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Coueranmne AYNJIHKANUA U J€JTCIHUA XPOMOCOMBI 9p

W pynnuxanms, ¥ Jenenyst XpoMOCOMBI 9p SBISIOTCA PEIKUMH KIMHUYECKUMU
XPOMOCOMHBIMH OTKJIIOHEHHSIMU. Jlyrunkarust 9p obpa3yeTcst IpH HATHIUH
JIOTIOJTHUTEIIFHOT'O TeHETHIECKOI0 MaTepualia KOpOoTKOro mieda XxpoMocoMsl 9 (9p) B
KJIETKAX TeJa, a Aenenus 9p BO3ZHUKAET, €CIIU OTCYTCTBYET 4YacTh XPOMOCOMBI 9p.
WHorna BcTpeyaroTcs ciaydad, Korna AYIUIMKAIMS U AeTenus XpOMOCOMBI 9p
COCYIIECTBYIOT. DTO 03HAYaeT, YTO MPOU3OLLIO KaK YABOCHHE, TaK U OTEpsl MaTepHaia.
Pa3mep mymnukanuu u geiaenuu Bapbupyercs, U, Kak U B CIy4ae ¢ IpyTUMHU
XPOMOCOMHBIMH OTKJIOHEHHSIMH, HAJIMYUE AOTOJHUTENBHOTO (hparMeHTa U OTCYTCTBUE
y4dacTka 9-0if XpOMOCOMBI MOKET MOBJIUATH HA Pa3BUTUE U UHTEIJIEKTYyaJIbHbIE
CrocoOHOCTH peOeHKa, OJJHAKO BBISBJICHHbBIE MHIMBHAYAIbHbIE 0COOCHHOCTH
3HAYUTENBHO Pa3HATCA.

SIBrieHune, npu KOTOPOM ONpe/ieNieHHas criennprKa pa3BUTH 00yCIIOBICHA KOHKPETHON
MIPUYMHOM M HAOJIIOAIOTCS Y TPYIIIBI JIIOAEH, Ha3bIBaeTCsi CUHAPOMOM. 110100HBIM
00pa3oM MpOSBIISIIOTCS ¥ MPU3HAKK AYIUIMKauK 9p u nenenyn 9p. Takne OTKIOHEHHS
M3BECTHBI KaK CHHIPOM AYILTHKAMK 9p (Wiin TpucoMus 9p, WM CHHIPOM TPUCOMUU
9p). OGBIMHO KCHONB3YETCSI TEPMUH «CUHIPOM IYILIHKAMK 9p», TaK Kak yallle BCero
HaOJro1aeTcst AyIUIMKaIys He Beero mieda 9p, a ero yactu (Fujimoto 1998)) u cunapom
Jenenuu (WiIu MUHYC-9p, WK CHHIAPOM MOHOCOMHH 9p) COOTBETCTBEHHO. VY JIIOJIEH,
UMEIOMHUX OJHOBPEMEHHO AYIUIMKAIUIO U ACJICHUIO XPOMOCOMBI 9p, MOT'YT IIPOSIBUTHCA
0COOCHHOCTH, BbI3BAaHHBIE M CHHAPOMOM JIYTUIMKAIUHU 9P, ¥ CHHAPOMOM Jienienuu 9p
(Di Bartolo 2012; Pedurupillay 2014).

CnpaBounuku Unique, nocBsilieHHbIE AYNJIHKAIUAM U AeJIeNusIM 9p
Jlromu ¢ coueraHreM AYIUIMKAIMU U JeIe 9p 00bIYHO 00JaIal0T 0COOCHHOCTSIMH,
KOTOpBIE OTHOCATCS U K TYIUTMKAIUH XPOMOCOMBI 9p, U K JeIICIHHA XPOMOCOMBI 9p.
Unique my0JIMKyeT OTAENbHbIE CIPABOYHUKH, COACPIKAIIUE TOJIE3HYIO HH(OPMAIHIO O
IyIKanusax 9p, aenenusx 9p u nenmenusax 9p24.
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HUctounnku

