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MCTOUYHHUKMH

YacTb MHDOpmaLuu,
npeAcTaB/IeHHOM B JaHHOM
6poLutope, B3ATa U3
MeAMUMHCKOM nTepaTypbl. Mo
MMEHM aBTOpa U Aate nybamKaLmm
Bbl CMOYKETE HaMUTW OPUIrMHAJIbHbIE
CTaTbM MU UX pe3toMe Ha
canTe PubMed
(www.ncbi.nlm.nih.gov/
pubmed/). bonbLyto YacTb
cTaTe MOXKHO NOJyYUTb Yepes
camt Unique. Kpome Toro, B
6poLutope npeAcTaB/ieHbI
ZlaHHble, NONyYeHHbIE B
pesy/ibTaTe ABYX OMpPOCOB
yneHoB Unique B 2004 1 2008/9
rogax. Ha MOMeHT ny6amkaumm
6powtopbl B Unique 6b110
3apermMcTpupoBaHo 69 yenoBek
C U30/IMPOBaHHOM Jeneumen
10g25/6, He coveTarowemnca ¢
notepen U yBesIMYeHUEM
matepuana Apyrux XpOMOCOM.
Cpean HUX 6blAn feTtu u
B3poc/ible Ao 28 neT.

Kpome Toro, B MeauUMHCKOM
mtepatype uy 30 yneHos
Unique onucaHbl coveTaHUA
Aeneuun 10q25/6 c notepen
WU U3ObITKOM FreHETUYECKOro
maTtepuana Apyror XpPOMOCOMbl,
YTO 06bIYHO ABNAETCA
pe3y/ibTaTOM TaKoro
XPOMOCOMHOI0 HapyLUEHWUA KaK
TpaHcaoKkaumA. MNogobHble
C/lyvam He pacCMaTpMBalOTCA B
HacTosALen 6polutope,
NMOCKOJIbKY MX K/IMHUYECKUE
NpOABAEHWUA OT/IMYAIOTCA OT

3¢ peKToB U301MPOBAHHOM
aeneumnmn 10g25/6. OgHako
Unique BegeT y4yeT Takmx
C/ly4aeB U MOXKET NpeaoCTaBUTb
MH(OPMaLMIO O HMX MO 3anpocy.

Aeneuymmn 10q: TOYKM pa3pbliBa Ha
yyacTtke 10925 van 10926

Aeneumna 10g25 nnm 10g26 o3HavaeT, YTO B KJETKax opraH13mMa
OTCYTCTBYeT He6O0/bLIasA, pa3/iMyHaa Nno pasmepy, 4acTb
reHeTMYeCKoro MaTepuana 0aHOM U3 46 XpOMOCOM —
xpomocoMbl 10. na HOpManbHOro pasBuTUA OpraHM3ma B
XpPOMOCOMaX [JO/IKHO COAEpXaTbCA CTPOro onpejesieHHoe (He
60/1ble 1 He MEHbLUE) KOJIMYECTBO FreHETUYECKOrro
maTtepuana (AHK). Kak 1 60/1bLUIMHCTBO APYrmx
XPOMOCOMHbIX HapyLUeHWM, OTCYTCTBME YaCTU XPOMOCOMbI
10 noBbIWAET PUCK BPOXKAEHHBIX MOPOKOB, 3a€PXKM pa3BUTHA
1 BO3HMKHOBEHMS TPYAHOCTEN B 06yYeHun. OaHaKo
BO3HMKaoLye Npobsiembl CO 3J0POBbEM Pas3/IMYalOTCA U
3aBMCAT OT TOTO, KaKOM reHEeTUYECKUM MaTepuan OTCYTCTBYET U
B KAKOM KOJIMYecCTBe.

CnpaBo4Hasa MHPopMauma o
XPpOMOCOMaX

XPOMOCOMbI — 3TO CTPYKTYPbl, HaXOAALWMECA B AApaXx
KNEeTOK opraHu3ma. B KaxkJon XpomMocome CoAepKMUTCA OT
COTEH [0 TbICAY FeHOB, B KOTOPbIX, KaK B MHCTPYKLUMU (MM
peuenTe), 3anMcaHa BCA reHeTMyeckasa MHpopmauma o pocTe,
pa3BUTUKU U paboTe opraHMama. XpOMOCOMbI (M FeHbl) 06bIYHO
HaC/NeaylTCs NapamMu — Mo OAHOM OT Kaxzaoro poautens. Y
yenoBeKa 23 napbl XpOMOCOM, TO eCTb 46 OTAEe/IbHbIX
XPOMOCOM.

M3 HMX aBE XPOMOCOMbI — nosioBble. OHKU onpeaenaT noa. Y
EHLUMH ABE XPOMOCOMbI X, Y MYXXUYMH — OAHa XpoMocoma X U
oAHa xpomocoMa Y. OcTanbHble 44 XpOMOCOMbI 06pa3ytoT

22 napbl, KOTOpPble NPOHYMepoBaHbl 0T 1 A0 22: OT CamMoM
60/1bLLOM A0 CAaMOM MaNleHbKOM COOTBETCTBEHHO. Kaxaas
XPOMOCOMaA COCTOUT U3 KOPOTKOro (p) n/sieya (BepXHAA YacTb
XPOMOCOMbI Ha PUCYHKE HUXKE) U ASIMHHOrO (q) nieva
(HUXKHAA YaCTb XPOMOCOMbI).

Adeneunm

CnepmMaTo3omj oTua M SrLEeKNeTKa MaTepy CoAepsKaT TOJIbKO
Mo OAHOM KOMWM KaXk0M XPOMOCOMbl. B MOMEHT
ON0A0TBOPEHUA OHWM 06Pa3yIOT eAMHYI0 KNETKY, KOoTopas
COZIEPXKMT Y3Ke MO [ABE KOMUM KarKA0M XPOMOCOMbI. 3aTemM
3Ta K/JIeTKa CO34aeT MHOXKECTBO COBCTBEHHbIX KOMMM
(COOTBETCTBEHHO, M KOMUI BCEX XPOMOCOM U F€HETUYECKOr0
maTtepuana), B pesysibTaTe Yero B NpoLecce pocTa M pasBuTMA
opraHu3ma obpasyeTcs 60/blloe KOIMYEeCTBO KNeToK. MHoraa
npu 06pa3oBaHuMM AMLEKIETKM MM CNEpMaTo3oMaa Mm Bo
BPEMS CJIOXHOr0 NPOLECCa KOMMPOBAHMA M PenInKaLmm
Y4aCTKM XPOMOCOM MOTYT pa3opBaTbCs MM BCTATb B
HEXapaKTepHOM A1 HMUX NOpAAKe.


http://www.ncbi.nlm.nih.gov/

Y noaen ¢ aeneumen 10g25 nam 10g26 oaHa xpomocoma u3 10-1 napbl HE NOBPEXAEHA, 0JHAKO
Ha BTOPOM XPOMOCOME OTCYTCTBYET YYaCTOK AJIMHHOMO naeya. XoTA TOYHOE KOJIMYECTBO M TUN
reHoB, NOCTpaJaBLUMX B pe3y/bTaTe Aeneumm, 4acTo HEM3BECTHbI, OTCYTCTBME HEKOTOPbIX FEHOB
MOXET NOBJIMATb HA CMOCOOHOCTb Ye/10BEKA K 00y4eHMI0 U ero dmsmyeckoe passutue. Cumtaercs,
4TO 60/1bLIAA YACTb OTK/IOHEHWI BbI3BaHa HA/IMYMEM TOJIbKO OJJHOM KOMWUM pAJa FreHOB BMECTO
0ObIYHbIX ABYX.

Ha AaHHbIM MOMEHT y4YeHble NPOAO/IXKAT McCieaoBaTh cneumdmyeckme hyHKLUMM FreHOB Ha
AaHHbIX yYacTKax. OaHaKo Ha pa3BuTME, NPO6AEMDBI M BO3MOXKHOCTU KaXKAoro pebeHka BamaoT
TaK)Ke U ApYrue reHol, OKpy}Kawwaa cpeja M ero MHAMBMAyaAbHble 0COOEHHOCTH.

MepBoe onucaHWe YenoBeka c geneumen 10q25 mam 10926 66110 ony6aMKoBaHo B 1978 roay.
C Tex nop B MMPOBOM MEAMLUMHCKOM NPaKTUKe 6bI10 3aperncTpmpoBaHo 6onee 60 Taknx
cnyyaeB. JTa Aesleunsa OAMHAKOBO HYacTO BCTPEYAETCA Y MYXKUYMH U Y KEHLMH

(Lewandowski 1978).

11.21
Noapo6Hee o aeneuun 10q i e oo ®)
XPOMOCOMbI Hesb3s YBUAETb HEBOOPYKEHHbIM I/1a30M, HO 11
€C/I1M UX OKPaCHTb M PaCCMOTPETb NOJA MUKPOCKOMOM, TO Y 121
KaXoM MOXHO YBUAETb OT/IMYMTENIbHbIM Y30p U3 H% [UIMHHOE M1eYo (q)

yepeayLUXCca CBET/IbIX M TEMHbIX NoMnepeYHbIX Noaoc.

Yyactkn 10925 u 1026 copepskat okono 29,7 M1IIMOHa 219
nap OCHOBaHWM. JTa UMdpa KaXKeTCs OrPOMHOM, HO Ha

CaMOM Je/ie 3TO A0BOJIbHO Mano: MeHee 1 % [HK B

KarKZ0oM KneTtke. MNapsbl

OCHOBaHMM — 3TO

XUMHUYECKHe

coegmHenna AHK,

KoTopble hopMMpYIOT

OKOHYaHMA «CTYyMeHeK» B

€e CTPYKType, NOXOXKeN 24 1

Ha BUHTOBYIO IECTHULY. 5, 44
Moao6bHoe ulyyeHme 2433

XPOMOCOM Bawlero

pebeHKa no3sonset

YBUAETb YYaCTOK (MU

YYacTKH), rae

npou3oLLes pa3pbiB
XPOMOCOMbI, U NOHATb,

—
>
- Base pairs

bp =napa ocHoBAHMM KaKOM reHeTU4eCcKMm

kb = KM§O6G3G mam 1 000 nap MaTepMan OTcyTCTByeT.
OCHOBQHMM

VB 5 ereEeEe K JT0 BO3MOXKHO B C/ly4dae, ec/m

1 000 000 nap OCHOBAHUM I'IpOM3OLIJJ10 Bbll'lap,eHMe AOBoanO
KPYMHOro yyacTtka. Tem He MeHee, NOCKOJIbKY

HeAOCTalLMe YYAaCTKM YacTo 6bIBalOT AOBOJIbHO MaJibl, TAKOM NMPOCTOM aHa/IM3 He Bceraa
MO3BOJISIET BbIABMTb HapyLUEHMA.
CnepoBaTesibHO, CyLECTBYIOT Ntoam ¢ aeneumen 10g25/6, KoTopble He 3HAT 0 CBOEM
AnarHose. HoBble, 601ee YyBCTBMTE/IbHbIE MOJIEKYIAIPHBIE METO/bI, TaKME KaK
¢ nyopecueHTHaa rmbpmansaums in situ (FISH) uam metos cpaBHMTENIbHOM Fr€HOMHOM
rmépmansaumm Ha Mmkpoumnax (array CGH), MoryTt 6biTb HEO6X0AMMbI ANS NOATBEPKAEHMS
WK BblABNIEHUA Aeneunn xpomocombl 10925 nan 10q26.



B 6onblumHCTBE cay4daeB geneumn 10925 1 10g26 aBnAl0TCA TEPMUHAIbHBIMU. TO O3HaYaeT,
YTO KOHeL A/IMHHOro nsievya xpoMocombl 10 oTcyTcTByeT. OAHAKO BCTpeyarnTCca U
MHTEepCTMUMaNbHbIe geneumun. B aToM ciyyae, XoTa y4acToK AJIMHHOMO njaedya XpomMocomsbl 10
noTepsH, eé KoHel, (BO3MOXHO, Aaxke 60siee KpynHaa 30Ha) NpMCyTCTBYyeT.

CnpaBa, Ha u3obparkeHnn XpoMocoMbl 10, y4aCTKM NPOHYMEPOBaHbI OT LIEHTPA K KpasM,
Ha4YMHaA C MecTa CoOeaMHEHUA KOPOTKOro U AJIMHHOIO njeYva (LeHTpomepsbl). YYacTKu C
MEHbLUMM HOMEPOM, Hanpumep q11 B AZIMHHOM NJieye, HaXoAAaTCA 6/IMXKe K LeHTpoMepe.
Y4yacTKM, npunexalime K LeHTpomMepe, HasbiBalTCA NPOKCUMaIbHbIMU. YYaCcTKM C 60NbLUMM
HOMEPOM, HanpuMep 26, pacnosiaralTcs 6mKe K KOHLY XPOMOCOMbI. Takue y4acTKu
Ha3bIBaKTCA AMCTa/IbHbIMM. AucTanbHasa geneumsa 10q HaxoaUTCA B A/IMHHOM Nieye
XpomocoMbl 10 Ha yyacTke 10925 unm 10q26. [anee B 3ToM 6poLLOpPe AaHHbIM TMN Aeneumm
6yAeT HasbiBaTbCA Aeneumen 10q25/6. TakKe MCNONb3YTCA TEPMUHBI «CUHAPOM Aeneumu
10g» AN «CUHAPOM AeNeumn TEePMMHANBbHOMO y4acTKa AJIMHHOMO nsieda XpomMocombl 10».

Pe3ynbTaTbl XPOMOCOMHOI0O aHa/in3a

Bpay-reHeTuK Mam reHeTUYECKUIM KOHCYIbTAHT PacCKaXKeT, rae npomsoLua rnosioMKa
XPOMOCOMbI y Ballero pebeHka. CKopee Bcero, BaM NpefoCcTaBAT KapuoTMN — COKpalleHHoe
onucaHue Habopa XpoMocoM. B cnyyvae geneumn 10q25/6 pesynbTaTbl MOTYT BbirnaaeTb
c/leayowymM 06pasom:

46 XX,del(10)(q25.3)dn

ObLee 4YMCNO XPOMOCOM B K/IeTKax Ballero pebeHka.

XX JlBe nonoBblie XpOMOCOMbI: XY Y MYXKUYMH U XX Y KEHLLUMH.

del Jeneuma (OTCyTCTBUE FrEHETUYECKOro MaTepuana).

(10) Aeneuma 10-11 XpOMOCOMbI.

(925.3) B xpomocome o6Hapy:keHa oAHa ToYKa paspbiBa Ha yyacTke 10G25.3: reHeTUYeCKui
MaTepuan OTCYTCTBYET OT 3TOM TOYKM M A0 KOHLIA XPOMOCOMbI.

dn [eneuna nmeet ctatyc de novo , T.e. OHa BO3HMK/1a BrepBble U He 6blna

yHacneAoBaHa oT poautesnier. Mpu NpoBepKe XpoMOCOM POAUTENEN He BblI0 06HAPYKEHO AeneLnm
WM IIPYrMX XpPOMOCOMHBIX NMepecTpoek Ha yyacTke 10q25.3. ManoBeposTHO, YTo Aeneums
nepezanacb no Hac/leACTBY, CKOpee BCEro, B 3TOM CEMbE 3TO MEPBbIM CyYaM.

arr[hg19]10q26.2q26.3(129,634,839-135,506,703)x1

arr AHanM3 NpoBOAUICA METOJIOM CPABHMUTE/IbHOM FEHOMHOM rM6puan3aLmMM Ha
MUKpoumnax (array CGH).
hg19 leHOM YyenoBeKa, pedakuma 19. 3To KOHTposibHaA nocnegosatenbHocTh AHK, ¢

KOTOPOM COMOCTaBASAIOTCA HOMEpPa Nap oCcHoBaHMM B nccneayemon JAHK. Mo mepe nsyyeHus
reHOMa YesloBeKa BEPCUM («pefaKLmn») 06GHOBASAIOTCA, U HOMEpa Nap OCHOBaHWMIM MOTYT
YTOYHATbLCA.

