCMONb30BaTb Ha MpaKTUKe BaXKHble CoLManbHble HaBblkv. Ha
creumanbHbIX Kypcax, poauTenei, YbM AETVM UMEIOT ayTusM, y4yaT CrpaBisTbCs C
0COBEHHOCTSIMX MOBeAeHUst pebeHka, MooLpsATh O6LLEHME W B3aMMOAEWCTBUE C
ApYrvMM, 4TOBbl YKpenuTb ero aMoumoHanbHoe 6narononyuue. MNocne nocTaHOBKM
AMarHo3a Bpay MOXET Ha3Ha4MTb JIeKapCcTBa: HanpuMep, MetundeHnaat (putanvH)
npu COBI. 3TOT npenapat noMoraetr pebeHKy CrpaBuUTLCS C HEYCMAYMBOCTLIO U B
CUTYyaUMsIX, KOraa OH OTMYCKaeT HeYMeCTHble KOMMeHTapun. OfHaKo 3TO N1eKapCTBO
NnoAXOAUT He BCEM.

Y Hero CABI. OH 04YeHb 0BLUTENBHBIN U NIOBUT APYrUX AETEN, HO OHU 3a4acTylo
He COBCEM MOHUMAIOT, KaK «BeCTU cebs» C HUM. Y HEro ecTb CKIIOHHOCTb K
MeCCMMI3MY, HO ero JIErko OTBJ/IEYb OT 3TOr0, XOTS HOTKM ApaMaTi3Ma NopoVi AatoT O
cebe 3HaTb. Hall CbiH 060XaeT XMBOTHbIX M NPUPOAY, OCOBEHHO KOrAa Mbl HAXOANM
€My 3aHsITUe, HO, €C/I EMY MHTEPECHO, MOXKET UrpaTb U 0AMH. OH KMHECTETUK U
COBCEM HefiaBHO Hayan pa3bupaTb cTapble MObunbHble TenedoHbl, YTOObI y3HaTb,
Kak OHM paboTatoT. EMy HpPaBATCS MHTEPECHbIE MCTOPUM, OH YacTo YMTAET TalKoM Mo
HouyaM. OH caM XoauT B TyarneT, MOEeTCS, NepeaBUraeTCsl B LIKOJIE, NPUXOAUT B
npaBuSIbHOE MECTO, YTObbI Mbl 3abpasiv ero, HO NIEerko OTB/IEKAETCS U Y HEro HeT
YyBCTBa BpeMeHW. OH OYEeHb JTACKOB M HEXEH B KPYry CEMbM, HO HEMHOMO CTECHSIETCS!
HE3HaKOMbIX JitoAeid. PaHblLie OH Mocellan aprotepaneBTa 13-3a HapyLLEHWS
06paboTkM CEHCOPHOW MHOPMALIMK, HO CUTyaLMst 3HAUUTENBHO YyYLIMIACh U
Heo6x0AuMOCTb B 3TOM OTnana”, — aynnukauus 5g35.2

“Hawemy cbiHy no4Ttu yeTblpe roga. OH peako CMOTPUT APYrvM B r1a3a, Uy Hero
NPOSIBNISIIOTCS HEKOTOPbIE YepTbl ayTuaMa. OH JomkeH ByaeT NpoiTy obcneaoBaHue
Ha PAC B gnarHoctuyeckom ueHTpe”, — aynnukaumus 5g35.2g35.3

Y Hawen gouepy PAC v yalle BCero oHa HaxoamT OBLLUMI A3bIK C AETbMM CEMM NIET.
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EI Hy>XeH B3poChbliA, KOTOpLIM ByaeT noMoraTh el noaaepXunBaTh pasroBop”, —
aynnukaumns 5935.2935.3, 16 net

“Y Hee AMarHOCTUPOBaNM Cepbe3HbIe HapyLleHUs 06paboTKy CEHCOPHOM
MHGOpMaumMK. Tak Kak 3TO B/IMSIET Ha MENIKYI0 MOTOPUKY, OHa OTCTaeT B LUKONE.
3710 Takke 06bSICHAET ee TPEBOXKHOCTb (KOTOpasi BAMSET Ha CNOCOBHOCTb paboTaTb
B rpynne) v ee HentoboBb K rPOMKMM 3Bykam”, — aynnukaums 5935.2935.3, 5 net

““Y Hero NposiBNSIOTCSA HEKOTOPbIE YepTbl, XxapakTepHble Ansg PAC, HO Mbl He ayMaeM,
YTO 3TO AEWCTBUTENBHO OHO, NMOTOMY YTO Y HALLEro CbiHa OYeHb XOPOLLO Pa3BUTHI
coumanbHble HaBblki. OH 4acTo 3aUMKIMBAETCS Ha npeaMeTax (kHonka nudTa,
aBTOMaTMYeCKMe pasaBMdKHbIE ABEPY U T.4.) U MOXKET Pa303/UTbCs, PacCTPOUTLCS
WK CTaTb arpecCcMBHbIM, €C/IU MOMbITAaTLCS YBECTM ero 0T 3TOro obbekTa (370
MPOUCXOAMT AaXxke TOrAa, Koraa Mbl NpocuM ero otointu). OH ckopee npeanoynTaeT
UrpaTb OAWH, YeM B3aUMOAENCTBOBaTbL C ApyrMMu. Celivac OH MOHEMHOrY HauMHaeT
pasroBapvBaTb C ApYyrMMY AETbMU B AETCKOM Cafly, HO Yalle BCEro 3To KOpoTKue
dpasbl, @ He NoHoLeHHoe obLieHne. iHoraa oH BbIBaET arpeccnBeH Mo OTHOLLIEHUIO
K YsieHaM CeMbM, a Kora pacCcTpoeH, MOXET A0Nro KpuyaTb. Mbl HageeMmcsl, UTo B
6nmxaliliee BpeMst OH NpoiaeT obcnenoBaHue y ncvxonora”, — aynavkauus
5035.24g35.3, 4 roaa

“ OH He NtobuT BoNbLLOE CKOMIEHUE JOAEN, EMY CTAHOBUTCS TPEBOXHO. EMy Hy>KHO
3HaTb, YTO NMPOUCXOAMUT BOKPYI — BHE3arHble NepemMeHbl He ANist Hero. Koraa Halw
CblH CTECHSIETCS, OH MOJTHOCTbIO 3aMblkaeTcs B cebe 1 BbICTPO paccTpanBaeTcs.
Koraa oH Aenaet YTo-To B rpynmne, MHE HY>HO ObITb PSOM, MOKa eMy He CTaHeT
koMmdopTHO”, — aynnukaumst 5935.2g35.3, 9 net

Y Hee nposiBNAOTCs YepTbl CABI: oHa 04YeHb 6ECMOKOMHAS, e TSHKENO YCUAETb Ha
mecTte. K ToMy e, OHa Ierko TepsieT BHMMaHUe M KOHLEHTpaLmMio. DTO 4acTo
NPOMCXOAMT, KOra BOKPYr pa3Hble rofioca, HanpuMmep, B Knacce, Tak YTO He 3Halo,
HACKOJIbKO 3TN CUMIMTOMbI CBSI3aHbl C €€ HapyLUEHWEM CITyX0BOW 06paboTkun®, —
aynnvkaums 5q35.2qg35.3, 6 net

CoH

HekoTopble poauTenu, YbM AETV UMEIOT Aynankaumio 5935, coobanm o
npobnemMax co CHOM, C KOTOpbIMK CTafKMBanucb Ux Aetu. K HUM oTHocsTCA
TPYAHOCTU C 3acbiMaHMeM HOYbLO, NPOAO/DKMUTENbHAs 6€CCOHHMLA M MHOrOKpaTHbIE
npoby>kaeHns Nno HodaM. MpUYMHBI TPYAHOCTEN CO CHOM He BCErfa SICHbI, UX Takxke
UCTbITBIBAIOT U MHOMME AeTU 6e3 ocobeHHocTel B passuTum (Unique).