Bpourropa conepxut nHGopMAIHIo 0 16 crydasx OTKIOHSHHH, OMCAHHBIX B
OITyOJIMKOBAaHHOM MEIUIIMHCKOM JIUTEpaType, U CBEACHMS, MOTYIECHHBIE OT YWICHOB
rpynmsl Unique. Mimst mepBoro aBropa M Jata ImyOIuKanuy CTaTed yKa3aHbl TSI TOTO,
9YTOOBI BBl MOIVIM HAWTH aHHOTALIMH WIIM TTOJHBIE CTAThH B 0a3€ TaHHBIX MEIUIIMHCKIX 1
omonornuecknx mybommkamuit PubMed (http://www.ncbi.nlm.nih.gov/pubmed/).
Bonbmas acte crateit qoctymHa Ha caiite Unique. B 2017 romy onmpoc mpormiu 1eBsTh
y4gacTHUKOB Tpymsl Unique ¢ codeTaHneM TyIUTMKAUH 1 IeNIeNH XpOMOCcoMEl 9p. B
JAHHOW OpoLIope NpHBeneHa HH(opMaIys 13 0a3bl JaHHBIX O APYTUX LIECTH CIIydasx
COYETaHUS TYIUINKAIAN U JETEH XPOMOCOMBI 9p.
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OOBIYHAs KJIETKA OpTraHn3Ma YelloBeKa coAepKuT 46 xpomocoM. [IBe Xxpomocombl U3 46
SIBIIAROTCS TONOBBIMU: XX y AeBoukd U XY y Manbuuka. OctanbHble 44 XpOMOCOMBI
CTpYNIIUPOBAHbI B 22 Mapbl U HyMepYOTCs OT 1 10 22, HaunHas ¢ Mapbl CAMBIX KPYITHBIX
XPOMOCOM JI0 Naphl CAMBIX METIKHUX.

XpOMOCOMHbIe HU3MECHCHUA

B pesynbraTe cusiHUS criepMaTo30M1a U STHIEKIIETKH 00pasyeTcs KieTka. JTa KeTka
JIOJKHA HENPEPBIBHO JEIUTHCS, TEM CaMBIM KOITUPYS CBOI IeHETHYECKUI MaTepHal
(9TOT mpoLIecC Ha3BIBACTCS PEIUTMKALINS) ISl CO3/IaHMSI MHJUTHAP/IOB KIIETOK,
HEOOXOANMBIX ISl pOCTa M Pa3BHUTH opranniMa. VlHorna Bo BpeMsi 00pa3oBaHus
SIANEKIIETKY WM CIIEPMAaTO301/1a, a TAKKe B MOMEHT CJIOJKHOTO IIpoIiecca JAeeH s,
YaCTH XpOMOCOM MOTYT TepSIThCS, YIBAaUBATHCS W/WIH niepecTpanBarthes. [locnencreust
JIF000I XpOMOCOMHOM TIEPECTPOUKH, 3aBUCIT OT KOJUUECTBA TCHETHUSCKOr0 MaTepraia
Ha y4acTKe XpOMOCOMBI, OT T€HOB W/HITH 00JIaCTeH, KOHTPOIHUPYIOIINX JIPYTUE TeHBI, a
TaK)Ke OT MHOKECTBA JPYTrUX (haKTOpOB, KOTOPHIE €Ille HE MMOJTHOCTHIO U3YUEHBI (CM.
BaxxHs! 11 pa3Mep U pacrnosioxkeHue AYIIUKAY U AeNenun?).

Tepmun «dup/del», ncrmonb3yeMsiii B Opomrope, 0003HaYaeT AYIUIMKAIHMIO yIacTKa
KOPOTKOTO IJIEYa XPOMOCOMBI 9, KOTOpasi COMPOBOXKIAETCA AeNelueil YacTH KOPOTKOTro
wieda xpomocomsl 9. Jlymukarms 9p21.3 — p24.2, conpoBoskaaromasicst enenuei
9p21.1 — p21.3, nanee obo3HayeHa kak dup 9p21.3p24.2/del 9p21.1p21.3