10q26.2q26.3 B xpoMmocome 10 o6Hapy»*eHOo Be TOYKM pa3pbiBa: Ha yyacTkax 10g26.2 1 10q26.3.

129 634 839-135 506 703

Mapbl ocHoBaHUM Mexay 129 634 839 1 135 506 703 oTcyTCTBYIOT. BbluMTas nepeoe YMcio U3
BTOpOro, noayyaem 5 871 864 (5,88 M6 unu 588 K6). 3TO YMCNO OTCYTCTBYHOLUMX NAP OCHOBAHWM.
x1 MpUCyTCTBYET TOMIbKO OJHA KOMMSA 3TUX OCHOBaHMM, a He ABe (N0 0AHOM Ha
KaxkzaoM 13 10 XpOMOCOM), KaK A0/IKHO 6biTb B HOPME.

OcHoOBHbIe nposAB/EHUA

Bce ntoan ¢ aeneupent 10925/6 pasnnyaoTca M MMEKOT CBOM OCOBEHHOCTU Pa3BUTMSA U NPOBIEMbI
CO 340pOBbeM. Hu 0MH YenoBek He 6yAeT MMETb Cpasy BCE NEPEYUC/IEHHbIE B AAHHOM Gpoluope
NPU3HaKM. TeM He MEHEE, MOXKHO BblAEUTb PAJ 06LUMX 0COBEHHOCTEN:



3ajepKKa pocTa, Kak Ao, Tak U Nocsie poxXaeHUA

TpyaHOCTM NPpU KOPMJIEHMMA

TMNOTOHMA (MbILLEYHAs CABGOCTb UM HU3KUIM MbILLIEYHbIM TOHYC) Y HOBOPOXKAEHHBIX
TpyAHOCTU B 06Yy4YEHUM M HapyLUEHWME MOTOPHOMO PasBMTMUSA pa3HOM cTeneHu. YacTto
Jetn ¢ peneument 10q25/6 Hy»KaaTca B NoAJeprKKe B npolecce o6yyeHums. Mpu 3ToM
CcTeneHb HEO6X0IMMOM NMOMOLLM 3aBMCHMT OT 0COGEHHOCTEN pebeHKa.

Kocornasue (cTpabusm)

AHOMaNMM NoOYEK U/UNN MOYEBLIBOAALLMX MYyTEN

3aboneBaHusA cepaua, 04HaKo B 60NbLUMHCTBE 3aperMCcTPMPOBaHHbIX C/lyYaeB 3a60/1eBaHUA
cepAla He3HauuTeNbHbl U MPOXOAAT €CTECTBEHHbIM MyTEM, TO €CTb He TpebyIoT
XUPYpPruyeckoro BMeLlaTeIbCcTea.

MuKpouedanma (HeeCcTeCTBEHHO MaJsieHbKas rosoBsa)

OCco6eHHOCTHM MOJIOBbIX OPraHoOB, Yalle BCEro KpMNTopxmsm (HeonylleHne amyeK)

Yy MaJIb4MKOB

XapakTepHble YyepTbl mua

MMeeT nn 3HadYeHne MeCTo paspbiBa?

Mpu aeneunn 10q yTpayeHHble y4acTKM XPOMOCOMbI MOTYT ObiTb /I060ro pa3mepa - oT
HEGObLUMX MHTEPCTULMANBHBIX AeNelUMid A0 KPYMHbIX Aeneuun. B meanumHCKon nntepatype
OMMCaHO BOCEMb CIy4aEB MHTEPCTMUMANIBHOM Aeneunn, AeCcsaTb CyvyaeB TEPMUHAIbHOM
JAeneumm c TOYKoM paspbiBa B q25 1 47 cnyyaeB € TOYKOM paspbiBa B q26. Cpeam YieHoB
Unique y 13 4enoBeK BbIIB/IEHA MHTEPCTULMAJIbHAA AeNEUUA, Y NATEPbIX TOYKA pa3pbiBa
obHapy>xeHa B q25 1 y 44 yenoBeK — B 26 (CM. HMXKe).

MposBneHna aeneunn 10q25/6 pasHOO6pasHbI AaKe BHYTPU CEMEN C OAMHAKOBbIM TUMOM
aeneumn. CUMNTOMbI, BCTPEYaloLMeCa y NtoAen C HEGO/IbLIOW TEPMMHANBbHOM AeNleUmeN,
NPaKTUYECKM HE OT/IMHAIOTCA OT CUMMTOMOB NMpW 60siee KpynHOM Aeneumu. ITo no3sonseT
npeanonaraTb, YTO KAMHUYECKME NPOABAEHNUA CBA3AHbI, MPEXAE BCEro, C NOTEPEN CaMoro
AMCTa/IbHOMO yyacTKa AJ/IMHHOMO njevya xpoMocoMbl 10. bonee Toro, M3BECTHbI C/lydau, Korga
KpYyrnHble feneunn UMeT SIerKne CUMNTOMbI U HE NPUBOAAT K CEPbE3HbIM BPOXAEHHbIM
aHoManmaM. Hanpumep, ABa YenoBeka C MUHMMaIbHbIMKM CUMITOMaMM HE 3HaM O HAIMYUK
Aeneuun Ao Tex nop, Noka oHa He 6bl1a 06HapyKeHa Y UX AeTei. Y 060MX B3pOC/IbiX BbisB/IEHA
Heb6o/Iblaa TepMMHA/IbHAA Aeneuma C TouKaMu paspbiBa B 10926.2 (CM. TeKyluee
nccneposanHne aeneumn 10q25/6) (Irving 2003; Unique).

Tou4KkmM paspbiBa y 4YieHoB cemen Unique

LiMcdppbl B cKOBKax yKasbiBalOT YMC/I0 cemen B 6a3e AaHHbix Unique (2009).

Huxke npvBeAeHbl TOYKKU paspbliBa, 3aperMcTpMpoBaHHbie y YneHoB Unique ¢ M301MpOBaHHbIMU
TepMuHaNbHbIMKU aeneunamun 10q25/26:

10g25.2 - qter (3)

10g25.3 - qter (2)

10g26 - gter (7)

10g926.1 - gter (16)

10g26.11 - gter (2)

10g26.2 - qter (6)

10g26.3 - gter (13)



Huke npuBeAeHbl TOUKM paspbiBa, 3aperMcTpupoBaHHble Y YyneHoB Unique ¢ MHTepCTULMaIbHbIMMI
AeneumamMu:

1025.1q26.1 (1)

10q25.2q26.1 (1)

10q25.2q26.11 (1)

10q25.2G26.13 (2)

109264926 (1)

10926.13q26.3 (3)

10q26.2q26.3 (3)

10q26.3926.3 (1)

Ectb nm 3p0poBble Awan ¢ aeneumen 10q25/6, vy
KOTOPbIX HeT BPOXAEHHbIX MOPOKOB M HapylleHUA
pa3BUTHA?

Y HEeCKO/NIbKMX YesioBeK ageneuma Ha yvyactke 10q26.2 651MKe K KOHLY XpOMOCOMbI MMeeT
MMHMMaNbHblE NposBaeHUsA. 40-1E€THASA KEHLUMHA C IEFKOM aCUMMETPUEN YLLIHbIX PAKOBMH y3Haa
0 CBOoeM HocuTenbcTBe aeneunn 10q26.2 ToIbKO NOCe 06HApYKEHMS TaKOM Ke aeneumn y ee 9-
NneTHen aouyepwu. Jpyras 63-n1eTHas *KeHuuHa 1 ase ee aodepu (37 v 38 net) ¢ geneumnen 10q26.2
06yyanucb B 06bIYHbIX LWKOMAX M paboTtanu (lrving 2003).

KakoB nporHos?

B MeAMUMHCKOM NnTepaType OnmMcaHO HECKOJ/IbKO C/lyYaeB CMEPTU HOBOPOXKAEHHDBIX, KaK NpaBuo,
13-3a CEPbE3HbIX Npob/iem C cepauemM. bnarogaps coBepLUEHCTBOBAHUIO MEANLIMHCKOM MOMOLLM
[EeTAM C BPOXAEHHbIMM NOPOKaMM cepAua NPOrHo3 B 3TMX C/IyYaax CTan 6osee 61aronpUATHLIM.
Ecan pebeHoK He cTpazaeT cepbe3HbiMM 3a601€BaHMAMM CepALa UK ApYrMx OpraHoB, Haanyme
feneumn 10g25/6 He [OMKHO OKa3aTb 3HAYUTENILHOTO BIMAHUA HA NPOAOCIKMUTENbHOCTD XMU3HM
(Mulcahy 1982; Taysi 1982; Wulfsberg 1989; Unique).

HecmoTps Ha To, YTO NPOrHO3 B KaXAOM Cyyae MHAMBMAYANEH, GO/bLIMHCTBO NOAEN C AeNeumen
10q25/6 HykAalTca B NOAAEPKKE HA NPOTSKEHUN BCEM KU3HMU.

bepeMeHHOCTb U poabl

Y MHOIMX MaTepew, BbiHaLLMBAKOLWMX AeTer ¢ aeneumen 10q25/6, 6epeMeHHOCTb U pojbl
NPOTEKAT HOPMaJIbHO, M OHM Y3HAIOT O XPOMOCOMHOM HapyLUEHMM Y pebeHKa TOIbKO Noc/sie ero
poxzaeHus. Tem He MeHee, Y MaTepeK, KOTopble BblHALLMBAKT AeTen ¢ ageneumen 10q25/6,
HepeaKo Hab/Il0AATCA OCNIOXKHEHUS 6epeMeHHOCTU. B 41 ceMbe, paccKka3aBLUeM HaM O
TeYyeHnn 6epeMEeHHOCTU, BOCEMb AETEN POAMIMCL C MASIEHbKMM BECOM A/ CBOErO recTalMOHHOro
BO3pacTa, /IM60 Yy HUX HabAloAanach 3aZeprKKa BHYTPUYTpo6Horo pa3suTus (3BYP). JaHHbIM
TEPMMH O03HAYaeT 3aMeAJIEHHbIM POCT N10Aa, KOra ero pasMepbl OKasbliBalOTCA MEHbLUE, YEM
[O/IKHbI 6bITb Ha onpejeNieHHOM CpoKe 6epeMeHHOCTU. Y WecTepbixX Hab/Il4anocb CHUXEHUE
JIBUraTeIbHOM aKTMBHOCTU N10Aa. B HEKOTOPbIX C/lydYasax 6bla BbiSIBNEHbI OTKJIOHEHMA NpU
YNbTPa3ByKOBOM UCCNeA0BaHMM. TaK, GbinM 0OHApYXKeHbl e AMHCTBEHHAs apTepMA NyNoOBMHbI B ABYX
CNny4yanx, aHOMa/MA NoYeK Naoja B O4HOM C/ly4ae, MHOroBOAME B ABYX CayyasX, My3blpHO-
MOYETOYHUKOBbIM Ped/IIOKC Y NJI0Ja B OJJHOM CyYae U ruapoHedpo3s y niaoja B OAHOM Ciy4yae. B
MeAMLMHCKOM IMTEpPATYpE TAKKe OMMCaHbl ABa C/yYas, KOrja aHOMaJIMM MOYEBbIBOAALLMX
nyTeM y naoza 6biM BbiSBJIEHbI BO BPEMS NMpeHaTasIbHOM AWarHocTHKkuM (Scigliano 2004;
Unique).

J/vwb B ogHOM cembe M3 rpynnbl Unique aeneumsa 10q25.2926.13 y nioaa 6bi1a 06HapyKeHa
BHYTPUYTPOG6HO. [pK1 yNbTpa3ByKOBOM UCCNEA0BAHMM ObiNIO BbIABAEHO YBEAUYEHWNE TOJILMHDI



BOPOTHMKOBOI0 NPOCTPAHCTBA Y MJ10A4a, YTO MOCNYXKMUAO NOKa3aHUEM K BbINOJIHEHWUIO aMHUOLEHTE3a.
B MeaMUMHCKOM NnTepaType 3admKCUMpoBaHbl ABa C/lyyas BbissBneHMs geneuun 10g25/6 Ha atane
NpoBeAeHUs NpeHaTa/lbHOM AMAarHOCTMKMU. B nepBoM c/lyyae oHa 6bi1a BbIMOJIHEHA M3-3a BO3pacTa
6epeMEHHOM KeHLMHbI, a BO BTOPOM B CBf3u C 3BYP U HaMuMeM aHOMaui cepAaua y naoja,
O6HapyXeHHbIX NP1 NPOBEAEHUN YbTPa3BYKOBOIro MCCnefoBaHMUA. B 06oux cayyaax poautenu
pelunnn He coxpaHAaTb 6epemeHHocTb (Chung 1998; Kerher- Sawatzki 2005; Unique).

PUCK NpexAeBPEMEHHbIX POJIOB HEMHOIO BbILLIE, YEM Y AE€TEN 6E€3 XPOMOCOMHbIX HapYyLLEHMHM.
CornacHo oIHOMy mccneaoBaHmio, 39 % aeten (7 us 18) poamnmch mexay 32 u 37 Hegenamu. Cpeam
yneHos Unique 12 % aeten (6 n3 47) poamnuck paHee 37 Hegenb (Wulfsberg 1989; Unique).

HoBopoOXAEeHHbIe

Y MHOTMX HOBOPOXAEHHbIX C Aeneumer 10g25/6 oTMeyaloTca AblxaTe/lbHble HapYLLIEHWUs, NPUCTYMbI
anHo3 (0CTaHOBKa AblXaHWs), B CBA3M C YEM MM HEOBX0AMMA AblXxaTe/ibHaA NoAAEpKKa, a
HEKOTOPbIM - NoJaya A0MNOJIHUTEIbHOIO KMC0poaa. 3a4acTylo HabloaaeTcs yrHeTeEHUe
pedIeKCOB HOBOPOXKAEHHbIX, B YACTHOCTM MOXKET 6bITb CNabblii cocaTesibHbIM pedaeKc.
MHoraa AeTu CAMWKOM MHoro cnat. O6bluHO aAeTu ¢ ageneumen 10g25/6 KpuyaTt ene CAbIWHO MK
6e33By4HO (Wulfsberg 1989; Leonard 1999; Shapiro 1995; Piccione 2008; Unique).

PoCT 1 KOpMaeHue

YacTo, X0TA U He Bceraa, pocT U BeC HOBOPOXKAEHHbIX HMXKe HOpMbl. CornacHo AaHHbIM
Unique, oTMeYaloTCA CyLleCcTBEHHbIE pa3/iMuMA B NOKasaTesiaxX Beca MIageHueB npu
POXAEHMN, HE3ABMCUMO OT pasmepa gesieummn; B cpeHeM Bec cocTasndeT 2,94 kr. Okono
TPETU JOHOLIEHHbIX AeTen-uneHoB Unique, Npu poXAEHWM BECUIM HUKE HOPMbI (MEHbLLE 2,6 Kr)
(Unique).

/lnanasoH Beca Npu poxKAeHuu no JaHHbiIM Unique (ana geten, poxxAaeHHbIX
NPUMEPHO B CPOK):
ot 1,814 kr no 4,11 Kr

CornacHo oAHOMY MCCNEeA0BaHMIO, 3aEPKKY
pocta nmetoT 40 % HOBOPOXKAEHHbIX U 75 %
MnageHues u aeten (Wulfsberg 1989).

TpyAHOCTM C KOPMAEHWEM NpeaCTaBNAT
OCHOBHYI0 Npo6ieMy A/1s ceMeM, 0CO6EHHO Ha
¢doHe 13Ha4YaNbHO HM3KOro pocTa U Beca y
60/1bLUIMHCTBA HOBOPOXKAEHHbIX. ANns aeten C
aeneumen 10g25/6 xapakTepHa rmnoToHus,
KoTopas obycnaBAMBaeT HapyLeHUe CocaHuA,
rnoTaHua u/vnu 3axeata rpyam maageHuem. Y
JleTel C pacleNMHOM HEGA MU C BbICOKUM
HEOOM TaK)Xe MOXKeT OblTb 3aTpyAHEHO
COCaHWe U rNoTaHue. Y MHOMMX MAaZeHLueB
Habto4aNncsa NAOX0M anneTuT, OHM YacTo He
£0e/1a/ M MONOKEHHbIN 06 EM.