Y oaHOro AeBATUNETHEro pebeHka CyyYmnacb HEKOTopasi CTeNEHb anHo3 BO CHE
(paccTpoincTBO CHa, BC/IEACTBME KOTOPOrO BO BPEMS CHA AbIXaHWE CTaHOBUTCS
MOBEPXHOCTHBLIM MM MNOSIHOCTLIO OCTaHaBnmBaetcs) (Unique).

BecnokoiHbIN coH pebeHka U TPYAHOCTY MpU 3acbiNaHM MOMyT CKa3blBaTbCA Ha BCEX
yneHax ceMbu. C AOMOSIHUTENBHOWM MH(OPMaLMEl Ha 3Ty TEMY MOXXHO O3HAKOMUTLCS]
Ha odumumanbHOM calite Unigue B pasaene NpaKTUYeCKUX PyKOBOACTB AJist cemeit
(aHrn. Practical guides for families) B 6polutope «IMpo6remMbl co CHOM y AeTeli C
XPOMOCOMHbIMU OTK/IOHEHUsIMK» (@Hr. Sleep problems in children with chromosome
disorders).

“ PebeHoK [0/Ir0 He MOXET 3aCHYTb W UCMbITbIBAET TPEBOXHOCTb. OH YacTo
NpockINaeTcs Houblo”, — aynnukaumsa 5g35.3, 10 net

“ C poxaeHusi pebeHoK C TpyaoM 3ackinas. B nepsbie MonTopa roAa Mbl Crasnm ¢ HUM,
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YKauMBasnn €ro Ha pykax, JIOXXWUINCb PsSiAOM C KpoBaTKOM. 3aTeM Mbl 06paTHIMCh 3a
MOMOLLbIO K COMHOJOTY, M C Tex nop pebeHoK CnuT 3amevaTenibHO”, — Aynavkaums
5035.2g35.3, 4 roaa

Mpo6nemMbi co 340poBbEM

O6LLee cocTosiHME 310POBbS

BONbLUMHCTBO ceMeit Unigue oLeHNBatoT obLee COCTOsSIHME CBOEro pebeHka kak
«300pOB» UK «abCoMOTHO 340POB».

HekoTopble poauTenu pacckasbiBatoT, YTO B MNaAeHYECTBE U paHHEM [eTCTBe
pebeHok 6bin 6onee BOCNPUMMUMB K YLIHBIM MHMEKLMAM, NPOCTYAaM U MPOYUM
pecnupaTopHbIM MHdeKkumaM. Ecnv n3-3a 6onesHn y pebeHka yxyalancs annerur,
3TO TaKKe CTaHOBWIIOCH MOBOAOM ANst 6ECMOKOMCTBA 6NIM3KMX, MOCKONbKY Yy pebeHka
1 Tak 6bina HM3kasa npubaska B Bece (Unique).

B uenomM pebeHokK 340p0oB, 6e3 Kakux-nmbo cepbesHbIX 3aboneBaHnin”, —
aynnukaumns 5935.2935.3, 16 net

“ Ecnn OHa npocTy»Kanack, TO cpa3y nepecTtaBasa HOpMasibHO NMUTaTbCS. ITO
C0O34aBalio AONOJTHUTENbHbIE TPYAHOCTU, TaK Kak €eLle Ao 60ne3HN OHA NJIOXO
Habupana Bec”, — gynnukauus 5935.2g35.3, 6 net

Jk3ema

MeanumHckm noAaTBEPXAEHHBIM NMPU3HAKOM ,U,VICTaﬂbHOIz aynnnkaumn 5C| ABNTAETCA
XPOHUNYECKaA 3K3eEMa — 3a6OHEBaHV|e, KOTOPOE NpOABJIAETCA B NMOKPACHEHUN, 3yAE U
BOCMan€EHNN KOXW.

Hapsigy ¢ onucaHHbIMM B MEAULIMHCKON NUTEpaType CydasiMu, npoBeaeHHoe B 2018
roAy uccrnenoBaHune Unigue BbISIBUNIO XPOHUYECKYHO SK3eMY Y LUECTU U3 JECATU AETEN.
Kpome Toro, B 6a3e aaHHbIX Unigue ecTb nHgopMauus ele 0 ABYX AETSX C
Aynnvkaumei 5q, cTtpagatolmx AaHHbIM 3a6onieBaHMeM. OMbiTHbIN Bpay MOXET
Ha3HauYUTb YXO4OBble NpoLeaypbl, CMsAryaoLwme cpeacTsa Ans KOXu 1 apyrve suabl
ne4yenHus, kotopble nomoryT obnerunts cumntomel (Dikow 2013; Unique).

“B MnageHyecTBe y CbiHa 6bina ak3ema. Mbl mocelany aepMaTonora, korga emy
6b1710 8 MecsLeB. Cellyac B OCHOBHOM BCE B MOPSIAKE, TOMbKO BPEMEHAMU 6ECMOKOUT
3yn”, — aynnukaums 5g35.2g35.3, 4 ropa

[(na3a v 3peHune

Y petei ¢ XpOMOCOMHbIMM OTKJIOHEHWSIMM HapyLUEHUS 3peHunst HabnoaaoTCs Yalle,
yeM y Apyrux aeten. MNpobnembl Co 3peHNEM U/1n aHoManuM pasBUTUS riasa Oblun
obHapy»eHbl NpnbnuautensHo y 2/3 aeten Unigue ¢ pynnvkaumen 5q35.

Mpobnembl CO 3peHneM, BKItOYas AanbHO30PKOCTb U 6IM30pyKOCTb,
[AMArHoCTMpOBasM y YeTblpex aeTei Unigue. [anbHO30pKOCTb BCTPeYanach Yallle,
yeM 61IM30pyKOCTb. Y 0fiHOM U3 fieBoYek Unigue ¢ aynnukaumei 5g35.2g35.3 6bina
AMarHocTupoBaHa Konoboma, nopasmeLuas pagy>KKy, CETHaTKy M COCYAUCTYIO
060/104Ky IN1a3a, a Takxke 3pUTesibHbIN HepB. OHa 6bina 3aperncTpupoBaHa Kak
cnaboBuasLLas.