PaccMoTpum yyacTok XpoMocomMbl 9

XPpOMOCOMBI HEJb3s YBUAETh HEBOOPYKEHHBIM IN1a30M, HO €CJIM UX OKPaCUTh U
YBEJIIUYUTH IO MUKPOCKOIIOM, TO MOXXHO 3aMETHUTD, UTO KaXK1as XpoMocoMa o6naz[aeT
XapaKTEepPHBIM PUCYHKOM U3 CBETIIBIX U TEMHbIX 03H70B. [Ipumeps! pacnonoxeHus
09HJIOB Ha y4aCTKEe XpPOMOCOMBI 9 Mpe/ICTaBICHbI HUXKE.
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Kaxxmast xpoMmocoma nmeet kopoTtkoe miedo (p) (0T (ppaHIy3ckoro cioBa «petity —
MaJbli) U IIHHHOE 1U1ed0 (). BoHAb HyMepyroTCs, HaunHAs OT MeCTa COeIUHEHHS
KOpPOTKOT'O M JUTMHHOT'O TIJIEYa XPOMOCOMBI, KOTOPOE Ha3bIBAETCS LIEHTpOMEpa
(BBIOETIEHO JXenThIM). HyMepamust 69HIOB 3aBUCHT OT MX PACIONIOKEHUS K IIEHTpOMepe:
yeM Onrbxe 09HI y IEHTpOMEpE, TeM MEHBIIIE ero MOPAIKOBEIN HoMep. Hampumep, 631
p12, KOTOpEIit HAXOAXUTCS B MPOKCHMAITEHON O0JIACTH, TO €CTh OIU3KO K IIEHTpOMEpE.
BaHap! ¢ GoMBIIIM MTOPSAKOBEIM HOMEPOM, HATIpUMED, P23, pacronararoTcs Jajiblie OT
LIEHTPOMEPHI U OMIMKe K KOHITY XpOMOCOMBI. DTa 9acTh XPOMOCOMBI Ha3bIBACTCA
JMCTaIbHONW. TepMuH cen MPUMEHSIOT [T 0003HAYEHHS OJIM3KOr0 PacoIoKeHHs
09Hza K IIEHTpOMeEpe, a TEPMUH ter («Ha TpaHuIey) 0003HAYaeT OII3KOe pacoNIOKEHHE
K KOHILYy KOPOTKOI'O WJIN JUIMHHOTO TUIeYa.

B ciyqae m0060ii AyniMKaiy WM JeJIennH, T.€ YUcI0 yABoeHHol/ yTpauennoi JJHK,
MOXET BapbHpOBaThCs. JyIUIMKAIK U AETeniH, KOTOPbIe HACTOIBKO MaJbl, YTO X
HEBO3MOXHO YBHETH 10T MUKPOCKOIIOM, JIa’Ke C TIOMOIIBIO CTaHIAPTHBIX METOIOB,
Ha3bIBAIOTCSI MUKPOLYTUIMKAILIAMHU/ MUKPO/IEIICIIHSMHU.

JlaGoparopusiii Mmerox nox HazBaunueM FISH (dayopecnienTnas rubpuamusanus in situ)
HO3BOJIsET O0JIee NOJAPOOHO PacCMOTPETh YI2CTKH XpOMOCOM H TIOMOTaET O0OHapYXHUTh



JOYIUTMKANUIO WK Aenenuto. B nannom meroze ucnonbiyrorest pparmentst JJHK ¢
(iryopecueHTHOI MeTKOH, KoTopast coBnanaer ¢ JIHK Ha orpeneneHHbIX MecTax
XPOMOCOMBI, IOATOMY 3TOT METOJ IPUMEHSETCS TOJIBKO KOIa YXKE U3BECTHO, HA KAKOM
Y4acTKe XpOMOCOMBI IIPOU30IIUI0 H3MEHEHHE.