Cpeaun Matepen, NPMHUMABLUMX y4acTHe B
onpoce Unique, 15 u3 29 nbiTaIMCb KOPMUTb A€TEM IPyAbl0, HO HalAAWUTb FPyAHOE
BCKapMJ/IMBaHWE NOJIyYMIOCb TOJIbKO Y YeTBepbiX. OAHAKO, MHOTMX AeTeM KOPMMAU
CLEXEHHbIM FPYAHbIM MOJIOKOM M3 BYTblIoYKM. Cemepbix U3 39 aeten Unique Kakoe-To Bpema
KOPMWJIM Yepes Ha3oracTpasibHbIM 30H (TPY6Ka, KOTOPYH BCTABAAT B HOC M NPOBOAAT
BAO/Ib 334HEMN YacTH rop/a B Kenyaok). Co BpeMeHeM YacTb AeTel Hayymnacb cocaTb M

6 net, geneuna 10925.2q26.1
KopmneHue yepes

racCTPOCTOMMYECKYHO TPYOKY



CMOT/1a NePENTU K KOPMIEHMIO TPYAbIO MU U3 BYTbINOYKM. YeTbIpEM AETAM, KOTOPbIM
M3Ha4Ya/IbHO 6blJ1 YCTAHOBJIEH HA30racTpasibHbIM 30HA, MO3¥KEe MPULLIOCh CAenaTtb
racTpocToMy (Tpy6Ky, KOTOpasi No3Bo/IAeT BBOAWUTL NMUTAHME Yepe3 OTBEPCTUE B GPIOLLHOM
CTEHKEe HenocpeaCcTBEHHO B XKeNYyA0K), YTOObl A0OUTLCA MX ageKBaTHoro nutaHma (Unique).
HopManbHOMY YCBOEHMIO MUY MOXKET TaKKe NPensTCTBOBATb MMMNOTOHMSA M CBSA3aHHbIM C HEM
ractpoa3sodareasibHbli peditoKc (0o6paTHbIM 3a6poc NuwM B nuuieBoj). Mo aaHHbIM Unique
pedIlOKC 0TMEeYaeTCA NPMMEPHO y TpeTh MaageHueB. C pedloKCOM YacTo yaaeTca
CrpaBMUTCA, €C/IM KOPMUTb pebeHKa MeaIeEHHO, NpuaaBaTb €My NoJy-CUasYee NoIoKEHUE BO
BpPEMA KOPMJ/IEHUS, NMPUNOAHMMATb I0JIOBHOM KOHEL, KpOBaTHM BO BPEMS CHa. TaKkKe MoryT
MOMOYb 3aryCcTUTE/IM MUK U NIEKapCTBEHHbIE NpenapaTbl, YMEeHbLUAKLWMe KMCAOTHOCTb
enyao4yHoro coka. Ecam Takmx mep HegoCTaTouyHO, TO B page caydaeB 3 EEKTMBHO
onepaTuBHOE NleyeHue - PyHAOMNIMKAUMA, KOTopasa YKpPeNnaseT KnanaH MeXay *XenyaKkoMm m
MULLEBOAOM.

Y HEeKOTOpbIX AeTeln A0 TPEX NieT HabirAalTCA Npob6ieMbl C
*eBaHueM. OHM MOryT NONEPXHYTbCA MW NOAABUTBLCA KPYMHbIMM
KYCKaMM NULLK, MOSTOMY TaKUX AETEM KOPMAT MOPeE06pasHOM NuLLeM
AoJ/iblle, YEM CBEPCTHUKOB, M NMa/ibLEBOE KOPMJ/IEHWE BBOAUTCA
nosxe. Mo HabNAEHUAM poaMTENEN, NPOBAEMY MOXKHO PELIMTD,
€CJIM UBMEHUTb KOHCMCTEHLMIO MULLM, HAaTEPEB €€ Ha TepKe,
NponycTUB Yepe3 MACOPYOKY, HalLMHKOBaB MM A06aBMB coyc. Jaxe
CTAHOBACb CTaplUe, AETM YaCTO OCTAlTCA NPUMBEPEL/IMBbIMU B €4€e U
NPOAOJ/IKAIOT MEANIEHHO NMPMHMMATDL MULLY, XOTA HEKOTOpbIE AETH
NpMo6peTaloT XOPOLLMM anneTUT U CTAHOBATCS IIOBUTENAMM NOECTb.
M3-3a onmMcaHHbIX TPYAHOCTEN NPU KOPMIEHUM HEKOTOPbIM CEMbSIM
NpULWNOCL 06paTnTbCA K amMeTtonory (Unique).

OAHaKo, poAMTeNIM pacCKasblBaOT M NPOo AeTeM [ABYX U TPEX NeT,

b N 4 ropa, geneums
KOTOpble «BCerga XopoLo Kywann». Ewwé oauH pebEHOK 13baBuaCA 10q25.2q2613

OT Npo67EeM C KOPM/IEHMEM K ABYX/JIETHEMY BO3pacTy, XOTA B
M/1afleH4YecTBe eMy 6bis10 TPYAHO cocaTb. Y CeMHaLaTUAETHEro
NoAPOCTKa NPeKpacHbIM anneTuT, 1 oH Mo6uT osowm! (Unique).

“OHa [0 CUX NOP NJIOXO €CT U NBUT TOIbKO OnpeaeNéHHYI0 eZly, 0COBEHHO MOJIOKO, MYy AUHT
M OBCAHKY.” 7 siem

“B nepBsble NONTOPa roAa XM3HU €€ KOPMMIM Yepe3 Ha30racTpasibHbIM 30HA, HO OHa
NOCTOAHHO ero BblAEPrMBana, NO3TOMY Mbl PELLUMIM, YTO €M HyXHa raCTpPOCTOMMYECKas
Tpy6Ka. Tak eé KOpMUIM B TEYEHME LLIECTM IEeT, NOKa OHa He MOLLIa B CeLpMasbHYIO LKoY,
rAe Hay4yMnacb ecTb Yepes poT. B 3TOM el MoMOravM NoBTOPeHMe 3a APYrMMM AE€TbMM U
3aHATUA C loroneAoM. [acTpOCTOMMYECKYI0 TPY6KY YOpanu TOIbKO B MPOLLIOM

roay.” 8,5 nem

“OH nnoxo cocan rpyab. Mbl AOBOMBLHO JONMO MbITAMCh HANAAMTb FPYAHOE BCKapM/IMBaHUeE,
HO Y HaC HMYEro He MoAYYMAOCh. YeTbipe MecALa Mbl KOPMMAM €10 FPYAHbIM MOJIOKOM M3

6YyTbIIOYKK.” 9 lem

BHelHOCTb

Jetn ¢ aeneupen 10q25/6 4acTo MMEIOT CXOXKME YEPTbI Mua. Y 60NbLIMHCTBA AETEN 3TO
MaJieHbKas ronoBa (MMKpouedanms), ANMMHHBIM HOC C LUMPOKOM M BbICTYMatoLLEM
nepeHocuuen. J/IMLo MOXKET 6biTb TPEYro/IbHbIM M MHOTAa aCCUMETPUYHBIM C HM3KO
MOCAXXEHHbIMM YlLaMM HEO6bIYHOM hopMbl. TakKe y AeTer MOryT 6biTb r/Tly6OKO NMocaxKeHHbIe,
LUMPOKO paccTaB/ieHHbIE rnasa (rMnepTenopmsm), AONOJHMTEIbHAA CKIaAKa KOXM,
3aKpblBatoLLas yron rnasa (3nuKaHTyc). Yacto HabawgaeTca TOHKaA AyroobpasHasa BepxHsAs



ry6a C He60/IbLLIOM HUKHEWN YENOCTbIO (MUKPOrHaTMA), a TaKKe KOpoTKas Wwes, MHorAa C
KPbIJIOBUAHbIMM CKNaAKaMM.

Tem He MeHee, MHOrMe AeTH BHELLUHE HECMJIbHO OT/IMYAKTCA OT CBEPCTHMKOB M MOIYT ObiTb
MOXOXXMMM Ha CBOMX BpaTbeB, cectep unm poautenen (Unique).

O6yuyeHue

lletn c peneumnen 10q25/6 4acTo MMEKT TPYAHOCTM B 06YYEHUMU U HAPYLUEHME YMCTBEHHOIO
Pa3BUTMA OT YMEPEHHOM CTENEHM Y 60NbLUMHCTBA AETEMN [0 TAXKEIOMN Y HE3HAUYMTEIbHOM
yacTu. Mpu 3TOM Y HEKOTOPbIX AETEM OTMEYAIOTCA JIMLLb JIEFKME, NOrpaHMyYHble Npo6ieMbl C
06y4yeHmneM, IM60 MX OTCYTCTBUE BOBCE. TEM HE MeHee, GOJIbLUMHCTBY JeTel NOHAA06MUTCA
AONONHUTENbHAA NogaeprkKka. MM MOryT 6bITb Nosie3Hbl NPOrpamMMbl paHHEro BMeLaTebCTaa,
a ANa obyyeHusa Nydlle BCero noJonAET cneumaimM3npoBaHHas yyebHasa cpega. OKosio
NoJI0BMHBI AeTel-4ieHoB Unique noceLanT 06bIYHYI0 LWKOJY, YacTo nosyyYas MOMOLLb B
06YyYEHUU MIM 3aHMMAACH MHAUBMAYAJIbHO C NMpenojaBartesieM; Apyras e nojaoBMHa
nocewaeT cneuMannnpoBaHHble y4yebHble 3aBegeHua (Unique).

MHoruve aetn obyyatoTca YTeHUIo M NMcbMy. OnbIT Unique nokasbiBaeT, YTo Te, KTO
OCBAMBAOT YTEHUE, HAYMHAIOT YMTATb OTAE/IbHbIE C/I0BA B BO3pacTe oT 4 70 8 nieT (cpeaHui
Bo3pacT — 5,5 net). Te, KTO ocBaMBalT MMCbMO, HAYMHAIOT pUCOBaTb BYKBbI B BO3pacTe OT 4
no 10 net (cpeaHui Bo3pacT — 5,5 1eT). HEKOTOPbIM AETAM CNOXKHO NUCATb MJIM PUCOBATb M3-
3a FTMNOTOHMM, MOITOMY UM Jlerye nmcaTtb NpyY NOMOLLM KnaBMaTypbl, YeM KapaHZalloM MU
py4YKoM. He Bce AeTU AOCTMraloT TaKoro YpoBHS PasBMTUS, HEKOTOPbIE HE OCBAMBAIOT YTEHUE
WMAM NUCbMO, XOTA YacCTb M3 HMX CMOCOGHbLI y3HaBaTb CBOE MMSA M PUCOBaTb NPOCTblE
KapTUHKKU. KaK npaBuo, y AeTen xopollas namsaTb. HekoTopble AeTU rMnepakTUBHBI, IETKO
OTBJIEKAKOTCA U C TPYAOM AONI0 YAEPKMBAKOT BHUMAHWE Ha OAHOM NpeameTe, YTo 3aTpyaHAaeT
npouecc oby4yeHus (cMm. pasaen «MosegeHue»). [etm c aeneumen 10q25/6 4acto o6AT
My3bIKy U neHne (Unique).

“Y Hero xopoluas namaTb. EMy 0CTaToO4HO BCEro O/MH pa3 MoKasaTb, Kak MoJb30BaThCA
MIPYLLKOM, M OH YK€ MOMHMUT, KaK €€ BKJIYaTb M BbIK/IloYaTb. OH NII0GUT My3bIKY, M BOOGLLE

OH 0Y€Hb MWJIbIM, SHEPIrMYHbINA M WANOBAMBLIM.” 2 200a
““OH xopoLLO 3HaeT Ha3BaHMA BCEX LBETOB M YacTel Tena. OH yMeeT CTPOUTb GallHK U3
KyBUKOB, COPTUPOBaTh NpeAMeTbl Mo popme U cobupaTb NpocTble nasbl.” 2,5 200a

“Y Heé 0T/IMYHaA NamMATb, OHa YMEET YMTaTb C/1I0Ba U3 TPEX BYKB U HEKOTopble Apyrue. Y
Heé Npo6s1IeMbl C pMCOBaAHMEM U MMCbMOM. OHa yMeeT nNucaTb 60bLUMHCTBO GYKB, HO OHM C

HaK/IOHOM, He coeMHeHbl U Hepa3bopumsbl.” 5 s1em

“OHa xopoLLo YMTaEeT U Y HEeE NpeKpacHas NamsATb, HO €M TAXKENO CKOHLEHTPMPOBaTbCA. AN
TOro YTO6bI HAYUYMUTbCA YEMY-HUBY b, €M HY)KHa TMXas, CMOKOMHAA 06CTAaHOBKA, MHaye oHa
CTAHOBMTCA C/IMLLKOM aKTUBHOM M nepeBo3byxaaeTcs.” 4 20da

“OHa Hayumnacb YMTaTh B 5-6 NIET M CEMYAC YMTAET KHUKKM C KOPOTKUMM MPEJIONKEHUAMM,
ec/m ek nomoratb. OHa He JIIOBUT YMTaTb B oaMHOYeCTBe. Y Heé OT/IMYHaA namaTb.” 7,5 nem

“Ero ycneBaemocCTb Mo BCEM MpeAMETaM TaKas e, KaK Y ero 0IHOK/JIaCCHUKOB, MM Aaxe
Nydlle, Uy Hero npekpacHasa namaTtb. OH o6nazaeT Be/IMKONENHbIM C/IYXOM M UrpaeT Ha
nuaHnHo. OH ynTaeT BCE Ha ceeTe! C AByx/NeTHEro Bo3pacTa y Hero 6bls1 KOMMbOTEp C
CEHCOPHbIM 3KPAHOM, M CEMYAC OH MOXKET M0JIb30BaTbCSs K/IaBMATYPOM M KOMIMbIOTEPOM AN

BbINOJIHEHMSA 3aJ]aHUIA, MOTOMY YTO €ro noyepK TpyAHo pasobpatb.” 9 sem

“OHa 061aaeT 04YeHb XOPOLLEN MAaMATbIO M OT/IMYHBIMM MaTEMaTUUYECKMMM CMOCOBHOCTAMM.
M OHa uMTaeT BCe KHMIM, KoTopble el AatoT! OHa XOAMUT B 0BbIYHYIO LIKOJY, rae
MHAMBUAYANIbHO 3aHMMaeTCA ¢ npenogasartenem.” 9,5 s1em

“OHa 060XaeT My3bIKy M MPEeKpacHO YyBCTBYET PUTM. Y Heé npeKkpacHas NaMATb, U B LUECTb



NeT OHa Hay4Mnacb YMTaTb. A AN OCBOEHMA MaTEMaTMKM NOTPE60BaIoCh HEKOTOpoe
Bpemsa.” 10 sem

“Y Heé BesMKoNenHas namaTb. OHa MOXKET NMPOYMTaTb HEKOTOpbIE NPOCTble C/ioBa (KOT,
Mama, nana, uay u 1. a.).” 11 n1em

“OHa YMTaeT AETCKME KHUKKM C KapTUHKaMM M HEBOIbILMM KOIMYECTBOM TeKCTa. Muiet
pa3MaLlMCcTo M HebpexHo.” 18 sem

“OHa 6€ern10 YMTaeT M NOKyNaeT KypHasbl. Y HE€ KpacMBbIi M MOHATHBIM MOYEPK, a elle oHa
B/laIe€T OCHOBaMM KOMIMbIOTEPHOM rpaMoTHocTU.” 23 200a

Peyb 1 KOMMYHMKaUMA

MHorue getm ¢ peneumen 10q25/26 xopolluo oBaAeBalT peybto. OAHAKO B MIaIEHYECKOM
BO3pacTe AeTM NaayyT OYeHb pefKo, @ HEKOTOpble He MJ1avyT B F0J10C BNIOTb 4O NOayTOpa
WM AByX NeT. MpakTMYeckn y Bcex aAeTel HabiloJaeTcs 3aJepKKa pe4eBoro pasBmuTHs,
nepBble C/0Ba OHWU NPOM3HOCAT B BO3pacTe OT ABYX A0 WeCTu neT. HekoTopble feTu
MCMbITbIBAIOT TPYAHOCTU C apTUKYIALMEN, OCOBEHHO C NMPOU3HOLLEHMEM COMTaCHbIX 3BYKOB, M
MX peYb MOXKET Ka3aTbCsl HEBHATHOM. MHOrMe AeTU MCMNONb3YIOT A3bIK }KeCToB, KapToyuku PECS
(KOMMYHMKaLMOHHaA cMcTtema 06MeHa M306paXkeHUAMM) U/ UM CneumasibHble KOMMNbIOTEpHbIe
Nporpammbl, YTOObI COOOLLMTL O CBOMX MOTPEOHOCTAX M XKenaHuaX. YacTto, oBnaaeB peybto,
OHM OOHapPYKMBAIOT, YTO OOJ/IbLLE HE HYXKAAKTCA B 3TMX BCNOMOraTe ibHbIX cpefcTaax. 1o
JaHHbIM MTepatypbl U Unique, y MHOMMX AeTEW BOCMPUATME PEYM Pa3BUTO Jyudlle, YEM
JKCNpeccUBHas peyb: OHM MOHMMALIOT 60JblIe, YeM MOTYT CKa3aTb. PeyeBad Tepanusa
OKa3asiacb Ype3sBbl4alHO 3(PPEKTUBHOM ANA MHOrMX AeTer. OHM yyaTCsi FOBOPUTH COXKHbBIMM
NpeANOKEHMAMM U UMEIOT O4YEHb 60/1bLLIONM C/I0BAPHBIM 3anac, XOTA HEKOTOPble TPYAHOCTM C
apTUKyAauMen Bce e ocTatoTcs. Unique M3BECTHO MLIb HEGO/IbLLIOE KOIMYECTBO AETEN,
KOTOpble HE BNAAEIOT A3bIKOM M NPOAO/IKAIOT MCMNOJIb30BaTh XKeCTbl, MUMMKY M F0OJIOCOBbIE
3BYKM A5 0603HAYEHMA CBOMX NOTPEBHOCTEN U BbiparkeHMs cBoux YyBcTB (Teyssier 1992;
Lukusa 2000; Piccione 2008; Unique).