CTpabuam (kocorniacme) — 3TO NaToOrMs,, NpyU KOTOPOM OAMH UK o6a rnasa
CMELLRAIOTCS BHYTPb, HapYXXy, BBEPX UK BHKU3. OHa bbina 06Hapy>XeHa Yy YeTbIpex
aeteli Unigue v elue, No MeHbLIEN MEPE, CEMb CITy4aeB OMUCaHbl B MEAULIMHCKOM
nutepatype. CTpabuaM MOXET 6biTb NOCTOSIHHBIM UM BO3HWKATb BPEMS OT BPEMEHM,
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BUNEeWdodHM BEXDHUNIMTO

0Cco6eHHo npn yCTanocTu. Kak npaBuno, Ansa nevyeHmns Kocornasna UCnosib3yroTcs
NOBA3KK, CNEUMasibHbIE YNPaXXHEHUA NN O4YKKU, HO MHOrAa NeveHne CTpa6VI3Ma
BO3MO>XHO J1LLUb C MOMOLLbIO XUPYPrn4eckoro BMeLlaTesibCTea.

Y 0ZHOro M3 Manb4mKoB Unigue ¢ aynnukaumen 5q35.3 1y Apyroro BOCbMUSIETHErO
MasibymKa c gynnukaumen 5935.2935.3 (ero cnyvait onncaH B MEAMLMHCKOM
NUTepaType) AMAarHoCTUPOBaN acTMrMaTuaM. 3TO NaTonorus, NPU KOTOPOWA rnasHoe
S6110Kk0 He Kpyrnoe, Kak (yTOombHbIA MsiY, @ BbITSHYTOE, HanoMUHatoLee Mo gopme
MSY Ans amepukaHckoro dyTbona. ACTUrMaTh3M Bbi3bIBAET HEYETKOCTb 3pEHMS.

Y yeTblpexnieTHeN AeBOYKM C Aynnmkaumein 5935.2g35.3 6bina obHapyxeHa
3aKyrnopKa CNe3HbIX KaHanoB, KOTopas bblia UCNpaBieHa XMpYprvyeckum nyTem.

Y BOCbMWUNETHErO Manbyuka ¢ Aynnvkaumei 5q35.3 6bin AnarHoCTMPOBaH MTo3
(onyuwieHne BepxHero Beka, Npy KOTOPOM C/IOXHO MOMHOCTBIO OTKPbITh rnasa). Kpome
Toro, B 6ase aaHHbIX DECIPHER 3apervctpupoBaH crny4yait 6nedapocdumMosa
(cy>xeHWe rnasHbix Wenemn). 3T HapyLUEHUst MOMyT BbI3BaTb YXYZLEHUE 3pEHUS,
MOCKOJIbKY BEKO 3aKpbIBAET rN1a3 U yMeHbLuaeT yron 063opa. OagHOMY 13 NoAPOCTKOB
C TPyAOM yAaBasioCb MOSIHOCTLIO COMKHYTb BEKMU.

B MeauUMHCKOW NuTepaType onucaHbl OTAENbHbIE Clly4an HUCTarMa
(Henpown3BosbHbIE KoNebaTeNbHblE ABMKEHUS MNa3) U KaTapakTbl, TO eCTb
NMoMyTHeHus xpycTanuka rnasa (Dikow 2013; Novara 2014; DECIPHER; Unique).

Cypnoporu

B oueHb pefikux cnydasx y MNafeHUEB U AeTel ¢ aynnvkauuein 5q35 Bo3HuKanu
cyaoporu. MpUUMHOMN UX BO3HUKHOBEHWS ABNSIETCS U3MEHEHWE SNEKTPUYECKOM
AKTVBHOCTW B MO/IOBHOM Mo3re. CUMNTOMbI BapbMpYIOT B 3aBUCUMOCTU OT TOrO,
Kakol y4yacTok (MM y4acTku) Mo3ra 6bi1 3aTpoHyT. Cpeay HUX — BpeMeHHas
[e30pueHTaumsl, HENPON3BOJIbHbIE CYAOPOXKHbIE ABWKEHWS, NMOTEPS CO3HAHWUS UK
MOHVMMaHWS.

Y ogHoro w3 aetein Unigue ¢ pynnukaumel 5q35.2q35.3, 3aTparvsatoLlen reH NSDI,
B NMepuos HOBOPOXXAEHHOCTM Habntoganncb Cyaoporu, HO UX yaaBanock KynupoBaTb
C MOMOLLbIO NeKapcTB. V13 MeauLMHCKON NUTepaTypbl Takxke M3BECTHO O ABYX APYruX
cnyvyasix: pebeHoK ¢ AynavKaluen, YaCTUYHO 3aTparvBaiollel red NSD1,
OAHOKpPAaTHO nepeHec hmbpunbHyto Cyaopory B Bo3pacTe nosyTopa /ieT, HO B
[arbHeliLeM Cyoporn y Hero He Habnoaanucb. [pyroi pebeHok, ManbymK, nepeHec
nepBylO Cyaopory B Bo3pacte AeBsiTU Mecsues. B 6a3e gaHHbix DECIPHER
3aperucTpupoBaHo eLle ABa 3nm304a Cyaopor (He YTOYHEHO, Kakoro Tuna) y
WHAMBMIOB C Aynnvkaumen 5q35.2, He 3aTparuBatowen reH NSDI (Zhang 2011;
Dikow 2013; Novara 2014; DECIPHER; Unique).

Y Hero Ha4yanucb Cyaoporu, koraa eMy 6bio NsSTb AHEN, HO MPUMEPHO C
NATUHEeAEeNbHOro BO3pacTa OHW npekpaTuanck. Cyaoporu yaanocb KynuposaTth C
MOMOLLbIO MpYeMa NPOTUBOCYAOPOXHBIX MpenapaToB. HeCKONbKO NeT Hasazg Bpayn
Hayanu NOCTENEHHO CHWMXXaTb JO3MPOBKY 3TMX NpPenapaToB, a 3aTeM OH COBCEM
nepecran npuHuMaTb nx’’, — aynnukaums 5935.2g35.3, 4 roga

Moa3r

Y o4eHb HebOoNbLIOro KoNMYecTsa NaumeHToB Habnaanvice aHoManmMm passuTus
rO/IOBHOMO MO3ra, HO, KakK MoKa3blBAET MpaKTUKa, TakMe aHOManum He SBASIOTCA
XapaKTepHbIM MPU3HaKkoM ayrnunkauum 5g35.
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Cpeau M3BeCTHbIX CllyyYaeB — 16-neTHsas aesylika ¢ aynnukauven 5q35.2935.3, y
KOTOpOW1 6bl/1a 0bHapy>)KeHa aKToNMs Helporunodusa (pacnosioxeHue
Helpormnodusa B HETUMMYHOM MeCTe, B aHHOM Cilyuae B BOPOHKe runodusa). Mpu
3TOW pefKkoi aHoManum cokpallaeTcsl BbipaboTka rOpMOHa pocTa U Apyrux
rOPMOHOB, BblpabaTbiBaeMbIX rMNOMU3oM.