B Hacrosmee BpeMst OHUM U3 pacIIpOCTPaHEHHBIX METOJIOB 00CIIEIOBaHMS SIBIISIETCS
XPOMOCOMHBIM MUKpOMaTpUUHbIH aHann3 (XMA), KOTOpbIi I03BOJIsIET OoJiee AeTaTbHO
paccmotpers JIHK. MukpoMaTpiyHBIil aHATH3 TOMOTAeT 00HAPYKUTh HEOOIBIIIHE IO
pa3sMepy OYIUIMKAllMU U JeJIelUU AaXKe B TeX CIy4asiX, KOr/ia HEBO3MOXKHO
MIPEION0KNUTh, Ha KAKOM y4acTKe IPOM30ILI0 U3MEHEHHEe B XpoMocoMe. Kpome Toro,
JaHHBIN MeTon 3¢ deKTuBeH 1t TogHOro onpezaenenus gparmenra JJHK, koropsrit Obu1
3aTPOHYT NPH AeNeln/AyriKanni. OIHAKO ¢ TOMOIIBIO 3TOr0 METO/Ia HEBO3MOXKHO
OIPEJIeIINTh, IepeMEeCcTIIICS JIn TyrunupoBanHbiil pparment JJHK B npyroe mecto Toi
7K€ XPOMOCOMBI WJIH Ha JPYT'yI0 XPOMOCOMY.

JocTiwkeHnst B 001aCTH Pa3BUTHS METOJIOB CEKBEHHPOBaHMsI HOBOTO rokosieHus (NGS)
TMO3BOJISIFOT IOCTABUTH OOJIEe TOYHBIN TUArHO3 U JIy4llle IOHUMATh IPUPOIY PEIKHX
XPOMOCOMHBIX OTKJIOHEHHH. NGS 1aeT BO3MOKHOCTh €JMHOBPEMEHHO «IIPOUUTATH)
MHOKECTBO I'€HOB, LIEJIbIM YYaCTOK T'eHa B T€HOME, KOJUPYIOIIEro 0enok
(momuosk3oMHoe cexkBeHupoBanue (WES)) unu Bech reHOM 1eUKOM (TTOJTHOT€HOMHOE
cekBennposanne (WGS)), a He TONBKO yKa3aHHbIE 00JIACTH HJIH OT/ENbHBIE [eHBI,
HOJIEKAIIFe CeKBEHUPOBAHUIO. DTOT METOJ MTO3BOJISIET PACCMOTPETh U3MEHEHHS BO
BCEM I'€HOME, YTO OCOOEHHO Ba)KHO MPY BBISBIICHUH MUKPOJYTUIMKAIIMHA/MUKPOIEICIUH,
KOTOpBIE HE BCET/Ia MOYKHO BBISIBUTH C MTOMOIIBI0 XPOMOCOMHOTO MUKPOMATPHUYHOT'O
aHanu3a (XMA). Meroast NGS Takke MOTyT THarHOCTUPOBATh MO3AHIIN3M HHU3KOIO
ypoBHA (cM. Mo3aummsm).

Meroapt NGS 3HaYHTENBHO COKPAIAIOT BPEMsl, HEOOXOJUMOE JUIS TOUHOU
TeHEeTHYECKOW AUATHOCTUKH, TIO3BOJISIOT MONYYUTh HHANBHTYaTbHBIN MEIULIMTHCKIH
MIPOTHO3, pa3padoTaTh IUIaH JEYCHHS U TPOKOHCYIBTHPOBATHCS C BPAYOM-TE€HETUKOM
MIPY BO3HHUKHOBEHHH TEX WM MHBIX IpobsieM. Kpome Toro, 3ToT MeTos B OONBIIMHCTBE
Clly4aeB UCKIII0oUaeT HeOOXOIMMOCTh MPOXOKACHUS JOMOMHUTENBHBIX TUATHOCTUUECKUX
00cIeIoBaHmid, KOTOPhIE MOTYT OBITh IOPOrOCTOSIIMME U HHBA3UBHBIMHU (HAIIPUMED,
ouorcus).