CyuiecTByeT MHOXECTBO NPUYMH 3a€PKKU PEYEBOr0 PasBUTMSA, B TOM YMC/IE CBA3b MEXAY
CNOCOGHOCTbIO YYMUTLCA U CMOCOBHOCTBLIO FOBOPUTL. Y MHOMMX AE€TEM C FMNOTOHMEN Cnabble
MbILLbI pTa. MOMMMO TOrO, YTO FTMNOTOHUA Bbi3blBaeT TPYAHOCTM MPU COCAHUMU TPYAM, OHA
TaKKe MOET MOB/MUATb Ha pasBUTHE peydn. Y AeTen C paclue/IMHOM HEGA («BOMYbENM MACTbIO»)
MU C BbICOKMM HEOOM TaK¥Ke MOryT ObiTb onpeesieHHble TPYAHOCTU C MPOM3HOLLEHNEM
HeKoTopbIX 3ByKoB (Unique).

“B HacToALLee BpeMs OH 3HaeT 0Ko/10 150 3HaKOB U BCe AyYlle M yylle
BoKanmsmpyet.” 2,5 200a

“HepaBHee TecTMpoBaHWe NOKa3asno, YTO Mo OTAE/IbHbIM NapaMeTpamM OHa NMOHUMAET M
NPUMEHSET A3bIK Jlyylle, YeM B CPeIHEM ee CBEPCTHMKKU.” 4 2o0a

“OHa BCeraa nobuna O6U.|,aTbCFI M UCnoJib3oBaJla Co4e€TaHNE 3HAKOB, peyn 1 KeCTOB. Cenyac
OHa UCMOJIb3yeT 60nbLUe pe4yb, 4EM 3BYKU, HO en HY*XHO 4aCTO HarnoMmnHaTtb O HGO6XO,£I,MMOCTM

MCNoIb30BaTh C/10Ba.” 4 200a
“OHa He Mcnonb3yeT C/0Ba, HO CMOTPUT U BOCK/IMLIAET, MOKa3biBas Ha KapTMHKM, YTOGbI
o6wartbca.” 4 200a

“Celuac y Hero 6ernas peyb, HO rOBOPUTb OH HayYas MO3JHO M HYX/JaiCca B Tepanmu. PaHee
OH 33aJyMbIBa/CA nepej TeM, KaK HayaTb FOBOPUTb, a Tenepb MoJib3yeTcA AJIMHHbIMU
NPeANOXKEHUAMMU C MHOTOCJIOXKHbIMKU CnoBamK.” 4 200a

“IMepBble HECKO/IbKO C/1I0B OHa CKasana B 2 roja, Ho Jasblue A0 6,5 neT nporpecca He 6bl1o.
C Tex nop COCToAHUE YNYYLWMNOCh. Tenepb OHa roBOPUT NPeANIOKEHNAMU, U €€ NOHUMAIOT

Bce.”

10



“PaHbLue OHa MCMO/Ib30Baa XECTbl, HO KOrJa Hayana roBopuTb, nepectana.” 7,5 nem
“Y Hero [0BO/IbHO pPa3BMUTas pedb, HO OH MO-MPEKHEMY MCMbITbIBAET 3HAYMTE/IbHbIE
TPYAHOCTU C apTUKyAsumen.” 9 sem

“Celtyac oH o04eHb 6€erio roBOpPUT, XOTA M3HAYA/IbHO MCMOJIb30Ban A3bIK KecToB. EMy Bce
elle C/I0¥HO BbirOBapuBaTb HEKOTOPLIE 3BYKM, HO €ro peyb MOHATHA, M OH MOMKET KOro
yrozHo 3a6ontatb.” 9 sem

“OnHa xopolwlo oblaeTcs. Y Hee Bce elle eCTb NPO6/IEMbl C PEYbI0, HO OHA YXKe roBOPUT
dpasamm 13 5-6 CNOB, XOTA MHOTAA M CTAaBUT MX B HEMPaBM/IbHOM nopsaake.” 9,5 siem
““OHa roBopuT, HO C/10Ba NMPOM3HOCUT MHaYe. Hanpumep, «panart» BMECTo «caiaT» M
«MONOAEHLEe» BMECTO «nonoTeHue».” 11 1em

“OHa roBOpUT NpeNoKEHUAMM U UCMOJIb3YET 3HAKM, HO HOBbIE JIIOAM NMOHUMAIOT ee C
TpYyAoMm.” 18 nem

Pa3BuTHe: ymeHune cuaeTb, ABUraTbCA, XO04MTb
(KpynHaa MOTOpMKa)

et ¢ peneumen 10q25/6 06bI4HO MMEIOT 3aMe/IEHHOE MOTOPHOE
passuTHe.

OnbiT Unique nokKasbiBaeT, YTO MAaAeHLUbl HAYMHAIOT
nepeBopaynBaTbCA B Bo3pacTte oT 3 Ao 15 MecAueB (B cpeaHEM

B 7 MecsAueB); cuaeTtb — OoT 6 mecAaues A0 4,5 net (B cpegHem

B 19 MecAueB) 1 nonsaTb oT 9 Mecaues Ao 2,5 net (B cpeaHeM

B 16 MecAaueB). HeKkoTopble AeTn, 0gHaKO, He Noa3arT, a
nepeABuraloTca Ha nore.

CamocToATeNbHY0 X04bby AeTH 0CBaMBaMn B BO3pacTe OT 14 mecAueB
Ao 6 net (B cpegHeM B 2,5 roga). HekoTtopbiM aeTam TpebyeTcs
noagep:kka npu obyyeHnn xoabbe (Hanpumep, onopa Ans
BEPTMKAJIbHOrO NOJIOXKEHMA, XOAYHKMN, NOAAEPKMBAIOLME OOTUHKM,
noaAeprkuBaloLLan «BTOpas Koxa» U3 laMKpbl U/Mnu puKkcaTopbl Ans

foavn10 N
MecALEB Hor). BO/bLWIMHCTBO AeTen yMelT Xo0AnTb, NOAHMMATLCA MO IeCTHULE
ne neu,m, M 6eraTb, HO MPU 3TOM Y HUX MOXKET ObITb HapyLLEeHa KOOpAUHALMA.

10q26.13926.3 MHorue petm XOAAT, WMPOKO PaccTaBuB HOTU, M 4YacTo 3anuHaloTCA
(Petersen 1998; Scigliano 2004; Unique).

3aseprKKa MOTOPHOro pasBUTUS 06YC/IOB/IEHA PSIAOM MPUYMH, B TOM YMC/IE TMIOTOHMEN,
KoTopas HabnogaeTcs y TpeTu aeten ¢ geneumen 10q25/6. Y HEKOTopbIX AeTeN OTMEYaeTCs
MOBbILUEHHbIM MbILLEYHBIM TOHYC (FTMNEPTOHYC) MM Pa3/IMYHbIM MbILLEYHbIM TOHYC B PpasHbIX
YyacTax Tena (TMnoToHMA B O4HUX U TMMNEPTOHYC B APYrMX). TMNOTOHUA CTAHOBUTCA MeHee
Bblpa)K€HHOWM C BO3pacToM. PaHHAA dumsnyecKkan Tepanmsa 1 sprotepanms MoryT 6biTb
3ddheKTUBHbIMU. HEKOTOpblE AETU HE MOTYT NOJIHOCTBIO BbIMPAMMUTL JIOKTU MU KOJIEHU, U
3TO MOXET 3aTPYAHUTb X0AbbY M ApPYryto dM3MYECKYI0 aKTUBHOCTb. Cpean AeTel rpynmbi
Unique MHorue nobAT naaBaTb, KataTbCA Ha TPEXKOJIECHOM M 06bIYHOM Beslocuneae,
caMoKaTe, urpaTb B dyT60/, NpbiraTb Ha 6aTyTe, KaTaTbCA Ha JibXKax U TaHueBaTb (Mehta
1987; Wulfsberg 1989; Leonard 1999; Tanabe 1999; Wagoner 1999; Unique).
“EMy He xBaTaeT HEKOTOPbIX (PU3MYECKMX HABbIKOB, KOTOPbIE €CTb Y €ro CBEPCTHMKOB, HO OH
yMeeT nnasaTb M, B LLE/IOM, ObICTPO pa3BMBaeTCA NpU NOAAEPKKE M Ha doHe

Tepanmn.” 4 2o0a
“OHa o4eHb akTMBHaA. B feTcTBe el NoHa06M10Ch 60/IblIe BPEMEHM, YTOBbI HAYYMTLCSH
XOAMTb, M OHA HUKOrJa He Nnos3ana, Ho cemyac ee He ocTaHoBUTb!” 9,5 1em
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Pa3BUTUE: 3pUTE/IbBHO-MOTOPHAs KOOpAMHALMA,
JIOBKOCTb (M€EJIKkas MOTOPMKA) U YX0J, 3a CO60M

TMMNOTOHMA U TUNEPTOHMUSA TAKKE MOTYT BAIMATb HA MEJIKYHO MOTOPUKY AETEN C Aeneumen
10g25/6, 1 UM MOXKeT NoTpeboBaTbCA 60/blLe BPEMEHM, YTOObI HAYYMTbCA AOTArMBATLCA 40
Urpylek, opaTb MX, AeprKaTb OYTbIIKY MM YawKy. JeTu No3Ke HaYMHAT CaMOCTOATE/IbHO
€CTb, 04€eBaTbCA (3aMKM Ha MOJIHMM U NYroBMLbl NPEACTaBAAIT OCOGEHHYIO CI0XKHOCTD),
AeprKaTb pY4Ky, nmMcaTb MM pucoBaTb. CneumasibHble CTON0BbIE MPUOOPbI U KPYKKK C
60/IbLIMMM PYYKaMM, a TaKKe M3MEIbYEHHAs eZla YNpoLWaloT AN HUX 3Ty 3ajady. Ana geten,
Yy KOTOPbIX BO3HMKAIOT C/IOKHOCTU C TEM, YTOObI AeprKaTb MMCbMEHHbIE NPUHAANEKHOCTHU U
No/JIb30BaTbCA MMM, OCBOEHME KJTaBUATYPbl MM CEHCOPHOIo 3KpaHa 3a4acTylo OKa3blBaeTCA
nerye. Y HEKOTOPbIX AeTen oTMevaeTcs rmneppednekcus, NpuBoasaLLas K noaepruBaHmio
MBILLL,, YTO TaKXKe HapyLUaeT MeKY0 MOTOPMKY. Jprotepanma nokasaHa MHOMMM AETAM C
Lenblo yayYleHMa 3TMX HaBblkoB (Gorinati 1989; Petersen 1998; Leonard 1999; Wagoner
1999; Unique).

M3-3a TPyAHOCTEN C MEJIKOM MOTOPUKOM AETM MOFYT AONI0 HYXKAATbCSA B MOMOLLM MpU
04€eBaHUM U pasgeBaHMn. Kpome Toro, MM He06XxoaMmMa NOMOLLb NPU YUCTKE 3y6OB U
yMbiBaHMK. CKopee Bcero, pebeHKa Takxke 6yaeT TpyAHO NpuyyaTb K ropLuky. Mo gaHHbIM
Unique, AeT” HauyMHaloT MoJib30BaTbCA FOPLUIKOM B BO3pacTe oT 2 Ao 8 neT (B cpegHeM B 4
roga). Hekotopble €T MOrYT KOHTPOIMPOBATb KMLLEYHUK M MOYEBOM My3blpb, HO TOJIbKO
AHEeM, a He Houbto. OauH pebeHoK B 8 neT Hayvaa noJsib30BaTbCA TyasNeToOM AHEM, HO K 17
roZam NnoTepsan 3TOT HaBblK, U CEMYAC UMEET HeJepKaHME MOYMU U JHEM, M HOYbO. Jpyrom
pebeHOK yMeN NoJ1b30BaTbCA TyaJIeTOM C 5 neT, Ho nepectan 370 AeNaTtb C POXKAEHMEM
mnagen cectpol (Unique).