Y ogHoro pebeHka ¢ aynaukaumen 5q35.1935.3 anarHocTupoBanu
NepUBEHTPUKYNSIPHYHO neikomanaumto (MBJ1) — nopaxeHwue (pa3msiryeHue) 6enoro
BeLlecTBa Mo3ra (B 0611acTsix, PacronoXeHHbIX BOKPYT GOKOBbIX YXeyA04KOB MO3ra),
a TakKe rM1o3 — MaTosIorMYeckunii NMPoLIECC, NMPU KOTOPOM B NMOPaXXEHHbIX 061acTsX
LIeHTpasibHOM HEPBHOM CUCTEMBI FOSIOBHOTO MO3ra 06pasytoTcst «Lwpambl» (rnun).
KpOMe TOro, 3anoJ/iHeHHbIe CMUHHOMO3roBOM XWAKOCTbIO XXeJlyA04KN roJIOBHOIO
MO3ra Mo pa3Mepy HECKONbKO MPEBbLILLANN HOPMY.

B 6a3e gaHHbIx DECIPHER 3apernctpMpoBaH OAMH @aHOHUMHBIN Cydaid rnoniasumn
(HepopaseuTME) YepBs MOIKEYKA Y ManbumnKka C Aynnvkaumelt 5q35.3. Y apyroro
MasibymKa C gynnukaumein 5935.1 66110 BbISIBNEHO yBENMYEHUE BOMBbLLON LUCTEPHBI
roJIOBHOMO MO3ra, a TaKkXKe HeaopasBUTME UM NOSIHOE OTCYTCTBME MO30/IUCTOrO Tena
(Ny4oK HepBHbIX BOSIOKOH, COEAMHSIOLLMIA ABa MOJyLIapusl MO3ra).

MHTepnpeTaumeii NoaobHbIX pe3ynbTaToB UCCIeA0BaHWUM 3aHUMAIOTCS NeAMaTPbI UK
netckue Hesponoru (DECIPHER; Unique).

Cepaue

3aboneBaHusi cepaua BCTPEYaloTCsl peaKo M 3aperncTpupoBaHhbl SWLLb Y
HECKOJIbKMX MaLMEHTOB, NMpU 3TOM KOHKPETHbIX MOPOKOB, CBSI3aHHbIX C
Aaynnvkaumen 5q35, HeT.

OfHa NATUNETHSA AEBOYKa U3 rpynnbl Unigue ¢ aynnukaumei 5q35.1g35.3 poannack
C aecekToM MexnpeacepaHon neperopoaku (AMMM), To eCcTb C OTBEPCTUEM MEXAY
BEPXHUMW KaMepamu cepaua (npeacepansmm). MNoslxe y Hee anarHoCTMpoBanm
nerkyto hopMy CTeHO3a KiarnaHa JIero4Hoi apTepum — 3TO NATosorusl, NMpy KOTOPOM
JIErOYHbIV KriamnaH cepaua YTOJIWEH WU Cy)XKEH, U3-3a YEro HE MOXKET OTKPbIBAThCS!
MOMIHOCTBIO. DTO BAUSIET HA KPOBOTOK M MPMBOAMUT K TOMY, YTO Cepaly npuxoamTcs
paboTaTb C/IMWKOM MHTEHCMBHO. Y ApYyroro YeTbipexneTHero pebeHka Unigue,
Manb4uKa c aynnvkaumen 5gq25.2q35.3, avarHoctupoBanu asa aedekta
MEXOKeNyao4KoBon neperopoaku (AMXXI), KoTopble 3aKpblIMCb CaMOMPOU3BOJIbHO U
He Tpebosanu nevenus. Mpu faHHOM AedekTe BO3HMKAET OTBEPCTUE B CTEHKE MEXAY.
[ABYMS1 HACOCHBIMM Kamepamu cepaua (kenyaoykamm), KOTopoe Mo3BOSIET KPOBU
nepeTekaTb M3 NIEBOW KaMepbl B MpaByto, YBENYMBAsS NMPUTOK KPOBU K JIETKUM.

Y 10-neTHero Manb4uka ¢ gynnvkauven 5g35.3 6bU1 AMarHoCTUPOBaH LYM B CEpALIE.
B 6a3e gaHHbIX Unigue ecTb cBefieHnst 0 pebeHKe ¢ AynnvKaumen 5935, KoTopbii
pOAWICS C KoapKTaLwMel aopThbl (Cy)KEHWE FTaBHOrO KPOBEHOCHOO cocyza (aopTbl),
HecyLero KpoBb OT cepaua K Teny). B AByxaHEBHOM Bo3pacTe pebeHKy nposenu
onepaumio Ha OTKPLITOM Cepaue U YCTpaHWIM NMOPOK.

B MeaMUMHCKON NuTepaType onucaH Clyyait YeTbIpEXIETHENO MasibukKa C OTKPbITbIM
oBanbHbIM OkHOM (O0O0; oTBEpCTME MeXAy ABYMS BEPXHMMM KaMmepamu cepaua,
KOTOpOEe OTKPbINOCh BO BPEMS pa3BUTUS M104A U HE 3aKpblOCh, Kak AO/MKHO 6bisio,
BCKOPE MOC/E POXAEHUST), KOTOPOE HEe BNNAIO Ha KPOBOTOK. AHaNOrMyHbIM obpasom,
Y Manbyuka AeBSITU C MOSIOBUMHON NET C Aynnvkaumen 5q35.2qter npu poxaeHm
66110 OO0, KOTOpOE NMPaKTUYECKU UCHE3NO K ABYM rogaM. NoMMMO 3TOro, Y Hero
66111 AMarHOCTUPOBaHbI AEKCTPOKapAns U AEKCTpOBepCUs — cepaue Manbynka
pacrosIoXXeHO CrpaBa, a He CfieBa OT rPyAHOM KNETKM, HO MOMOXKEHME He SIBAISIETCS B

29

BuNewdodHM BeXDHUTIMTOI



BUNEeWdodHM BEXDHUTIMTO

TOYHOCTU 3epKasibHbIM, NMOCKO/IbKY HE COMPOBOXAAETCS TUMUYHOW poTaLmen,
BbI3BaHHOM AekcTpokapavein (Unique, Reis 2017; Jamsheer 2013).

B 6a3e gaHHbIx DECIPHER BCTpeyatoTcs oTAenbHble Clyvan HeA0Pa3BUTUS NIEBbIX
otaenos cepaua (5935.2), cteHo3a neroyHor aptepun (5935.2935.3), AMXI
(5g35.3) 1 HeyTOYHEHHOW aHOMaNuK cepaeYHo-cocyamcToin cuctemsl (5g35.3).