Hecmotps Ha 10, uTO TexHONTOrMM NGS HMEIOT MHOIO IPEMMYIIECTB, Y HUX €CTh U
HEJIOCTaTKH, TAKHe KaK: XpaHeHHe OOJbIIOro o0beMa NOoNydeHHBIX TaHHbIX,
KOH(HUIEHINAIBHOCTD JaHHBIX, a TAKKE B XOJIE aHAIII3a MOT'YT OBITh Hali/ICHBI
«CITyqaifHble HAXOAKW, HE CBSI3aHHBIE C UCXOJHOW IIENIbI0 TECTHPOBAHHS, KOTOPbIE IPH
MOT'YT OKa3aTh BIMSHUE Ha 310POBbE 00CIeyeMOro. YMEHBIIUTh KOIMYECTBO
CITy4aifHO TOJTy4EeHHBIX PE3YJIbTaTOB H COKPATUTh 00bEM NPOM3BOIUMBIX JAHHBIX
BO3MOXKHO C TIOMOLIBIO HCIIOJIb30BaHMA T€HHBIX TTaHeNei, colepKaliX OrpaHMYeHHbBINH
Ha60p reHoB (0T ABYX U 10 100), KoTOpBIE CBSI3aHBI C KOHKPETHBIMHU PEIKUMHU
XPOMOCOMHBIMH OTKIIOHCHUSIMU WiH uX rpu3Hakamu (Rabbani 2016; Firth 2018).
HenocratkoM «maHeseil TeHOBY SIBISIETCS YTEHHE OTPAHUYSHHOTO YHCIIa TEHOB.

Pansb1re, ecr BMecTe ¢ TMarHOCTUPOBAHHOW MYIUTMKALINEH WiH Jeenreii OombIiero
pasMepa BCTpedarach MUKPOIYIDIAKAIINS MITH MUKPOJICIICIIH, OHa MOTJia ObITh HE
BbIsiBJIeHA. [103TOMY €CTh BEPOSITHOCTD, UTO JIFOJIEH C COUETAHUEM AYIUIMKAIUU U
nenenyd 9p Ha caMoM Jiene OoJbIe, YeM HaM W3BECTHO. VICIOoNb30BaHIe TEXHOIOT HH
MUKPOYHITOB ¥ MeTo10B NGS 1mo3BosieT 00HAPYKUBATH OONBINEe KOMHIESCTBO CITYIacB
COYCTAaHUS TYIUINKAINA U IEJICIIH XPOMOCOMBI 9p M TIOMOTaeT B M3Y4CHHUH TaK
Ha3bIBAEMBIX «KPUTUYECKUX 30H» JJIsl IPOSIBICHUS ONPEEICHHBIX TPU3HAKOB, a TAKKE
MIPEOCTABISICT OoJice TOYHBIE NaHHBIC (CM. BaXXHEBI T pa3mMep U pacrioioKCHHE
nymnukanun u penennu?) (Di Bartolo 2012;4 Shi 2017).



Pe3y.]'leaTbl XPpOMOCOMHOI'0O aHAaJ/JIn3a

JI7ist MiHTEepIpEeTaIi MOTYICHHBIX PE3YJIbTATOB 005A3aTEIFHO HY)XHO ITOCETUTh Bpaya —
TeHETHKa WM TeHETHYECKOTO KOHCYIbTaHTa, KOTOPbIE CMOTYT MOIpOOHEee paccKka3aTh
BaM O T¢HaX, a Takke 00 YABOCHHOM U yTPauyeHHOM T'€HETHYEeCKOM Matepuaie. Bam
MPENOCTaBSIT Pe3yJbTAaThl TECTA, KOTOPBIN MOKaXET, B KAKOM 00beMe IeHeTHYCSCKHUI
Martepuai; XpoMOCOMBI 9 ObLI TyOIHPOBaH U yTpayeH.

B 3aBHCHMOCTH OT pe3ylIbTaTOB MPOBEICHHOTO TECTa KAPHOTHIT BaIlIero pebeHKa ¢
COUYCTaHHEM JYIUTHKAIUK 9P U JENEIUH MOKET BBITJISAACTD CICAYIONIMM 00pa3oM:

46,XY,der(9)del(9)(p22)dup(9)(p12p22)