“K 3,5 rogam oHa ymena noJsib30BaTbCA TyasieToM. B 3 roga ogeBanacb caMOCTOATE/IbHO.
Tenepb el HyKHa NOMOLLb B YUCTKE 3y6OB U MbITbE FO/I0BbI, HO PYKM OHa MOET
camocTosaTenbHo.” 4 200a

“Y Hero o4eHb cnabo pa3BMTa MesIKasd MOTOPMKA, OH HEAKKYpPaTHO €CT U HEBPEXKHO

nmwet.” 9 1em

[po6.21eMbI CO 3/1J0POBbEM

MNo4Kkn 1 Mo4eBbiBOAALLME nyTu
OCco6EeHHOCTM CTPOEHUS NMOYEK M MOYEBLIBOAALLMX MYyTEM, OBHAPYKMBAEMbIE MPU
y/IbTPA3BYKOBOM 06C/1e10BaHUMN, HEPeAKO BCTpevarTca y geten ¢ aeneunsamm 10q25/6.
AHOManuM NoYeK M MOYEBLIBOAALLMX NYTEN MMEET NpuMepHO TpeTb aeTen (10 u3 36 yneHoB
Unique 1 13 13 47 geteM, onucaHHbIX B MEAMLUMHCKOM nMTepaType). bblnu onmcaHbl
aHOMaJIM1 CoeAMHEHUA MOYETOYHUKOB (TPYOOK, N0 KOTOPbIM MOYa ABMXKETCA M3 MOYEK) C
MOYEBbIM NMy3bIpeM, 3aKynopKa K/JianaHoB, KOTOpble peryampyoT MOYEUCNyCKaHHe,
HeJopa3BMTble (MasieHbKME) MNOYKM, YBE/IMYEHHDbIE MOYKM (rMapoHedpo3), YABOEHUE NOYEK U
My3bIpHO-MOYETOYHMKOBBIM ped/ItOKC, NP KOTOPOM MOYa ABUKETCS 06paTHO M3 MOYEBOIO
ny3bipA B MOYKM, Bbi3blBaA MX NoBpexaeHue. MaupeHtam C pedIloKCOM MOXKeT
NoTpeboBaTbCA peMMMNIAHTaLMA MOYETOYHMKA. JaHHaa XMpypruyeckas onepauma nNpoBoOAMTCA
B C/lyYae, eC/IM MOYETOYHUK COeaUHAETCA C MOYEBBIM Ny3blpeM B HEMPaBM/IbHOM MeCTe, YTO
MOXET NPUBECTU K MNy3bIpHO-MOYETOYHMKOBOMY pedtoKCy. B xoae onepaumm MOYETOYHUKM
OTCOEAMHAIT OT MOYEBOr0 MNy3bIpA U NPUCOEAMHAIOT B HYXXHOEe MecTo. MHdeKumum
MOYEBBIBOAALWMX MyTEM TaKKe YacTo BCTPEYAIOTCS - NMPUMEPHO Y YETBEPTH OMPOLLEHHbIX
y4acTHuKoB rpynnbl Unique (Scigliano 2004; Courtens 2006; Motoyama 2008; Unique).
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3aboneBaHMA cepaua
/1o NoNoBUHBI AeTel, poxAeEHHbIX ¢ aeneumer 10925 nam 10q26, UMEIOT KaKyo-/1M60
natonoruio cepaua. Y aeten us rpynnbol Unique yvalye Bcero HabaamMcb nepcucTmpyome
(eTanbHble KOMMYHUKaLUMK, B YaCTHOCTM - OTKPbITbIM apTepuasibHbIM NpoTok (OAI; oH
COeAMHSAET aOpPTY M NIErOYHYI0 apTEPMIO, MO KOTOPOM KPOBb NMOCTYMNAET B IEFKME, M MOXKET HE
3aKpbITbCA NOC/Ae poXAeHMA). Yalle BCero oH 3aKpblBaeTCA CaMOCTOATE/IbHO 6e3
XUPYPruyecKoro BMeLaTebCTBa, HO TPOMM AETAM BCE e NPULLIOCh AenaTtb onepaumio. Ewe
OZIHOM NaToJIOruen ABAAETCA HaNMuMe AedeKTa MEXKAY BEPXHUM UM HUNKHUMM Kamepamm
cepaua (aedekT MexxkenyaodukoBom neperopoaku (AMXKI) nnu gedekt mexnpeacepaHom
neperopoaku (AMMM)). 3TM gedeKTbl TakkKe YacTo 3aKpbIBAOTCA CNOHTAHHO, 6e3
XMPYPru4yeCcKoro BMeLLaTeIbCTBa. Y YeTblpex AeTen 6bin PYyHKLUMOHA/IbHBIM LWYM B Cepaue, Y
ZABOMX — MPOJIanc MMTPasbHOro KaamnaHa (MpoBMCcaHME O4HOM MK ABYX CTBOPOK), Y OAHOMO —
[IBYCTBOPYATbIM aopTasibHbIM KJlanaH (B HOPME Y aopTasIbHOMO KJlanaHa TP CTBOPKM,
obecneymBaroLime ABMKEHME KPOBM U3 NIEBOrO Xeyao4uKka B aopTy). Bce 3T 0COGEHHOCTU He
NpUBOAU/IM K HapyLieHuto dyHKuMM cepaua (Unique).
opa3ao perke BCTpeYanMCb C/OXKHbIE NMOPOKKU cepaua, Takme Kak TeTpaga ®anno (aedekr
MEXKeNyA04KOBOM NEPEropoAKMU B COMETAHMM CO CTEHO30M JIEFOYHOM apTepUM) U
rMnonaasma NIEBblX OTAENI0B CepALa, NpU KOTOPbIX TpeboBasiacb XMpYpruyeckas Koppekums
(Wulfsberg 1989; Petit 1998; Ogata 2000). Y y4yacTHMKoOB Unique He 6bl10 BbIABNAEHO HU
OAHOro NOAO6GHOro cayyas.
Hannune unn otcyTcTBME NOPOKa CepAua He 3aBMCEJIO OT TOYKM pa3pbiBa XPOMOCOMbI.
OaHaKo HeKoTopble JaHHble YKa3blBalT Ha TO, YTO TAXKEJble MOPOKU CepAua pexe BO3HMKAT
B C/ly4anx Cy6Te/IOMEPHOM (TO €CTb, Cpa3y 3a TEJIOMEPOM Ha KOHLLE XPOMOCOMbI) Aeneumm
10g26.2 nnam 10q26.3 (Courtens 2006).

KpoBoobpalleHue
Okono 25 % aeten u3 rpynnbl Unique UMenn HM3Ky0 TeMnepaTtypy Tena, M60 X0N04HbIE PYKU
M HOrW. MHOr @ KoxKa npuobpeTaeT CMHUMA MK DMONETOBbIM OTTEHOK, OCOBEHHO €C/U
pebeHOK A0NMO He ABUraeTCs, Hanpumep, Nocsie YTPeHHero npobyxaeHus. Y o4HOM AEBOYKM
MOCTOAHHO ObINIM XONOAHbIE PYKM U HOTW. Tlocne Toro, Kak oHa Havasa XoAuTb U cTana 6onee
noABUXKHOM, Npobnema ncyesna. Ewe y ogHom geBoukm 13 rpynnbl Unique ¢ Bo3pacTom
YAYYLWMIOCb KPOBOOGpaLLEHHE.

Cyp,Op0>KHblﬁ CHUHAPOM
CyZoporu He ABAAIOTCS XapakTepHOM 0co6eHHOCTbIO Aeneuni 10925 nam 10g26. OHM
OTMEYa/IMCb NMPUMEPHO Y OAHOM NATOM YacTu aeTten 13 rpynnbl Unique. Mpu 3ToM, y
60/IbLUIMHCTBA 3TO Obl/IM OAMHOYHbIE MPUCTYMbI, KOTOPbIE NPEKPATUAUCL C BO3pacTom. Bo
MHOIMMX C/lyYaax CyZ0pOru XopoLwo KOHTPOIMPYIOTCA SIeKapCTBEHHbIMM Npenapatamu. Jlnwb y
ZABOMX aeTen 13 36 He yaanocb A0O6MUTLCA MOJHOrO MEAMKAMEHTO3HOrO KOHTPOIS NMPUCTYOB.
B MeauUMHCKOM IMTepaType TaKyKe OMMCbIBATCA PeAKMe Cyvan CYyLOPOXKHOro CMHAPOMA Y
aeten. B ogHOM uccneaoBaHWM NPMBOAATCA AaHHbIE O TOM, YTO CYA0POrU valle
HabatofalTCa Npu cybTesomepHon aeneummn. CornacHo pesysibTataM 3TOro MCCeA0BaHMSA,
Npyu Cyb6TE/IOMEPHOM AENeuMM CYyJ0porM oTMeYanuch y 31 % niogen, a npu geneumsx
60/IblLEr0 pa3Mepa OHU BCTPEYAIUCh ULWb B eAMHUYHbIX caydaax. JaHHble rpynnbl Unique
He NMOoATBEPXKAAOT 3TOT (PAKT: CYAOPOXKHbIM CUHAPOM AMArHOCTMPYETCS C OAUHAKOBOM
4aCTOTOM KaK Npu Masion, TaK u npu 6osblion aeneumn (Wulfsberg 1989; Waggoner 1999;
Lukusa and Fryns 2000; Lukusa 2002; Irving 2003; Courtens 2006; Piccione 2008; Unique)
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3peHue
CaMoe pacnpocTpaHeHHOe HapyLleHWe 3peHus, BblABJIEHHOE
nccnepoBartesiAMM U NPaKTUYECKM BCEMU CEMbAMMU-YYaCTHMULLAMM
Unique — 3To Kocornasue, npmM KOTOPOM OAMH UM 06a rnasa
OTKJIOHAKOTCA K NepeHoCcULEe, BUCKY UM BBEPX/BHU3. Y MHOMMX
JleTel KOHBeprupyLlee Kocornasme (3putesbHble IMHUM
nepeceKkarTca), Npy KOTOPOM MOKa3aHa XMpyprmyeckas
Koppekuma. CornacHoO MeaMLUMHCKMM MCTOYHMKAM, KOCoriasme
BO3HMKAET Yalle npu cy6tenomepHon aeneumm 10q26.2 mam
10g26.3, 4yeM npu 6osee NpoKcumanbHon aeneumm 10q25 mam
10g26.1. OgHaKo AaHHble uccneaoBaHmi Unique cBMaeTeNbCTBYIOT
0 TOM, 4TO 60n1ee 80 NPOLEHTOB JeTen MMEIN Kocornasme,
He3aBMCUMMO OT MeCTa pa3pbiBa XPOMOCOMbI.
TaKXe MoryT NnposiBUTbCA JasibHO30PKOCTb, 6IM30PYKOCTb U 10q’§'§n1e3"é|21 3
aCTUrMaTU3M (pa3mMbIToe 3peHue BCeACTBUE MCKPUBJIEHUA - 7
pOroBuLbl - NPO3PaYHOM CTPYKTYpPbl, NOKPbIBAOLLEN PaaYKKY U
3payokK). O6bIYHO 3TU HaPYLUEHMA JIENKO BblparKeHbl U MOTYT GbITb CKOPPEKTUPOBaHbI C
MOMOLLbIO OYKOB. Y YeTBepbIX AeTeM (AaHHble Unique M MeauUMHCKMX Ny6MKaumim)
Hab/1l04an0Ch CyKeHue cnesHblx KaHanoB (Lukusa 2002; Courtens 2006; Unique).
Apyrve npo6aembl CO 3pEHMEM BCTPEYa/IMCb B €4MHMYHBIX Cy4asax: runoniasms
(HeaopasBMTME) 3pUTENBHBIX HEPBOB, HUCTArM (KosebatesibHble HEMPOU3BOJIbHbIE ABUXKEHUA
rnas), KOPKOBOE HapyLleHWE 3pEHMS (3pMTE/IbHAA 30HA rOJIOBHOIO MO3ra He BOCNPUHMMAET
WU HENPaBWU/IbHO 06pabaTbiBaeT MHPOPMaLMIO, NOCTYNALLYI0 Yepe3 opraH 3peHus),
MOHOKY/IIPHOE 3peHMe (KaxKablM Fna3 paboTaeT caM no cebe, B OT/IMYME OT BMHOKYISPHOrO,
Npy KOTOPOM rnasa pab6otatT BMecTe) (Waggoner 1999; Courtens 2006; Unique).

15 net

Cnyx
Bonblue nonoBuHbl aeten 13 rpynnbl Unique MMEIOT NOBbILWEHHY YyBCTBUTENIbHOCTb MU
060CTPEHHBIM CNYX U HEFAaTMBHO pearmMpyloT Ha FPOMKME 3BYKM. Y HEKOTOPbIX 3Ta
0COBGEHHOCTb MPOXOAMT C BO3PACcTOM, Y APYrUX - OCTAaeTCA Npo6aeMon HaJoro.
KaK v npu gpyrmx XxpoOMOCOMHbIX aHOMasMAX, npu aeneumun10q25/q26 HapylweHMa ciyxa
BCTpeyarTca y Tpetm geTter. Camas YacTas NpMyMHA NPO6IEM CO CTYXOM — IKCCYAATUBHbIM
cpeaHun otut (ganee 3CO), Npy KOTOPOM B CPeAHEM YX€ HaKamn/jMBaeTCA KUAKOCTb.
O6bI4YHO OH NPOXOAMT, KOrja AeTU CTAaHOBATCA CTapLle, CyXoBble TpyObl pacluMpATCA U
nprobpeTatoT 60/1ee BEpTUKaIbHOE MONOKEHUE, 6arofapa YeMy yaydlaeTca gpeHax
cpegHero yxa. Takum obpa3oM, CHMXKeHUe cnyxa, BbizBaHHoe 3CO, KaK npaBumo,
BpeMeHHoe. TeM He MeHee, NOCTOAHHOE CKOMJIEHME XUAKOCTU B cpeaHem yxe u 3CO
NPMBOAAT K HapyLLEHMIO Clyxa y pebeHKa MMEHHO B TOM BO3pacTe, Korga 37O oTpuuaTenbHO
CKasblBaeTCA Ha pa3BMTMM pPeyMm M A3bIKOBbIX HaBbIKOB. [1pu 3aTaxHOM TevyeHnn 3CO B
6apabaHHy0 NepenoHKy yCTaHaB/IMBAETCA TPyOKa ANA OTTOKA XXMAKOCTU U3 cpeaHero yxa. B
MEAMUMHCKOM IMTEPATYpE TaKKe YNOMMHAETCS 0 peaKux cay4dasx Tyroxoyxoct (Wulfsberg
1989; Petersen 1998; Mardo 2008; Unique).
“Y Hero 4yBCTBMTE/IbHBIN CyX. OH CABILKMT BCE: KaK NPOJIETAIOT CAMOJIETbI, KaK BKJ/IOYAOT U

BbIK/ItoYaloT o6orpesatenu.” 2,5 200a
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Cronbl
Y moaen ¢ aeneumen 10925 nam 10g26 cTonbl YacTo
ccopMMpOBaHbI HEMPABUJILHO.
CornacHo HayYHbIM MCTOYHMKaM M AaHHbIM Unique, noytu y
NOJIOBMHbI AeTeN NpUCYTCTBYIOT Aecdopmaumm cton. Y
HEKOTOPbIX OTMEYAeTCA CMHAAKTMIMA (CpaLleHue NasbLes,
06bI4HO BTOPOro 1 Tpetbero). K npounm aedektam
OTHOCATCA KOCOJIanoCTb, 3axXoAAwmMe Apyr Ha Apyra
nasiblbl, MNJIOCKOCTONME, NOBEPHYTbIE BHYTPb CTOMbI,
MOJI0TKOOGPa3Hble Nasiblpl (OAMH MJIM HECKO/IbKO MasibLEB
BCErAa COrHyTbl), U caHAaNeBMAHAA LWeb (60/1bLLOM
NMPOMEXKYTOK MEXAY NEPBbIM M BTOPbIM NaJibLaMM). .
HeKoTopbiM AeTAM, CTpagalowyM KOCOIanoCTbio, MOXKeT Jleneups 10q26.1,
noTpe6oBaTbCA onepauus No ucnpasaeH1o gedopmaumm
cton. B gpyrmx cnyyasax HanoxKeHWe rmnca u LWKHbI
oKa3biBaeTca 3P eKTUBHbIM. O6bIYHO NpU Aedopmaumax CToN AETAM MOryT NOTpeboBaTbCA
crneumanbHble CTeNbKK, BKAAAbIWM MKW nogaep:uatowan oobysb (Lewandowski 1978;
Wulfsberg 1989; Leonard 1999; Waggoner 1999; Irving 2003; Unique).

rog v 11 mecsaues

Kuctu
Y MHorux aeten ¢ aeneumen 10g25 mnam 10926 oTMEYaTCA 0COGEHHOCTM CTPOEHUSA KUCTEN:
60/1blUME NaJ0HU, UCKPUBAEHHBIM MU3MHEL, (KNTMHOAAKTUAMA), €AMHCTBEHHaA NonepeYyHas
NafioHHaA CKNaZKa, AOMNoJIHMTEeIbHaA Nafl0HHaA CKNadKa, HeJopa3BMUTbie MK BOTHYTbIEe
HOITU, AJIMHHbIE UM CPOCLUMECA Nasbubl (CMHAAKTUAMA). Kak npaBmMao, AaHHble agedeKTbl He
HapyLalT paboTy pyK, XOTA MOFYT NMPUBECTM K NPOGIEMaM C MEIKOM MOTOPUKON. Y
HeKoTopbIX AeTen 13 rpynnbl Unique oTMeYaeTca NOBbIWEHHbIM TOHYC (FMNEPTOHYC) pyK, M3-
3a KOTOPOro UM MOXEeT ObITb TPYAHO ABMraTb NasibLiaMm PyK U O6BACHATLCA C NMOMOLLbLO
ecToB. Y ogHOro pebeHka 13 rpynnsl Unique HET nogylweyek nanbues, y Apyroro -
OorpaHUYeHUE ABUNKEHUM B CycTaBax NMPUBOAUT K HEBO3MOXKHOCTM CXKaTb KMCTb B KyJiak (Mehta
1987; Wulfsberg 1989; Petit 1998; Waggoner 1999; Lukusa 2002; Irving 2003; Scigliano 2004;
Motoyama 2008; Unique).