Ywu n cnyx

Heckonbko MnageHUEeB U ManeHbkux aeten (3 u3 12 pgetel, No AaHHbIM Unigue)
CTpaganu OT YacTbiX YLWHbIX MHGeKUMI. NHOraa 13-3a HUX MOXKET pa3BUTLCS
3KCCYAATMBHBIN CPeAHNI OTUT WM TakK Ha3blBaeMOE «KJIEMKOE YX0» — CKOMSieHne
JIMMKOW XUWAKOCTU B CpEAHEM yxe. Takoi OTUT 0BbIYHO MPOXOAUT C BO3PACTOM:
CNyxoBble TPyObl pacluMpsItOTCS U CTaHOBSTCA 6onee BepTUKanbHbIMKU, Bnarogaps Yyemy
YNyYLIAETCS OTTOK XXMAKOCTU U3 CpeaHero yxa. TakuM obpasoMm, nobas noteps cnyxa,
Bbl3BaHHAs 3KCCYAATUBHbLIM CPEIHM OTUTOM, Kak MpaBuJIO0, HOCUT BPEMEHHLIN
XapakTep.

OAaHaKo MOCTOSIHHOE CKOMJIEHME XXUAKOCTU B CPEAHEM YXE& U OTUT MOMYT CHU3UTb CIyX
pebeHKa, YTO OTpULATESIbHO CKa3biBAETCS HA Pa3BUTUM PEYM U S3bIKOBbIX HaBbIKOB.
Mo3TOMY, €C/M SKCCYAATMBHDBIN OTUT HE MPOXOAWT, MHOMUM AeTsIM B 6apabaHHyto
NepenoHKy YCTaHABNMBAIOT HeBO/bLIYIO TPYOKY AN BEHTUSILMK CPeaHero yxa.

CornacHo MeavLMHCKON NUTepaType, BCKOPE NOC/e POXAEHWS Y OAHOMO MnadeHua
0obHapyxunun cHxeHue cnyxa B nesoM yxe (Jamsheer 2013; Unique).

“ [1o Tpex C NosioBMHOM NET Y Hee 6bin YacTble YLHble MHdeKUuun. B 3ToM Bo3pacTe
eli MoCTaBW/IN TPYOKM Af1s BEHTUIISILMM CPEAHErO yXa, M C TeX NMop Y Hee He 6bi1o
npo6neM ¢ yWwHbIMK MHbeKuMsMA. o WecTn NET Mbl XOAMIM Ha OCMOTPbI K JTOPY”,
— aynnunkaums 5g35.2g35.3, 13 net

["pbixXu

Tpu MnageHua Unigue ¢ gynnvkaumen 5935.2935.3 v elle oavH, Yeii ciydaid onucaH
B MEAWMLUMHCKOW NIMTEPATYPE, POAWUMCH C Ipbbkei. Mpbhka MOSIBSETCS, KOraa
BHYTPEHHWI OpraH WM XXMpoBasl TKaHb NPOTAJIKMBAIOTCS Yepes YsI3BMMOE MECTO B
OKpY>KaloLLEW X MbILLLIE UM TKaHWU. Bo Bcex cnydasix y aeten Unigue oHn 6binv
MyroYHbIMM (Ha MynKe WK psgoM C HUM), B TO BPeMSI Kak B MeAVLIMHCKOM
NuTepaType 6blna onncaHa NaxoBas rpbbka (BHYTPEHHWUI Nax). Mpbku MoryT
paccacbiBaTbCS CaMOMNpPOM3BO/bHO 6e3 HeobxoaAMMOCTN MeAULIMHCKOMO
BMeLlaTeNIbCTBa, HO B 60MbLIMHCTBE CiyyaeB TpebyeTcs XMpypruyeckoe nedeHme
(Chen 2006; Unique).

Kunctn n ctonbl

B peakux cryyasix y AeTel MoryT 6biTb BbiSIB/IEHbl HE3HAYUTESbHbIE aHOMaNIMK PyK U
Hor. Hambonee 4acto BCTpeyatoTcsl HEO6bIMHO KOpOTKME (bpaxmnaakTmnus) nanbupbl
PYK M HOI, MHOT@ OHW AJIHHBIE U CY>XKatoLmecs (apaxHOAaKTUANS) WK N30rHyTble
BHYTpPb (KNMHoaakTUnua). Y AByX AeTel ¢ Aynnaukaumen 5935.3 6bio niockoctonue
(pes planus), B To BpeMsi KaK y ABYX AeTel ¢ aAynnukaumen 5935.2935.3 6bina
caHaanesugHas wenb Mexay 60/blMM 1 BTOpPbIM NanblaMmu HOr. B eaAnHWNYHbIX
Cnyyasix y feTei BCTpeyanucb 1 Apyrue 0CobeHHOCTU pasBuTUS, Takue Kak
cpoclumecst nanblbl (CMHAAKTUANS) U, B Hanbonee TsHKeNoM cy4vae, OTCyTCTBME
60onblumnx nansues (Dikow 2013; Jamsheer 2013; Novara 2014; Unique).
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3y6bl

Mpo6nembl ¢ 3y6aMm 4acTo HabnAATCA Y AETEN C XPOMOCOMHBLIMU OTKIOHEHUSIMU,
B TOM YMC/IE U Y YNEHOB rpynnbl Unigue ¢ aynnukaumen 5935 (y 9 13 12 yenosek no
pe3ynbTaTaM MUCCieaoBaHus).

Yalle BCero yuyacTHUKM Unigue 6binn CKIOHHbBI K Kapyuecy, No3aHeMy
NPOpPE3bIBaHMIO 3y60B, OTCYTCTBUIO MSIM HEO6LIMHO ManeHbKUM 3y6aM, a Takke
aHoOMaJsIbHO TOHKOW M cniaboli aManu (rvnonsiasus amManu). beinm Takke
OTAESbHbIE C/lyYan HEMPOPE3ABLUMXCS 3y60B, YPE3MEPHON CKYUEHHOCTH W,
Hao60opOT, LIMPOKMX NPOMEXYTKOB Mexay 3y6amu.

YT06bl CHU3UTL PUCK BO3HUKHOBEHUSI OCNIOXKHEHMI M3-3a Kapueca 1 3po3unn aMasnu
He06X0AMMO BbICOKOE KaueCTBO OKa3aHWsl CTOMATOMOMMYECKUX YCYT.
CromaTonormyeckasi NoMoLLb AETSIM M B3pOC/IbIM MOXET BbITb 60s1ee apdeKkTMBHOM B
ycnosusix ctaumoHapa (Unique).

“ Cnabasi amManb, a 3aTeM M Kapuec MOJIOYHbIX 3yO0B NpuBENM K YCTAHOBKE YeTbIpex
KOPOHOK ¥ yAaneHuio YeTbipex 3yboB. Heckonbko 3yboB Hyaanucb B nioMbax.
PaspyLlueHve 3yboB Npomn3oLLIo o4eHb BbICTPO — MoKa Mbl BblIM B NINCTE OXUAAHWS
Ha NpveM K AeTCKOMy CToMaTonory. K cyacTbio, C KOpeHHbIMM 3ybamu BCE B NOPSAKeE,
M OHa HUW Ha 4TO He xanyetca”, — aynnamkaumsa 5935.2935.3, 13 net

KoHe4HOCTU 1 cycTaBbl

CornacHo nccneposanmto 2018 roaa, y 5 13 11 uneHos rpynnel Unigue ¢
aynnukauueid 5935 6binv cBo60aHbIE MMNEPMOBUSIbHBIE CYCTaBbl.