DTOT pe3ynbTaT NOKa3bIBAET, YTO ObIII0 00HAPYKEHO 0)KHAAEMOE KOJIIMYECTBO XPOMOCOM
(46). Pe3ynbTaT TakKe CBUICTENBCTBYET O HATMYAU X B Y XPOMOCOM, CIICIOBATEIBHO,
HOCHTENb TeHETHUECKOTr0 MaTepHaia — IPeACTaBUTEb MYXKCKOro nona. B ciydae
JICpUBATHBHOM XpoMocoMbI (der) HaOoaaeTcst boee 0HOM MePeCTPOKU B XPOMOCOME
9 (9). Del (9) o3nauaer aenenuo XpoMocoMbl 9. (p22) 03HavaeT yTpaueHHbIH y9acTOK B
KOpPOTKOM IuTeue XxpoMocoMbl. Dup (9) o3Havaer, 4to B 9 XpoMocoMe TakKe UMEeTCs
yIBOGHHE y4acTKa XpoMocoMbl. (p12p22) moka3piBaeT, Kakue y4acTKH XPOMOCOMBI
yaBOEHbI. B 1aHHOM citydae, TyOJIMpoBaH y4acTOK KOPOTKOTO IjIeda XpOMOCOMBI OT
0sH1a p12 1o 69Ha p22. Takum 06pa3oM, y 4eloBeKa IPUCYTCTBYIOT AYIUIMKALUS U
JIENIeIrsi XpOMOCOMBI 9p.

arr 9p24.3p23(203861_10579116)x1, 9p23(10579116_12914472)x3 [hg19] dn

DTOT pe3ynbTaT MOKa3bIBAET, YTO OBUI IPOBEAEH XPOMOCOMHBIH MUKPOMATPHUYHBIHA
ananu3 (XMA) 1 0610 OOHAPYXKEHO JIBE CTPYKTYpHbIe anoMaiuu. OiHa U3 HUX
3arparuBaet 09HbI OT 9p24.3 1o p23, a taxxe JJHK mexny napamu ocHoBanmii 203861
n 10579116 (10,375,305 nap ocnoBanuii, nnu 10.38 M6). (x1) yka3biBaeT Ha TO, 4TO HE
XBaTaeT OJHOW KOIHMH I'eHeTHYECKOro Matepuana (00b4HO uX aBe). Takum obpazom,
peus uzaeT o nenenuu. Bropas aHoManus 3aTparuBaeT y4acToK XpoMOCOMEI 9 p23 u
JHK mexnxy napamu ocHoBauui 10579116 u 12914472 (2,335,356 map ocHOBaHUMA, WIx
2.34 M0). (x3) cBHIETENHCTBYET O HAIMYUH JIOMOIHUTEILHON KOMUU TeHETHYECKOTO
MaTepHaja Win Jylnkanuy. TakuM oOpa3oM, y denoBeka IPUCYTCTBYIOT KaK AeNenus,
TaK ¥ QyIUTHKALUs XpoMocoMbl 9p. hg19 ykasbiBaeT Ha T, Kakas cOOpKa reHoma
YeJIoBeKa MCIIONIb30BaIachk P MpoBeAeHNH aHanmn3a (cM. COOpku reHoma (CHHee
none)). Jdyrmkanus umeer cratyc dn wim de novo (¢ JIATHHCKOTO - «C CaMoro
Havajay). DTO 03HAYaeT, YTO M0J00HOe N3MEHEHHE MPOM30IILIO BIIEPBHIE; IPH
HCCIIeI0OBAaHUH KapUOTUIIa POAMTENeil He ObLIO OOHAPYKEHO ITYIUTHKAIIMU WU JPYTUX
XPOMOCOMHBIX [IEPECTPOEK B XpoMocome 9p.