AHOMaIMU FreHUTa I
Y neter ¢ XxpOMOCOMHbIMM OTK/JIOHEHUSIMM, OCOBEHHO Y Ma/IbYMKOB, YaCTO BCTPEYAOTCH
He3Ha4YuTe/IbHble aHOMAJIMM MOJI0BbIX OpraHoB. HamM6onee pacnpocTpaHEHHOM NPo6ieMOM
ABNSIETCA KPUMNTOPXU3M (HeonylleHue andek) - y 80 % manbumkos c ageneumen 10q25/6.
ANYKM ONyCKalTCA CaMOCTOATE/IbHO CO BPEMEHEM, MO0 KPUMNTOPXM3M YCTPAHAETCA NyTeM
NMPOCTOM XMPYPrMyeckom onepaumu. Takke Hab/AalTCA TaKME aHOMa/IMK, KaK MMKPOMNEHUC
(ManeHbKum I'IeHMC) U HenepdopUpPOBaHHbIM aHyC (,qe(bopMMpOBaHHbM chnenou aHyc). B
MeAMUMHCKOM InTepaType onucaHbl iBa Cay4as ABOMCTBeHHOFO CTPOEHMSA MOJIOBbIX OPraHoB y
MaJIb4MKOB (Y OAHOro MasibuyMKa C MHTEPCTULMA/IbHOM AeNneumen 1y ApYroro C Aeneumen
10g25.3), a TaKKe ABa Cay4as NoJIHOM MHBEPCUM MOJIa C MYKCKOIO Ha YKEHCKMM (npu
aeneumn 10925 1 geneumn 10926) (Mehta 1987; Wilkie 1993; Tanabe 1999; Irving 2003;
Mardo 2008; Unique).
He3HaunTenbHble aHOMa/IMM NMOJIOBbIX OPraHOB TaK¥Ke MOryT BCTPeYaTbCA Y A€BOYEK, O4HAKO
CYLLECTBEHHO pexe. Hanbonee 4yactol aHOMasIMEN FreHUTaNNIA Y AEBOYEK ABNAIOTCS
Hegopa3suTble nonosble ryool (Rooney 1989; Ogata 2000; Unique).
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He6o

Y HekoTopbIx eTel ¢ aeneumen 10q25/6 BcTpeyvaetca
paclienMHa Heba (0TBepCTME B HEGE, BO3HMKalOLLEE B
pe3sy/ibTaTe ero Henpasu/ibHOro (OpPMMPOBaHUA B NpoLecce
pasBMTUA).

PacwenvHa Heba onmcaHa y 13% (4 13 30) geten rpynnbl
Unique, uMetowmx aeneumto ¢ pasHbIMM TOYKaMK paspbiBa. B
MEAMUMHCKOM NNTEpaType YNOMMHAETCA O YETbIpEX CyYasx
pacwenuHbl Heb6a (Mulcahy 1982; Shapiro 1985; Petersen 1998;
Scigliano 2004; Unique).

Y HekoTopbIx AeTen (3 13 29), UMELIUX AeNeLmio C TOYKOM
pa3pbiBa 10g26.3, oTMevaeTca Bbicokoe He6o (Unique).

Kak pacuiennHa Heba, TaK U BbICOKOE HeEGO MOryT NpMBOAUTL
K TPYAHOCTAM BCKapMJ/IMBaHMA M Npo6sieMaM C peybio.

[leBouyKa, 9 ner,
c aeneumen 10q26.1

AbixaHue
Y neten ¢ aeneumer 10q25/6 MoryT nosiBUTLCS Npo6aeMbl C AbixaHuem. OKO0 TpeTU AeTeN,
He3aBMCMMO OT TOYKM paspbiBa, MMENN AblXaTe/IbHY0 HeA0CTAaTOYHOCTb NPU POXKAEHUM (CM.
pa3gen «HoBopoXKAeHHble»). YacTu M3 HUX TpPebOoBaIMCb peaHUMALMOHHbIE MEPONPUATHA U
WMHTYGaUMA NpU poXKAEHMM. Y BONbLUMHCTBA BOCCTaHAB/AIMBAIOCb CAMOCTOATE/IbHOE AblXaHMe,
OAHAKO HEKOTOPbIM MCKYCCTBEHHAsA BEHTMAALMA NErKMX TpeboBanach BMIOTb A0 LIECTH
mecsueB. Y Tpoux aeten n3 Unique 4acTo BO3HMKAIM MHPEKLUMM AblXaTe/bHbIX MyTEN,
OAHOMY YZa/i0Cb CNPaBUTCA C 3TOW Npobiemon K 8 roaam. Zsoe aeten rpynnbl Unique
NepeHOCUIN aCMpaLMOHHYI0 MHEBMOHMIO, KOTAa BAbIXaHUE COAEPKMMOr0 XKenyaKa uam
POTOBOM NOJIOCTU NPUBOAUT K BOCNANEHMIO IeTKMX. TaKkKe coobLianocb 0 CayyYasax acTMbl U
TAXeNbIX hopmax 6poHxMoauTa (BocnaneHme menkmx 6poHxos) (Scigliano 2004; Unique).

3y6bl

B uesom y geten ¢ XpOMOCOMHBIMM OTKIOHEHUAMM HaboaaeTca 60blie Npobsiem C 3y6amu,
YeM Y UX CBEPCTHUKOB. Y HEKOTOpbIX AeTeM u3 Unique 3aMeanieH Npouecc NpopesbiBaHMSA
3y60B, B TO BpeMs KaK y ApPYrMX paHO NPOMCXOAUT CMEHA MOJIOYHbIX 3yOOB Ha MOCTOSHHbIE. Y
oAHoro pebeHka 13 Unique 6bli Npo61eMbl C 3MasIblo HA MOJIOYHBIX 3y6ax, a ApyroM
HY)XAaCs B perysisspHoM YMCTKe 3y60B M3-3a Ype3MEPHOro o6pa3oBaHmMsA 3y6HOro HaseTa. B
OTAENbHbIX C/lyYasx y AeTen OTMeYanacb NOBbILEHHAS YYBCTBUTENIHOCTb POTOBOM MOJIOCTH
(cm. pa3gen «[loBegeHne»), B CBA3M C YeM YMCTKa 3y60B M MocelleHWe cCToMaTosiora
BbI3blBaJIM HErAaTUBHYIO PeaKkLMIo; OANH pebeHOK 1IeunT 3y6bl B YCJI0BUAX CTaLMoHapa
(Unique).

[M03BOHOYHMK
Mo AaHHbIM Unique U MeAMUMHCKOM NUTepaTypbl oKono 20% aeTen MMEKT CKOIMO3
(MCKpUBNIEHME NO3BOHOYHMKA). B 6ONBLIMHCTBE C/IlyYaeB CKO/IMO3 NPOTEKAET B IerKon opme
U He TpebyeT XMPYPrnuyecKoro BMellaTeIbcTea. Y oagHoro pebeHka n3 Unique 6biam
noBpeXAeHbl HEPBHbIE OKOHYaHMA B OCHOBAHUM NMO3BOHOYHMKA, B CBA3U C YEM OH HE MOr
KOHTPO/IMPOBaTb (PYHKLMM MOYEBOIO Ny3blpPA M KMLLEYHMKA MU HYXKAANCA B KaTeTepu3aumm
KarKJble YyeTblpe-ecTb YacoB. Y Apyroro pebeHka 13 rpynnbl Unique oTmevanocb
pacluMpeHue CMMHHOMO3rOBOr0 KaHasa B OCHOBaHWKM No3BoHOYHMKaA (Turleau 1979; Waggoner
1999; Lukusa v Fryns 2000; Lukusa 2002; Scigliano 2004; Unique).
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MuweBapeHne
OaHoM U3 Npo6eM ABNIAITCA XPOHUYECKUE 3aropbl, OT KOTOPbIX
CTPaZaeT NoYTH NnoJsioBuHa geter u3 Unique. M3MEHEHUS B MUTaHUM
W/WUNM NeKapcTBa MOryT NOMOYb CNPaBMTbLCA C AaHHOM NPOo61eMOM
(Unique).

Apyrue npobaembl
Y 30% naumeHToB c geneumen 10q25/6 oTMeyanachb WMpoOKas rpyaHas
K/JIeTKa C LUMPOKO paccTaB/ieHHbIMU cockamu (Wulfsberg 1989).
TakKe y He6O/IbLLIOrO KONMYECTBA I0AEN HabAAAIMCb MYNOYHbIE U
NaxoBble rpbiXXK. [PbiXka — 3TO BbINAYMBAHME HYaCTM KULLKM Yepe3 TOHKMe  /leBouka, 4 roaa,
MecCTa B 6PIOLLIHOM CTEHKE 3a Npeebl 6poLHOM NosoCTH. [ynoyHas Aeneuma 10926.3
rpblXXa — MArKOE BbIMAYMBaHME B 06/1aCTU MYMKa, MOKPbITOE KOXKEMN,
KOTOpOE MOXeT CTaHOBMTbCA 60Jblle, Korga pebeHoK HanparaeTca Uam nnader.
BbinauMBaHMeE COAEPIKUT YACTb CTEHKM BPIOLLIHOM MOJIOCTU U MHOTAa - CaMM opraHbl. [NpuyMHa
BO3HMKHOBEHMA TaKOM IPblXKKM CBA3aHA C HEMOJ/IHbIM 3aMbIKAHMEM MbILLEYHOIO KOJbLa, Yepes
KOTOpOe MynoBMHAa NPOXOAMT BO BHYTPUYTPOOHOM nepuoge. MaxoBas rpbixka — BbiNAYMBaAHME,
coaep:Kallee YacTb KMLEYHMKA M pacnosioKeHHOE B HUXKHEN YacTu xuBoTa (Petit 1998;
Lukusa n Fryns 2002; Scigliano 2004).

[loBepeHue

Aetn c peneumen 10q25/6, Kak npaBu/o, Becesble, 06LWMTE/IbHbIE, II06BEO0OM/IbHBIE U
NlaCKoBbIE.

MHorve ceMbm 0TMEYaIoT, YTO UX AETU OYEHb YyTKMEe. OIHAKO 3HAUYMUTE/IbHOE YMUC/I0 AeTEN —
XOTA U He BCe — UMEIOT CXOXKMe HapyLleHMa noBeaeHma. B ogHOM uccnenoBaHmMM coobLanoch
0 pacCTPOMCTBAX NoBeAeHMA 6osiee YeM Y NoJIOBUHbI aeTel ¢ geneumen 10q25/6. HapyweHus
noBeAeHUA MOryT 6biTb CAMMUMM Pa3HbIMM.

3a4acTylo OTMEYAlOTCS pe3KMe nepenaabl HACTPOEHMSA, COMPOBOXKAAOLWMECA BCMbILLKaMM
arpeccum 1 AeCTpyKTUMBHOro noBeAeHUs. Takoe NnoBeAeHME MOXKET ObiTb HanpaB/IEHO Ha Ce6s
n apyrux. OHM MOryT gepraTb 3a BOJIOCbl, HAHOCMUTb YAapbl, KycaTb M NMHATbCA HOFaMM.
HekoTopble ntogn CKNOHHbI K camonoBpekaeHmo. OHM MOTYT pyratbCa U GbiTb XECTOKMMM.
3a4acTyto OHM NIEFKO pacCTPamMBalOTCA M MOTYT OblTb MMMNY/IbCUBHBIMMU. OHWU CKNOHHBI K
FMNEPAKTUBHOCTU, MJOXOM KOHLEHTPALMM BHUMAHUA U NIETKO OTBJIEKAIOTCS, YTO MOXKET
3aTpyAHUTb npouecc obyyveHua. Y 6 13 29 yenosek (21 %), NPUHABLUMX yyacTme B
nccnegosarHmmn 2008 roga, 6b11 AMarHOCTMPOBAH CUHAPOM geduumnTa BHUMAHUA U
runepakTmBHocTM (CABIN), ANS KOTOPOro xapakTepbl HEeYCUMAYMBOCTb M KOPOTKas
NPOAOC/IKUTENIbHOCTb KOHLEHTpauMn BHMMaHMA. Cpean Tex, KoMy 6bla NocTaB/ieH AMarHos
CABI, okaszanucb AeTU C UHTEPCTULMA/IbHBIMU AeNeumaMU U JeNleLMAMM Ha yYacTKax

10g26.1 1 10g26.3. MHOrMe CeMbM COOBLLAIOT, YTO UX AETHU YpE3MEPHO JTACKOBbI M NPOABAAIOT
HeyMecTHoe apyentobue. Hebosbluoe KoIMYeCcTBO COOBLLEHMM B MEAULMHCKOM nnTepaType
CBUAETENBCTBYET O TOM, YTO MOBEZEHME AeTer MOXKET yXyAWaTbCsA B npeany6epTaTHbIM
nepuod. Metozbl NoBeAEeHYECKOW Tepanum NOMOIr /I MHOTMM CEMbSIM, OZJHAKO Y HEKOTOPbIX
aeten 3cdeKT 0TMEYEH TOJIbKO OT MEAUMKAMEHTO3HOr0 JleyeHns. YacTb cemer npo6oBanm
MCMNONb30BaTb AMETY C HU3KMM COZEP’KAaHMEM Caxapa M UCK/OUYEHMEM MULLEBBIX KpacuTenen
(cm. 6powwtopy Unique o nosegenun) (Petit 1998; Lukusa v Fryns 2000; Irving 2003; Courtens
2006; Unique).

Y HEKOTOpbIX JleTeN MMETCA NPo6JiIeEMbl C CEHCOPHbIM BOCMPUATUEM. Y HMX MOBbILLIEHHAS
TaKTMJIbHaA YyBCTBUTENIbHOCTb, B TOM YMCe 061aCTU pTa, OT YEro OHU UCMbITbIBAKOT
HenpmsA3Hb K NPUKOCHOBEHMIO OnpeAeNieHHbIX NpeAMETOB MM TEKCTYp. /Boe aeTen 13
Unique 1MeloT HeageKBaTHOE BOCMNPUATUE CBOErO Tena B MPOCTPAHCTBE; OAMH CMMT Noj
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YTAXKENEHHbIM OAEA/IOM M HOCUT YTAXKENEHHbIN XKUNET NEPUOANYECKM B TEYEHME AHS; APYrOM
MHOT1a HOCHT YTAXKENEHHYI0 CYMKY. OKOJ10 MOMI0BMHbI ONPOLUEHHbBIX MMEIN 060CTPEHHbIN
CNIyX W1 MOBbILLEHHYIO YYBCTBMTENILHOCTb K LWYMY. Y YacTh JeTen 3Ta npobsiema npoliuaa ¢
BO3pacToM. M B amMTepatype, U B UccnegoBaHmax Unique onucbiBanucb ciyyam
HeaJeKBaTHOr0 OTHOLWEHMA pebeHKa K onacHocTH (Schrander-Stumpel 1991; Petit 1998;
Courtens 2006; Unique).

bonee 50 % y4yacTHMKOB MccneaosaHuAa Unique, coobwman, 4to Ux geTv obnagatoT
NMOHUXKEHHbIM 60/1€BbIM MOPOrOM M 4acCTO He 3aMeYaloT cepbesHble noBpexaeHua (Unique).
Mo AaHHbIM MeAMLMHCKOM nnTepatypbl M Unique y 14 NpoLEHTOB AeTEN OTMEYAIOTCS
PacCcTPOMCTBA ayTUCTMYECKOrO CneKTpa. HekoTopble AeTU He MMEKT COOTBETCTBYHOLLET0
AMarHosa, Ho NpoABAAKT HEKOTOPble ayTUCTMYECKME NPU3HAKM UM YepTbl. Cpeamn
ayTUCTUYECKUX NPU3HAKOB OTMEYANoCh TO, YTO AETMU HE NMOHMMAIOT COoUMaIbHbIX CMIHA/OB,
Pe/AlKo NayvyT, NOBTOPSIOT OAHU U TE Ke ABUNKEHUSA (NMOKauMBalOT roJIOBOM MM 3a/1laMbIBalOT
nanbupl) (Unique).