O6bI4HO MMNEPMOBMIIBHOCTL O3HAYaET, YTO MIAAEHLbI M AETU MOTYT ABUraTb
pyKaMu U HOraMu Tak, Kak He MOryT ocCTasnbHble. [ogobHoe sBneHMe MOXET He
[0CTaBNATb HeyA0bCTB, OAHAKO MHOTAA OHO MPUMBOAUT K 601N M TYronoaBMKHOCTU
B CyCTaBaX U MbllLax, K 6onee YacTbiM BblBMXaM CyCTaBOB (OHM CMeLLaloTCs
OTHOCUTENIBHO HOPMAJIbHOMO MOMIOXKEHWS), @ TakKe K PaCTSXKEHUSIM U APYrUM
TpaBMaM. [MNepnoABMXHOCTb TaKXKe MOXET MOB/UATb Ha MENKYHO U KPYMHYHO
MOTOPMUKY.

CornacHo MeauLUMHCKOW NUTepaType, OAWH Manb4uK C Aynnvkaumen 5q35.3qter
pOAMIICS CO CAINLLKOM KOPOTKUMM pykaMu: B 060Mx Npeanieybsix y Hero He 6biio
nyyeBol kocTu (radius), a nokTeBasi KocTb (ulna) 6bina Heaopa3BUTa U UCKPUBIIEHA
(nBYCTOpPOHHSAS paananbHast annasus), y pebeHka Takke He 6b110 60nblUNX NManbLes
(Jamsheer 2013; Unique).

Lpyrue npobneMsbl co 340pOBLEM
MoyeyHbI pedntokc (KOTOPbIN NPUBOAMT K YacTbiM MHMEKLUSIM MOYEBBIBOASILLINX
nyTeit): oaunH cnydan Unigue (5q35.2935.3)
ATakcus (pacCTpoMCTBO KOOPAMHALMM ABWKEHWI): ABa
cnyyas B 6a3e gaHHbix DECIPHER (5g35.3)
MnepcanvBaums (MOBbILEHHOE CIIIOHOOTAENEHNE): OAWH
cnyyan Unigue (5935.2935.3)

M'nocnaamns (HapyXHoe OTBEepCTME MOSI0BOMO YSieHa CMELLAeTCs BOBHYTPb) U
KpUATOPXM3M (HEOMYyLLEHME nUKa UK AnYEK B MOLLIOHKY), NevaTcs C NOMOLbIO
XMPYPruyeckoro BMeLLaTenbCTBa: oauH ciyyai Unigue (5935.2935.3)

YpesMepHblii POCT BOJIOC: OAMH ciydal Unigue (5935.2g35.3)
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Anoneums (YacTMYHOE UM MOJSHOE BbIMAAeHWe BOMOC Ha Tene): OAMH Cyyan Unique
(5935.2g35.3)

Bbicokoe cBoguaToe Hebo: oanH cnyyan Unigue (5935.1g35.3)

Pacliennenue rybbl/Heba: aBa cnydyas B 6a3e aaHHbix DECIPHER (5g35)

OTK/OHEHUS! OT HOPMasIbHOTO YPOBHSI FOPMOHOB LUMTOBWAHON Xenesbl: ABa
(HenoaTBEPXXAEHHBIX) Cnydas Unigue

(5935.2g35.3; 5g35.3)

NMonoBoe co3peBaHue

Mepvioa NOMOBOro CO3PEBAHMS MOXKET OKa3aTbCs TSHXKENbIM AN1s NI060M ceMbu. Y Hac
Mano uHdopMauum 0 Nepyoae NosIoBOro CO3peBaHus Npy aynankaumm 5q35, Ho,
COrnacHo MUcCneaoBaHWsaM, OTMEYAETCS TEHAEHUMS B CTOPOHY 3a4ePXXKK MOSI0BOro
CO3pEeBaHMs Y MalUMEHTOB C Aynnvkaumen 5q35.2q925.3, Bknitodas reH NSDI1. Cpeau
cemell Unique pBe [eBOYKU AOCTUIM MOSIOBOrO CO3PEBaHMUS B OXXMAAEMOM BO3pacTe
WX HEMHOTO MO3Xe. B TO e BpeMsl, B MEANLIMHCKOW IMTepaType OTMEYEHbI Cllyvau,
Korga y AeBo4ku B Bo3pacTe 13,5 et He 6b110 HUKAKMX NMPU3HAKoB MOSI0BOM0
CO3pEBaHMs, @ Y ApYroi AEBOYKN MECSYHbIE HAYaNWUCh B 15 neT. Y AeBOUKM C
Aynnvkaumen 5q35.3 nepuoa NosioBOro CO3peBaHMsl Havancs paHo
(Nnpe>xxaeBpeMeHHOE MOMoBOE CO3PEBAHME).

B uenom nepvoz nosioBoro Co3peBaHns MpoLles HopMasibHO, 0CObbIX NOBOAOB ANs
6EeCrOKOMCTBA He BbI10, XOTS BbI1I0 TPYAHO CNPABNSATLCS C Nepenagamm
HacTpoeHus (Dikow 2013; Novara 2014; Unique).

“Mory ckasaTb, YTO OHa SIBHO HacnaXaaeTcs 3TUM nepuoaom! S He BcTpeyana
[IpYrviX AETel, KOTopble Tak e CUbHO pafoBaniCb NePeEMEHaM B CBOEM OpraHU3Me,
Kak oHa. OHa 3aMeyaeT KaXxJ0e U3MEHEHWE N PafOCTHO PacCKasblBaEeT O HeM”, —
aynnvkaums 5q35.2qg35.3, 13 net

“Tleproa NonoBoro co3peBaHust MpoLIen HOpMasbHO, pa3Be YTo 6bin NepemMeHbl B
HAaCTPOEHUM, a eLle OHa He MOXET MPUCMOCOBUTLCS K MECSYHBIM™, — Aynankaums
5035.2g35.3, 16 net

“Y Hee CTy4mnncs peskuii CKauyok pocTa, M BCEro 3a /1Ba MECsiLIa OHa NMoMeHsNa
onexay ans Aeten 7 NeT Ha ofexay ana aeten 10-12 net. Ei elle He UCTOSTHUMOCh
[IEBATM JIET, @ Y Hee Y>Ke BbIpoc/ia rpyab M [Ba pasa WM MecsayHble”, — aynivkaums
5g35.3

B3pocnenune/3penocrb

Ha mMoMeHT Bbinycka 6powutopbl B Unigue 6bino BCero HECKOJIbKO B3POC/IbIX U
MoApPOCTKOB C Aynnvkaumen 5q35. OauH U3 poanuTenelt y3Han, uto y Hero
aynnvkaums 5g35.3, TonbKo noce Toro Kak y ero nepBoro pebeHka 0bHapyxunm
TaKyto e Aynankaumio. MNMogobHbIM 06pasoM, Y OAHOM XXEHLUMHbI HaLLIM TaKyto Xe
OynavKaumio, Kak y ee CblHa, Mocsie TOro Kak eMy noctaBuin anarHos (Cm.
KOMMEHTapum Hnxe).

B 6a3e gaHHbIx DECIPHER 3apernctpupoBaHbl Cliyyau, Koraa, kasanoch 6bl,
300pOBble poauTeny nepeaanu pebeHky aynavkaumio 5q35.

B MeaMUMHCKON nuTepaType OnuChbIBaeTCs Ciyyai 39-neTHeN XXeHLUMHbI C
MuKpoaynavkaumein 5935.2q35.3 NpoTsbkeHHOCTbO 1.6 M6, y koTopois,
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NpeanonoXuTeNbHO, BblIM HE3HAUUTENbHbIE TPYAHOCTU B 0byyeHun. Bce Tpoe ee
[leTeii-NoApoCTKOB yHacneaoBany Aynnnkaumio, obnagany xapaktepHeiMu ans 5q35
npu3HakaMu 1 ¢ AeTcTBa OblIM NepeaaHbl Ha BoCcnuTaHue. Y 35-neTHel XeHLWMHbI C
nynnvkaumei 5q35.2g35.3 pa3mepom 1.5 M6 6binm HebonbLluMe TPYAHOCTU B
00YyYeHMN, 3aMETHO HEBBICOKUIA POCT U YMepeHHble AncMopduyeckue YepTbl nvua.
Ee neBATUNETHUI CbIH YHACNeA0Ban MUKPOAYNMKaLMIO U Takxke obnasan CXoXunMm
ocobeHHocTamu (Dikow 2013; Unique).

B3pocnas xu3Hb KaXkaoro Yenoseka ¢ NoAo6HLIMU XPOMOCOMHBIMU 0COBEHHOCTSMM
6YAET CyLLECTBEHHO Pa3NMYaThCs M 3aBUCETb OT MHOMMX (hakTopoB. K HUM
OTHOCSTCS Pa3Hble CTEMEHW TPYAHOCTEN B 0B6YYEHUM UMW UHTENIEKTYaNbHOM
HEAOCTATOYHOCTU, BO3MOXHbIE XPOHUYECKME NPO6EMbI CO 340POBLEM U
MOMOXMUTENbHbIE PE3Y/IbTATbl PaHHEN Teparnuu.

“ % oueHb yaMBMNaChb, KOrda y3Hana, 4To y Moero pebeHka aynavkaums, v 6bina B
LLIOKe, KOoraa MoHsisia, YTo OHa nepeaanach OT MeHs. 9TO MHOroe O6BbSACHSET, NOTOMY
YTO Yy MeHsl camoli MoaKoBOOOpasHasi Moyka U Obin 3aAepXKKU B pasBUTUN, —
aynnukaumns 5935.3, poauTenb

“ ECTb HEKOTOPbIE TPYAHOCTU C UCTIOSTHUTENbHLIMU (DYHKUMSIMK, @ Takxe
OTAENbHblE MPU3HAKM ayTU3Ma, HO OHW He BbI3bIBAKOT NPOBIEM C coumanusaumein 1
obweHnem. ¥ — gynnukaums 5g35.3, pogutens

“ XoTs bmsnueckn eit 16 neT, ee NcMxonorMyeckoe pasBuTne, BOSMOXHO, Ha
ypoBHe 8 net”, — gynnukaums 5g935.2q35.3, 16 net

“OHa oboxxaeT netb 1 yyacTByeT B MonoaexHoM xope. OHa paHO B HEro BCTynuna,
Bcero B 11 net. OduumanbHo B xop 6epyT AeTel ¢ 12 feT, HO UM Tak NOHPaBMIIOCh
ee MeHre, YTo ee B3sn. Takke el HpaBUTCS colMaribHasi COCTaBnstoLLas xopa. Ei
HpaBUTCS, YTO BOMbLUMHCTBO YYaCTHUKOB CTapLue Hee, 1 OHa MHOrOMY Y HUX y4uUTCS
(B xopoluem cMbicrnie). Ei Bcerga 6onblue HpaBUIoCh NPOBOAUTL BPEMS CO
B3pOC/bIMY, YeM C feTbMU. Tenepb, Koraa OHa NMoApoCTOK, et oduLmMansHO
pa3spelLeHo 6biTb co B3poc/biMu. Elle OHa kpaliHe BHUMaTebHa, MOSTOMY MOXeT
MHOIOMY Hay4uTbCS AaXke NPOCTo Habnodas. MHorve yuntens v apyrue mioam 31o
HepooueHmnBatoT ”, — aynnukaums 5g35.2q35.3, 13 net
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CeMbu paccka3sbiBaloT...

“ Moit BaM coBeT: pasbupalitecs ¢ npobnemamu no mMepe mx
noctynnenusi! He cpaBHvBalTe cBoero pebeHka C ApyruMu:
COCpPeioTOYLTECh HA TOM, YTO OH MOXET, @ HE Ha TOM, Yero
He MOXeT. B KOHEYHOM UTOre BCE CTaHeT npoLle — U
[eNCTBUTENbHO CTaHOBUTCS”.

“ Korpa Mbl BNepBble yChbllany AnarHo3 oT neamaTpa, s
MOYyBCTBOBaJIa OrPOMHOE 06SIerYeHne: 3To NPOU3OLLIO He
MOTOMY, YTO 5 M/10Xast MaTb. MoV BaM COBET — HUKOrZa He
nepecTaBaiiTe pa3roBapuBaTh APYr C APYroM U Mpu
Heob6X0AMMOCTM 0bpaLlaiTECh 33 MOMOLLBIO K
npodeccronany. Camoe rnaBHoe — HalTU Apyrux
poauTENEN, Y KOTOPbIX CTb PEBEHOK C FrEHETUYECKUM
OTKJIOHEHUEM. ﬂ,ﬂﬂ 3TOro ny4ile BCero npucoeanHUTbLCA K
Unique! 1 cospana 6nor v rpynny B couManbHoW et
Facebook cpa3y nocne Toro, kak HaM NOCTaBU/IN AMarHo3
(cMm. cTp. 35). Mbl BCTPETUNNCH C OAHOW CeEMbeN B JTOHAOHE
BCEro Yepes HECKOJIbKO AHEN MOCsie TOro, Kak UM MOCTaBuIn
[IMarHo3, 1 3TO 0YeHb MOMOrI0 HaMm o6oumM! MoaToMy 5 bbl
cKasasna, 4YTo obLueHre — 3TO KJIIoY K ycrexy™.

“ byabTe 3alMTHMKOM CBOero pebeHka n 60putech 3a To, YTO OH MOXET MOoJy4nTh”!

“ CMOTpWTE Ha cBoero pebeHka Kak Ha KOro-TO 3aMeyaTeslbHOro M YHUKAbHOro 1
MOJTy4UTE CTONIbKO CEMEVHOM MoAAEPXKKM, CKOSIbKO CMOXeTe. PacckaxuTte npo
OTKJTIOHEHMWE BpaThbsiM U CecTpamM/ABOIOPOAHLIM BpaTbsM U cecTpaM pebeHka, Tak
KaK AETU MOryT 6blTb YAMBUTENbHO A06pLIMK™,

“ MoMHWTe, YTO ABa pebeHka C 0AMHAKOBLIM ANArHO30M MOTYT 6biTb OYEHb
pa3HbIMK, TOYHO TakK Xe, KaK ABa «TUMWUYHO» Pa3BUBAIOLMXCS pebeHka byayT
COBEPLLEHHO pa3HbIMK. PoauTtenu sSBnsitoTCs SKCnepTamMm B 061aCTV 340POBbsi CBOWX
[ETell, N UM, BO3MOXHO, NpuaeTcst 6opoTbes 3a 1x 6narononyyve”.