“Bce ntobAT ero. Y Hero npeKpacHbli xapakTtep. EMy o4eHb HPaBUTCSH FOBOPUTb BCEM
«MPUBET>» M «MOKa». OH OYEHb CMOKOMHbIM M NPaKTUYECKU HUKOrAa He naadeT.” 2,5 200a

“Y Hero go6poe cepjLe, OH APYKe6HbIM M cMelHon.” 3 2oda

“OHa A0BO/IbHO MOCNYLUHbIM PEGEHOK M He BeJeT cebs BbisbiBatowe. OHax /bl OHa NposABMAA
U3NULLHEE ApYKenbue K He3HaKOMLY B MapKe, Tak YTO 3a 3TUM HYXXHO cneamtb. MHoraa B

HOBOM O6CTAHOBKE OHa MOXET 6bITb 3aCTEHYMBOM, a MOTOMY HE OTXOAMT OT poauTtenen.”
4 200a

“Ona Tpyaonobusas u pelumtensHas.” 4 20da

“Y Hee nNpo6sieMbl C BOCMPUATUEM BHELLHMX CUIHAI0B U X 06PABOTKOM, B TOM YMUCIE
MOBbILIEHHAs YyBCTBUTE/IbHOCTb K 3ByKaM M MpUBbIYKA TAHYTb BCE B POT, YTO6bI MONPOGOBATh.
Kpome Toro, el agnarHoCTMpoBa/iM 06CECCUBHO-KOMMYIbCMBHOE paccTporcTBo (OKP) 1

ayTmM3m. OHa He JI6UT, Korja KTO-TO CTpajaeT, U IlbUT aeantbea.” 5 1em

“Y Hee CNOXKHbIN XapaKTep, M C HEM MOXET 6biTb TPYZHO, KOrAa oHa ycTaéT. Y Hee CABI, en
TPYZIHO COCPEOTOMUTLCA B LLKOJIE XOTh Ha Kakoe-To BpeMs.” 7 siem

“TonbKo B LUKOJIE OHa Hayana ce6s naoxo sectn.” 7,5 nem

“OHa o4eHb Mmnas. OHa NBUT BCEX YIEHOB CEMbM M MOCTOAHHO FOBOPUT MM 06 3ToM! OHa
04eHb 06LMTEeNbHAsA M IOBUT roBopuTb Beem «[puseT».” 8,5 nem

“OH ouYeHb OBLIMTENIbHBIN, EMY HPABUTCA NPOBOAUTbL BPEMSA C ApYy3bAMM. OH BbiTaCKMBaeT
(MOYTM HEMPOU3BOJILHO) HUTKM (Y LIBA Ha PYTOO/IKE MM HOCKax).” 9 siem

“OH Bcerpa cyacT/IMB, U €ro Bce JII6AT 3a KM3HEPaJOoCTHbIM XxapakTep. OH MOXET 6bITb

MMMY/IbCUBHbBIM, M €My HPaBMUTCA NOCTynaTb no-csoemy.” 9 siem
“/lo 2,5 neT oHa 6bl71a 04EHb CMOKOMHLIM PEGEHKOM, HO MOTOM BMJIOTb A0 6 IET C HeM 6bl10

CNIOXKHO (OHa 4yacTo 6bisa pa3ZpaxkeHa, Bcerga Bo3parkasjia M UCMbiTbiBasa Hawe TeprieHue).
Cenyac BCE HaMHOro nydue. OHa npoAasaAaeT U36bITOYHOE p,pymemo6l4e K HE3HAKOMbIM

B3poc/ibiM.” 10 iem

“OHa oyeHb HeXHasa u 3a6oTmBad.” 10 iem

“Eé noBeaeHMe J0BOJIbHO KecTokoe. OHa pyraeTcs, KycaeTcs, WwunaeTcsa 1 aep3mt. Ho oHa
aenaet 370 He co 31a.” 11 aem

“OH o4YeHb OBLUTENBHBIN, HEXHbIM U SMOLMOHaNbHBIN.” 20 1em
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CoH

MHorue feTu noxatcsi cnatb BOBpPEMA M CMOKOMHO CMAT BCO HOYb. OHAKO Y HEKOTOPbIX
JeTel NpoABAATCA NPo6eMbl CO CHOM. lMepes CHOM MM CJIOXKHO YCMOKOMTBCA, M MO3TOMY
OHM NO34HO 3acbinatoT. ANa ogHMX 3TO 03HAYaeT, YTO Ha caeaytoliee yTpo UM byaeT TpyaHO
BCTaBaTb, M OHW BYAYT YCTaBLUMMM LiENbIM A€Hb; HO APYrUe, KaxKeTcsA, MMET MEHbLLYIO
NOTPEBGHOCTb BO CHE, M MM XBaTaeT 6 YacoB (Mehta 1987; Unique).

“Ero TpyZIHO YCMOKOWUTb, KOrAa OH YCTasl, U OH MOXET NOTPaTMTb Yac MM 6osiee Ha TO, YTOOGbI
YCMOKOMUTBLCA Nepesi CHOM, M 6yJeT naakaTb 6e3 npuumnHbl.” 2 200a

“BpeMms, Korza Hy»HO MATM craTb, HENPOCTOE, OHA JIOKMUTCA CaMa OKOJI0 CEMM pa3 3a Mecsll,.
3ayacTylo oHa NI0XKMUTCA B 11 BeYepa U Ha ciieayolmi IeHb CUJIbHO YCTAET B

wkone.” 7,5 nem

6 MecAaues 14 MecsaueB 4 roga

B3pocsieHne ¢ cuHapomom geneuymmn 10926.1

Nepuoj, Nos10BOro co3peBaHusa U hepTMIbHOCTb

CywecTByeT He TaK MHOro MHpOpMaLMKM O NOJIOBOM CO3pPEBAHMM
tOHOLEN M AeBYyLleK ¢ geneunen 10g25/6.Mo aaHHbIM Unique nosoBoe
Cco3peBaHMe NpoUCXOAUT B 06bIMHOM Bo3pacTe. OIHAKO Y O/IHOM
AEBOYKM NPM3HAKM NONOBOro CO3pEBaHUA NOABMIUCL PaHO - B BO3pacTe
8 net (Unique).

Ha ceroaHAwWwHWMM AeHb B MEAMLUMHCKOW IMTEPAType OMMCaHO JBa
cnyyas nepegaum aeneuum 10q notoMctBy. B ogHOM ceMbe LiecTb
4Y/IeHOB CeEMbM B BO3pacTe oT 3 A0 63 neT UMeIoT Aeneumio - oHa

nepeaanacb oT 63-X NeTHEN KEHLMHbI €€ TPEM JI04EPSM, OHA U3

19 net, aeneums
10a25.2a26.11 KOTOPbIX Nepeaana AeNeumio CBOMM CbiHY U OYKeE.

B apyron cembe aeneuma 10q26.2 nepeaanacb ot 40-NE€THEN KEHLUMHbI
€€ 104Ke, KOTOPOM Ha HaCTOSALMM MOMEHT 9 neT. OAMH ManbymK M3 rpynnbl Unique
yHacnegosan geneumio 10g26.3 ot ceoel mambl (Irving 2003; Unique).

19



B3pocnble ¢ geneumen 10q25/6

Cpean uneHoB Unique ecTb 4eTBEpO B3POC/bIX Nt0AeN B Bo3pacTe oT 18 Ao 28 net. MyxkumHa
20-TM NET C UHTEPCTULMANBHOM AeNeLnent MMeeT cepbesHble TPYAHOCTU B 06y4eHun, CABI 1
rOBOPMT NpeA/IoKEHUAMMU M3 ABYX-TpeX cNoB. OH XOAUT Ha HOCOYKax, HO 3aHMMaEeTCA
NpbIXKKaMK Ha 6aTyTe, naaBaHWMEM U TaHUAMKU. OH ApYKeNo6HbIM, 04EHb AaKTUBHBIM U KMBET
BMECTE C NATbo ApYrrmK atoabmu. Aesyluka 18-t1 net ¢ aeneumen 10g26 oKoHuMAa
cneuuanmsuMpoBaHHYIO LWKOJY B NMpoWw/ioM rogy. OHa Hayymnacb YMTaTh, Korga e 6bis1o OKOJIo
5 net. Y Heé CABI 1 cnoxHoe noseAeHUe, HO OHa JIBUT KHUMU, Nepeaadn ANA AeTen U C
YZI0BOJIb.CTBMEM MACTEPUT YTO-TO pyKamu. OHa KMBET JOMA CO CBOEM CEMbEN M HYKAAEeTCA B
MOMOLLM, KOrja BbIXOAMT Ha ymuy. MHoraa B TedeHme Heaen OHa XOAMT B LLEHTP
coumMasibHOM NMOMOLLM M 3aHMMAETCS BOJIOHTEPCTBOM. YKeHluHa 23-x et ¢ aeneument 10q26.1
OKOHYMAA LWKOJY B 16 NEeT U MOXKET unTatb U nNmMcaTb. OHa NOOUT My3bIKY, YTEHWUE XKYPHA/OB,
r0JIOBOJIOMKM CO CJIOBaMM, BaieeT 6a30BOM KOMMbIOTEPHOM FPAaMOTHOCTbIO.

E auarHoctupoBanm CABI, U ceiyac oHa KUBET B CMEeLMa/IbHOM YUPEXKAEHUH M3-3a Npo6iemM
c noBegeHMeM. Y 23-X NeTHeM KeHLWmHbl ¢ geneument 10q26.3 ecTb TPYAHOCTM B 0B6YYEHMM.
OHa MOXXeT BOAUTb aBTOMO6M/Ib M NOMOraeT Ha depMme, Ha KoTopoi xuseT (Unique) .

6 Mecaues 6 neT, KpamHsA cnpasa, 18 net
CO CBOMMM BPaATOM U CECTPOM

B3pocnenune ¢ geneumen 10g26

B MeaMUMHCKOM nTepaType BCTPeYaloTCA ONucaHus B3pOC/bIX JIOAEN C 3TOM aeneumen. Y
LLeCTU YIeHOB OIHOW CEMbM Bbl/la BbiIBJIEHA TEPMUHaNbHasA aAeneuma 10q26.2; cTaplien us
HWMX 6b110 63 roga, OHa OKOHYMNA 06LLe06pa3oBaTe/IbHYIO LWWKOY M paboTana B cynepMmapKeTte
YKNaA4MKoM ToBapa. Jeneuus nepeganacb Tpém ee goyepsm. Ctapwas 4odb, KOTOPOM Ha
MOMEHT Ny6/IMKaLMM UCNONHMNOCL 38 NeT, yumnacb B 06bIYHOM LLIKO/IE, HO HE CAaBasla
3K3aMeHbl, paboTana Ha N1LLEBOM (habpuKe 1M pyKOoBoAMAA MIAAWMM NepcoHasioM. Bropas
Zo4b (37 neT) Takke nocelyana o6blYHYH WKOJY M paboTana Ha dhabpuKke ynakoBWMLEN; Y
Hee He 6blJI0 HUKAKMX NpobeM C NoBeAeHMEM, HO OHa YacTo TpaBMMpOBanacb U NepeHecsa
HECKOJIbKO nepenomMoB. Y maaawen godepu (19 net) HabnoJanmMcb HEKOTOpbIE TPYAHOCTU B
06y4YeHun, OHa nocellana crneumanbHyto WKoay. MNepruoanyeckn el NpUnUcbiBaIM naoxoe
noBeAeHWEe M rOBOPMJIM, YTO OHA OYEHb aKTUBHaA. Takke onmncaHa 40-N1eTHAA KeHLWMHa,
KOTOpasa OKOHYMA LUKOAY, He CaBas dK3aMeHbl, M paboTana B chepe o6LwecTBEHHOro
nutaHusA. OHa nepegana aeneumio 10g26.2 ceoen aodepu. Eule y oAHOrO MyK4YmHbl 48-Mu
JIeT 0OTMEYa/IMCb CEpPbE3HbIE TPYAHOCTM B 06y4YEeHUM U HM3KMIM pocT (McCandless 2000; Irving
2003).
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Hay4dHble nccneposaHua geneummn 10q25/6

Ocob6eHHOCTH, KOTOopble BCTpevalTca y atogen ¢ aeneupen 10q25/26, BeposTHO, CBS3aHbl C
noTeper HECKOJIbKMX FEeHOB, PaCroJ/IOKEHHbIX Ha 3TOM Y4aCTKE XPOMOCOMbI. Y Ntoaen C
aeneumen 10g25/6 yTpayeHHble Y4aCTKM XPOMOCOMbI MOTYT 6bITb /1060r0 pasMepa, HauyMHas
C HEBONbLLOWM MHTEPCTMLUMANBHOM AEeNELMM M 3aKaHYMBAS HAMHOIO 60/1e€ KPYMHOW Aeneumen.
OpHako nposasneHua aeneumm 10g25/6 pasnmyaroTca gaxe y YIeHOB OJJHOM CEMbM C
0ZIMHAKOBbIM Pa3MepoM Zienieumn. B uccnesoBaHMax He YCTaHOBEHO NMPAMOM CBA3M MEXAY
pasmepoM geneumn 10925/6 1 TaxkecTblo 3ab60neBaHUA.

TeM He MeHee, B paae UCCnefoBaHUI 6bina NpeanpUHATA MOMbITKA COOTHECTU pasMep
Aeneumn ¢ Haam4mem UamM OTCYTCTBMEM HEKOTOpPbIX MPM3HAKOB. PAa aBTOpOB NpeanosIoXUAM,
YTO YeM MPOKCHMMa/IbHEeE HaXOAMTCA TOYKA pa3pbiBa, TEM b6osiee TAXKeNble BPOXAEHHbIe
aHOMaIMA BO3HMKAIOT, 0COBEHHO eCcin 3aTpoHYT NoKyc 10g25. OaHako 370 He 6blo
NoATBEPKAEHO NoC/eAyLWUMHN UCCNeJ0BaHMAMMU U AaHHbIMM B Unique. B ogHOM 13
MccneaoBaHMM Gblia NPeAnoJIoXKeHA B3aMMOCBA3b MEXKY pPa3MepoM Jeneumm 1
BbIPAXKEHHOCTbIO 3aE€PXKKM pPOCTa U HaAMYMEM MUKpouedasinmn, HO 3TO HE HaLLJIOo
NOATBEPXKAEHUA B HECKONIbKUX APYrUX UccnefoBaHMAX U HabatogeHmax Unique (Wulfsberg
1989; Petersen 1998; Irving 2003; Courtens 2006; Unique).

OaHaKo BCE 6o/ee WMPOKOoe UCMNOJIb30BaHME B MCCIeA0BATENbCKMX NabopaTopMaAX TaKMX
MOJIEKYNISIPHBIX TEXHONOMMK, Kak meTo FISH (dbayopecueHTHas rubpuamusaums in situ) m
meTtog array-CGH (cpaBHMUTeNbHaA reHOMHas rmopuamsaumsa) no3soaseTt 6osee TOHHO
onpeAennTb TOYKMU pa3pbiBa XpPOMOCOMbI. ITO, B CBOK oYepedb, No3BOSAET UCCAe0BaTe 1AM
6o0nee TwaresibHO U3YYnTb, KaKMe YaCTU XPOMOCOMbI OTCYTCTBYIOT, M NOMbITaTbCA CBA3aTb
onpezeNieHHble Y4aCTKM C Pas/IMYHbIMM KJIMHUYECKMMM CUMNTOMaMMK. U 1eMCTBUTENbHO, B
HECKOJIbKMX HeJaBHUX UCCNeA0BaHMAX NPeanpUHATA NOMbITKA YCTAaHOBUTbL CBA3b MeEXAY
NOTEPAHHOM YaCTbl) XPOMOCOMbI U KJIMHUYECKUMM MPOSIBAEHUSAMM Y pasHbiX 0AeN C
aeneumen 10q € Lenblo BbIABUTb KPUTUUYECKMM YYHACTOK AJIMHHOMO MnJjie4ya XpoMocomsbl 10
W/UNN reHbl, OTBETCTBEHHbIE 3a CUMNTOMbI geneumn 10q.