“ S nan 6bl TakoW COBET: He 6ECMOKOMTECH O TOM, YTO Bbl HE 3HAETE, YTO XKAET Bac
B 6yayLlueM. Haw reHeTVK ckasan He Mo3BOMISTb AMAarHO3Y Hallel AoYepy CpasuTb
Hac, BMeCTO 3TOro Mbl AO/HKHbI MOCMOTPETb Ha Hee 1 YBUIETD ee. C TeueHuem
BpeMeHu 1 BoobLLe He BUXKY ee AMarHo3a, a Tonbko ee camy. OHa He sBnsieTcs
OTKJIOHEHMEM, OHa — 3TO OHa caMa, M Mbl He Mornv 6bl No6UTb ee 6onblie .
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Fpynnebl B Facebook

«06paTHbIi CuHapom CoToca» (73) — https://www.facebook.com/
groups/313154342038158/ — ans nogen unu poautenei aeTemn ¢
«0bpaTHbIM cHapoMoM CoToca», YTO6bI MOAENUTHCS OMbITOM U
nHdopMaumei.

«[ynnukaumsa 5 xpomocombl» (176) — https://www.facebook.com/
groups/1548614302021901/ — anst o6beaAnHEHUS U 0bLLEHNS Ntoaen C
peaKkon aynnmkaumen XpoMocoMbl 5 1 poauTenei AeTen C TakKuM AMarHosom.

(B ckobkax yka3aHO KOMMYECTBO y4acTHUKOB coobluecTtBa Ha despanb 2020 roaa)
Be6-caiiTbl

https://patient.info — nHgopmMaLms o 3aboneBaHNSX U MEANLIMHCKUX
TePMUHax

https://www.nhs.uk/conditions/ — nHdopmauns o 3abonesaHmsx un
MeAUUMHCKUX npoLueaypax, U3noXKeHHas NpocTbiM S3bIKOM

ba3a gaHHbiX DECIPHER

B paHHoI 6polutope 1crnosnb3yeTcst MHopMaLms, NpeacTaBieHHas B 6ase AaHHbIX
DECIPHER. MonHbIM CNACOK LIEHTPOB, KOTOPbIE BHEC/M CBOM BK1aa B c60p 3TUX
[laHHbIX, MOXHO HalTK no ccbinke http://decipher.sanger.ac.uk nnu 3anpocuTb No
3NeKTpPoHHoM nouTe decipher@sanger.ac.uk. MpoeKT peann3oBaH 3a CYET CPeACTB
6naroTtBopuTensHoro oHaa Wellcome Trust.

basa aaHHbix DECIPHER nossonsieT BpayaM v UccneaoBaTtesnsaM, He pasrniallas
nepcoHasnbHble AaHHblE NAaUWEHTOB, 06MEHMBATBLCS UX MEAULMHCKUMU KapTaMmu, B
KOTOpbIX coaepXXuTcs noapobHas nHbopMaums 0 BaXKHbIX FEHETUYECKUX U3MEHEHUSX
1 COMYTCTBYIOLUMX KIIMHUYECKUX NMPU3HAKaX, M COCTaBMATb OTYETHI. Takol o6MeH
MH(OpMaLmMeii MoMoraeT NoApPOOHeE M3yYmnTb M JyYLLE MOHSATb KaXKA0E FEHETUYECKOE
N3MeHeHWe, YCTaHOBUTb CBS3b MEXAY HUM U KIIMHWYECKMMK Npu3Hakamu. bnarogaps
3TOMY MOBbILIAETCS! KAYECTBO PEKOMEHAALMNI, KOTOPbIE MOTYT BbITb AaHbl TEM, Y KOO
€CTb TaKMe Xe UM CXOAHble reHETMYECKMe M3MeHeHws. MauneHTbl 4aloT CBoe
cornacme Ha cBoboaHoe MCMob30BaHMe MX AaHHbLIX, NPeaoCTaBAsEMbIX
nonb3oBaTenaM DECIPHER B 06e3n11ueHHOM Buae. OTKpPbIThI 06MeH MEAVNLIMHCKUMM
CBeJIeHVsIMM B Takol 6a3e AaHHbIX, kak DECIPHER, no3Bonser yBenmunTb LAHChI
NauMEHTOB C O4YeHb PeaKMMMN OTK/IOHEHUSIMU Ha y4acTue B UCCNef0BaHUSaX Mn
UCMbITAHMSIX HOBbIX METOLOB JIeYEHMS.

DECIPHER: Basa AaHHbIX O FeHOMHbIX Bapuaumsx 1 deHoTunax ¢ A0CTyrNoM K
MH(OPMaLMOHHBIM pecypcaM npoekta Ensembl (aHrn. Database of Chromosomal
Imbalance and Phenotype in Humans using Ensembl Resources). Firth, H.V. et al
(2009). Am.J.Hum.Genet 84, 524-533 (DOI: dx.doi.org/10/1016/j.ajhg.2009.03.010)
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MHdopmauma u noanepxka
N\

Unidle

Mpynna noafepXXKW NoAeN C peAKUMU XPOMOCOMHBLIMU OTKITOHEHUSIMU
The Stables, Station Road West, Oxted, Surrey RH8 9EE, United Kingdom
Tel: +44(0)1883 723356  info@rarechromo.org I www.rarechromo.org

MpucoeanHanTeCh K CO0BLIECTBY Unigue, 4Tobbl MOMYYUTb AOMONHUTEbHYIO
MHOpMaLIMIO, HEO6XOAMMYIO MOMOLLb, @ TAKXKE MOOBLLATLCA C CEMbSAMM, B KOTOPbIX
BOCMMTLIBAIOTCA AETU C XPOMOCOMHBLIMU OTKIIOHEHMAMU.

Unigue — 3T0 HerocyapCcTBeHHasi 6/1aroTBopuTenbHas opraHusaums. ®rMHaHcoBast
noazep)KKa OCYLLECTBIISIETCS UCKITIOUMUTENIbHO 3@ CUET IPaHTOB M MOXEPTBOBAHWN.
Bbl Takke MOXETe cienaTh NOXEPTBOBAHME Ha HalleM odu1LMaIbHOM cainTe
www.rarechromo.org/donate. Moxanyiicta, noMoruTe HaMm rnoMoYb Bam!

pynna noAAepxKu Ntoaeit ¢ peaKUMU XPOMOCOMHBIMW OTKITOHEHUSIMU
HoMmep 6naroTBOpUTENbHOM OpraHMzaumy 1110661
HoMmep B peecTpe KOMMaHuit AHMWMK 1 Yanbca 5460413
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