B page vccnenoBaHMM NblTaMCh BbISIBUTb FE€Hbl, OTBETCTBEHHbIE 3a HApYLUEHWE MOBEAEHUS,
KOTOpOe ABNAETCA YacTbiIM CMMNTOMOM Aeneuun 10g25/6. B ogHOM uccnefoBaHUmn onmMcaH
CMHAPOM FUMNEPAKTMBHOCTM Y MauUMeEHTa C MasieHbKOM TepMMHanbHoM 10q aeneumen. IToT
PErMoH COAEPKMT YeTbipe BO3MOXKHbIX FreHa- KaHAuAaTa, OTBETCTBEHHbIX 3@ HapyLLUeHue
noseaeHua: 1) C-TepMUHanbHbIM cBA3biBatoWwmii 6enok 2 (CTBP2), KoTopbii KoaupyeT ABa
ApPYrux 6e/iKa - 0IMH peryiMpyeT 3KCNpeccHio ApYrmx reHoB, BTOPOM - ABNSAETCS
KOMMOHEHTOM CMHamca (CoOeMHEHMA, Yepe3 KOTOPblE HEMPOHbI LEEHTPa/IbHOM HEPBHOM
cMCTeMbl 06MEHMBAOTCS MEXAY CO60M CUrHanamm); 2) 6eta-1 aapeHopeuentop (ADRB1) -
KOoAMPYET 6e/10K, KOTOPbIM CNOCOB6CTBYET NPOSBEHMIO DM3MONOrMYECKUX 3PDEKTOB
aZlpeHasIMHa (ropMoHa cTpecca); 3) AMrMAponUpMMUMANMHA30MN0A06HbIM 6e/10K 4 (DPYSL4) -
NpeAnoIoXKUTENbHO yYacTByeT B AMddepeHUMPOBKE HEMPOHOB; 4) KanbuUMoH (Mau DRD1IP) -
KoAMpYeT 6e/10K, B3aMMOAENCTBYHIOLMM C peLenTopoM AodammHa; 4odamMH, B CBOIO
ouyepe/lb, IeNCTBYET Yepes PeLENTOPbI U BbINOJIHAET po/ib NepeAaTyMKa B HEMPOHHbIX LEnsx,
33J1eMCTBOBAHHbIX B 06Y4YEHUMU U 3aNOMMHaHUKU. OIHAKO B HeAaBHEM Ny6/IMKaLmMmM coobliaeTcs
0 AEBYLUKE C Cepbe3HbIMM HapyLLUEHMAMM NoBeaeHMs, Y KoTopon reHbl CTBP2 unn ADRB1 He
yTpayeHbl. Heo6xoAMMO NPOBECTH AasibHENLUME MCCNEeA0BaHUSA, YTOObI BbIACHUTb, Kak1e 13
3TMX reHoB (€C/I1 Aeno B HMX) Bbi3bIBalOT NOBeAEHYECKME NpOo6eMbl, HabaAatowmecs y
aeten ¢ 10q25/6 peneumen (cM. nsobpaxkeHue Ha cTp. 25) (Petit 1998; Courtens 2006).
YacTo BCTpevarLwpmecs caydam yporeHmMTaabHbIX aHOMaIuK y atogen ¢ aeneument 10q
npeanosiaratoT HaJIMyMe Ha 3TOM y4acTKe reHa WM reHoB, OTBETCTBEHHbIX 3a pa3BuUTHE
MOYErO0JI0OBOM CUCTEMbI. B COOTBETCTBUM C 3TUM NPEANOJIONKEHUEM FPynna yYeHbIX NpoBena
uccaeaoBaHMe M NonbiTasacb ONpeAesiMTb 3TOT FeH UK reHbl Ha Bbibopke M3 10 nauueHToB C
aeneumen 10q26. Mpu 3TOM Yy NATU U3 HUX HabBOAANACb M30/IMPOBaHHAs Aeneums, a 'y
Apyron nonosuHbl geneums 10q couyeTanach C ApyrMMUM XpPOMOCOMHbBIMM HapyLUEHUAMMU. OHM
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NPeAnOJIOXKUAN, YTO FEH, OTBEYAIOLLMM 3a pa3BUTUE MOYEBOM CMCTEMbI, HAXOAMTCS Ha
y4yacTKe, AucTanbHee oT mMapkepa D105186 (cm. M3o6parkeHue), a reH, OTBeYaLWMM 3a
pa3BMTUE MOJIOBbIX OPraHOB, PacnooXeH Ha y4yacTke, AncTasibHee oT Mapkepa D1051248 Ha
10g26. OHM TaKKe OTMETU/IU, YTO Y BCEX JIIOAEN C aHOMAJIMAMM CEPIEYHO-COCYAUCTOM
CMCTEMbI OTCYTCTBOBAJ1 Y4ACTOK, PACcnoIo¥KeHHbIM AucTasbHee MapKkepa D1051679. OHu
NPeAnoJIOXKUAN, YTO UMEHHO 3TOT YYaCTOK OTBEYAET 32 aHOMa/IMM CepAEYHO-COCYAMCTOM
cucteMbl. O4HAKO OAMH MaJIbuYMK C ABOMCTBEHHBIM CTPOEHMEM FEHUTANIMIA UMEN AeNeumio, He
3aTpar1BaroLLyto 3TOT NpeAnoJiaraeMblid KpUTUYECKUIA YHACTOK XPOMOCOMbI, OTBEYAIOLLMM 3a
pa3BMTUE NOJIOBOM CUCTEMbI. [03TOMY aBTOPbI JAHHOI0 UCCEA0BaHUS NPEANONOKMIU, YTO
CYLLECTBYET BTOPOM KPUTMYECKM BaXKHbIM A1 Pa3BUTUSA FEHUTAIMM Y4ACTOK, HAaXOAAWMMCA B
npeaenax 10g25.3q26.13. Taknum 06pa3oM, Oblna BblABMHYTA rMNoTeE3a O CyLEeCTBOBaHMM
ABYX KPUTUYECKM BaXKHbIX YHaCTKOB, Pacno/IoXKEHHbIX Ha AJIMHHOM nieye 10 XpOMOCOMbI,
OTBEYarLIMX 3a pa3BUTME NosoBoM cucTembl (Ogata 2000; Mardo 2008).

CyuiecTByeT HECKOIbKO reHoB Ha yyacTke 10q25/6, KoTopble MOryT OTBEYaTb 3a HEKOTOpbIEe
KAMHUYeCcKme npossnenus geneummn 10q25/6, HO Ha AaHHbIM MOMEHT 3TO HE J0Ka3aHo
OKOH4YaTesibHO. TpebyeTcA NpoBeCTM AONOJHUTE/IbHbIE MCCeA0BaHMUSA, YTOObI YCTAaHOBUTL MX
poJib, €C/IM OHa ecTb. [peagnonaraeTcs, YTo XapaKTepHbIe YepTbl MLA Y TaKUX t0AeN
CBsi3aHbl C NoTepen peuentopa gakTopa pocta hubpobnactoB 2 (FGFR2). N'eH FGFR2 Takke
aKTMBHO 3KCNpeccupyeTca B AMYHMKAX NI04A XEHCKOro nosaa, Xota ero yHKUmMA B pa3BUTHM
MOJIOBbIX }Xe/ie3 HayKe elle He M3BeCTHa.
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FeH EMX2 kapTupoBaH Ha y4actke 10g26.1 1, Kak 6blJ10 yCTAHOBNEHO, SABNAETCA KPUTUYECKM
BaXXHbIM A/ PYHKLUMOHUPOBAHUS LLEHTPAJIbHOM HEPBHOM CUCTEMbI M MOYEBbLIAENNUTE IbHOM
CUCTEMBI. Y MbILLEMN, JIMLLEHHDbIX 3TOr0 reHa, HabagaeTca NO/IHOE OTCYTCTBME MOYEK,
MOYETOYHMKOB, MOJIOBbIX ¥ene3 M nonosbix nyten (Irving 2003; Mardo 2008).

Ba*KHO NOMHUTb, YTO BblABJIEHWE FEHOB, OTBETCTBEHHbIX 3@ T€ UJIM UHbIE KJIMHUYECKUE
nposBneHus aeneummn 10q, NpeacTaBasieT 60/bLIOM HayYHbIM MHTEPEC U MOXKET NIeYb B
OCHOBY 6YAYLIMX UCCNEA0BAHMMI, AaXKe eC/IM ceMyac 3To He NpuBeAeT K M306peTEHMIO HOBbIX
MeToaoB nevyeHna. Kpome Toro, npu OTCYTCTBUM MOTEHUMAIbHO 3HAYMMOr0 reHa
aCCOUMMPOBAHHbIE C HUM CMMMTOMbI MOTYT U HE NMPOABUTLCA. Ha BEpOATHOCTb NPOABIEHMA
onpezesieHHOro nNpu3Haka MoryT BAMATb ApYrve reHbl M hakTopbl OKpYKatoLen cpeabl.

[TloyeMy 3TO Npom30LLIo?

Poantenam Heo6XxoaMMO cAaTb KpOBb A1 FEHETMYECKOro aHan3a, YToObl BbIACHUTb, NoYeMy
y Ux pebeHka npousolna geneumsa 10q25 nam 10q26. B 601bIMHCTBE C/TYYaeB Y pOAUTENEN,
YbM LETU ABNATCSA HOCUTENAMM aeneumn 10g25, HET XPOMOCOMHbIX OTKJIOHEHWM. ANs
0603HaYeHMA 3TOrO ABJIEHUA FEHETUKM UCMOJIb3YIOT TEPMUH «de novo» (dn), 4To B nepeBoae
C NAaTMHCKOro A3blKa 03Ha4vaeT «Bnepsble». Jdeneunn 1025 v 10g26 de novo BO3HMKAIOT B
npouecce 06pa3oBaHMA POAUTENBCKUX CMEPMATO30MA0B MU AULEKNIETOK, IM60 B XoAe
CaMbIX PaHHWUX AEeNIEHMM KNETOK 3MOPUOHA NOC/Ie ONI0A0TBOPEHMS.

HekoTopble geneumn 10925 1 10g26 coyeTatoTca C M36GbITKOM MaTepMaia APYroM XPOMOCOMbI,
M B 3TOM C/lyYae 4acTo SABMIATCA pe3y/IbTaTOM NEPECTPONUKU XPOMOCOM Y OHOrO M3
poanTenen. O6bIYHO TaKyt NEPECTPOMKY Ha3bIBAOT CHaNaHCMPOBAHHOM TPAHC/IOKaUMEN, NpH
KOTOPOM y4aCTOK 04HOM XPOMOCOMbI MEHAETCS MECTAMM C YHaCTKOM BTOPOM XPOMOCOMbI. Mpu
3TOM KOJIMYECTBO FrEHETUYECKM 3HAYMMOro MaTepmana He U3IMEHAETCA, MO3TOMY Y TaKoro
poAMTENA 00bIYHO HET NPO6IEM CO 340POBbEM MU Pa3BUTUEM, XOTA MOTYT ObITb C/IOXKHOCTU
C 3a4aTMEM M BblHaWMBaHMEM geTel. C6anaHCMpoBaHHbIE TPAHC/IOKaLMK, 3aTparmBatoLme
OZHY MM HECKOJIbKO XPOMOCOM, He peakocTb: 1 13 500 ntogen aBnsetca HocuTesem
TpaHC/0Kaummn, T. e. 6onee 13 MUNIMOHOB YeI0BEK Ha NJ1aHeTe ABNAIOTCA HOCUTENAMM
c6anaHCMpPOBaHHOM TPaHC/IOKALMM.

He3aBuCKHMO OT TOro, ABAAETCS M AeNeuus yHacie0BaHHOM MM de novo, COBEPLLEHHO
TOYHO MOXHO CKasaTb TOJIbKO TO, YTO Bbl, KaK POAUTENN, HUKAKMMM CBOMMM AEMCTBUAMM HE
MOru Bbi3BaTb noasseHue aeneumn 10q25/26 y cBoero pebeHka, a TakXe HMKakMM 06pa3om
He MOr/IM 3TO NpeoTBpPaTUTb. PaKTopbl OKPYIKalLWEN cpebl, 06pa3a *KM3HM, 0COBEHHOCTM
MUTaHMA He ABNAITCA NPUYMHAMM TaKMX XPOMOCOMHbIX HapyleHUW. HUKTO He BUHOBAT B
TOM, YTO 3TO MPOU3OLLJIO.

Mo3KeT /IM 3TO NOBTOPMUTbLCA?

BeposTHOCTb HAacTynaeHMsA NOBTOPHOM 6epeMeHHOCTH ¢ Aeneumen 10q25/6 3aBUCUT OT
XPOMOCOM poauTenen. Ecnm pesyibTaTbl XpOMOCOMHOIO aHa/IM3a KPOBM MOKa3bIBAOT, YTO Y
MaTepu U 0Tua HOpMaJibHble XpPOMOCOMbI, TO MOBTOPHOE BO3HWKHOBEHME Aeneumn
ManioBepoAaTHO. OHaKO eC/iM Y OAHOrO U3 poaUTENeln NpUCYTCTBYET XPOMOCOMHAs
nepecTpomka unu aeneums, sosnekatwowas 10g25 nam 10g26, To BEpOSTHOCTb NMOBTOPHOIO
3a4atus njoja C XpOMOCOMHOM MaToJIorMel Bo3pacTaeT BO MHOIO pas.

Poantenam Heo6xoAMMO 06paTUTLCA Ha KOHCY/IbTaUMIO K Bpavy-reHeTUKy, 4Tobbl 06CyamTb
MHAMBUAYa/IbHbIE TEHETUYECKME PUCKM M BapMaHTbl MPOBEAEHMA NpeHaTalbHOM U
NMPEMMINIAHTALMOHHOM reHeTnYeckon auarHoctuku (MrA). N npeanonaraet
3KCTpaKopnopasibHoe ONa040TBOPEHUE U BUONCUI0 SMOPUOHOB. B 3TOM Cilyyae TO/IbKO
30pOBble SMOPUOHBI MEPEHOCATCA B MaTKy matepu. Ecan e pogutenn BolbmpatoT
eCTeCTBEHHOe 3a4yaTie, BO3MOXHA NpeHaTtasibHaa AMarHOCTMKa, BKJIlOYasa 6MOMNCUI0 XOPUOHA U
aMHMOLEHTE3, HEO6X0AMMble ANA UCCeOBaHUA XPOMOCOM pebeHKa. [ogo6Hbie BUApbI
AMArHOCTUKM MMEIOT BbICOKYH TOYHOCTb, HO MOFYT 6bITb AOCTYMHbI HE BO BCEX CTpaHax.
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Understanding Chromosome & Gene Disorders

UHdopMauma 1 nogaeprKa

pynna nogaepXKu ceMen ¢ peKMMU XPOMOCOMHbIMM OTK/IOHEHUAMM
The Stables, Station Road West, Oxted, Surrey RH8 9EE, United Kingdom
Ten.: +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org

MpucoeguHanTech K coobwectBy Unique, 4To6bI NONYUYUTb AONOJHUTE/IbHYIO MHGBOPMALMIO,
Heo6X0AUMYI0 MOMOLLb M KOHTAKTHbIE AaHHble CeMeMN C aHaJIorMYHOM Npo61eMON.

Unique — 310 6/11aroTBOpUTEIbHAs HEFOCYAapCTBEHHAs opraHM3auma. PMHaHCoBaA NoaaeprKKa
OCYLLECTB/IAETCA TOJIbKO 3@ CYET rPAHTOB M MOKEPTBOBAHMI. Bbl MOXKETE caenaTh NoxXepTBoBaHME Ha
HalleMm camte: rarechromo.org

lMoMormnte Ham NOMOYb Bam!

pynna nogaepxku Niogen ¢ peakMmMmm XpoOMOCOMHBIMU OTKITOHEHMSIMU
Howmep B peecTtpe GrnarotBopuTenbHbIX opraHuauuin 1110661
Howmep B peectpe komnaHui AHrnum n Yanbca 5460413
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