Mos 46,XX,del(9)(p22.3)dup(9)(p11p22.3)[18]/46,XX,del(9)(p22.3)[12]

Mozaummsm (cM. Mo3auimaMm) yKka3bsiBaeT Ha HAJIMYKE B KJIETKaX Pa3sHOro 4ucia
XPOMOCOM HJIM M3MEHEHHOT'0 TOpsi/ika UX pacronoxeHus. CorflacHO 3TOH 3alucH, y
pebenka ObLT 00HAPYKEH CTaHAAPTHEIA HAOop XpoMocoMm (46), mon xeHcknit (XX). B
xoze oOcrenoBaHus ObIT IPOM3BEIET aHATTN3 MaTepraia U3 TPUALATH KieTok. B 18 [18]
KJIeTKax Obutn oOHapyxeHs! genenus (del) 9 xpomocomer (9), BKIodas yaactok p.22.3
(22.3), n mymumakanus (dup) 9 xpomocomsl (9), Bkirrodast yaactku ot pll mo p22.3
(p11p22.3). CnenoBaTenbHO, B 3THX KJIETKAX MIPUCYTCTBYIOT JETEHUS U AYTUTHKALHS
xpomocomsl 9p. 12 [12] kireTok mokasainu sxeHcknit kapuotun (46,XX), oHaKO aHAIH3
TakKe mokaszan fgenernmto 9 xpomocomsl (del(9)), Bkmrodas yaactok (p.22.3). Takum
00pa3oM, y 4eroBeKka HaOJII01aeTCsl COYETaHNEe MYIUTUKAINH 1 1SN XPOMOCOMBI 9p
B OJJHUX KJIETKaX, M TOJIBKO AENEIHS XPOMOCOMBI 9p B APYTHX.



Mo3zannusm

Y HeKOTOpI)IX JIIOI[eﬁ KJICTKH, coaepmamne XpOMOCOMHBIﬁ MaTepI/IaJ'I C I[yHHHKaHHeﬁ nu
ﬂeneuneﬁ XpOMOCOMBI 9p, CyHIeCTByIOT r[apanneJH,Ho C I[pyFI/IMI/I KJICTKaMH, O6J'IaILaIOIIII/IMI/I
HOpMaHBHBIﬁ Ha6op XpOMOCOM 158 HOpMaJ’II)HOG pacnonoxceHI/Ie XpOMOCOMHOFO MaTepHana.
B I[pyFI/IX KJICTKAaX MOXKET BCTpeLIaTI)CH TOJIBKO ﬂyHJ'II/IKaIII/IH HJIN )K€ TOJIBKO ACJICHUA
y4acCTKa, pacClioIO)KCHHOI'O Ha KOPOTKOM IJICUC XPOMOCOMBI - 9p 70 sBJIEHUE

Ha3bIBaCTCA MO3aHuIIU3M, KOTOpLIﬁ, KakK HpaBI/IJ'IO, BO3HHKACT I10CJIC OHJ'IOZ[OTBOpeHI/IH.

Coopku renoma

B 2003 roay 0bU10 OOBSIBICHO O 3aBEPLICHHH MEXIYHAPOJHOTO MPOeKTa «[ €HOM YeTIoBeKay, rIaBHON
LETBI0 KOTOPOro OBLIO pacuIn(poBKa IOCIEIOBATENFHOCTH IEHOMA YEIOBEKA U KapThl TEHOB.

Tem He MeHee, aHaJIN3 HEKOTOPBIX YYaCTKOB HE ObLT 3aBEPILCH JI0 KOHIA, U YYEHbIE POTODKAIOT
HCCIICIOBaHMS, BOCIIONHSS IPO0ETbl Ha KapTe TeHOB. [1py mosBieHNN HOBOM HH(OpManim o
TEHOMHOH IT0CIIeI0BATeIBHOCTH HyMEPAIHs [Iap OCHOBAHUH XPOMOCOM, a, CJICIOBATEIEHO, TCHOB 1
JIYTUTHKALANA MEHSIETCS.

Kasxyro HOBYIO BEpPCHIO FeHOMAa OOBIYHO HA3BIBAIOT COOpKOI. HOBEIE COOpKY reHOMa IyOIHKYIOTCS
Ka)kJIble HECKOJIBKO JieT. [IpencraBiieHHas reHeTHYecKas nH(OpMaIys OCHOBaHA Ha CaMOM MOCIIeTHEH
Ha MOMEHT IIPOBEICHHMS HCCIeOBaHMs cOOpKe reHoMa yenoBeka (Genome Reference Consortium
(GRC) human (h)). Takum o6pa3om, mociemoBateapHocTh JJHK o6o3Ha4uaercs kak hgl9 (B
pe3yJibTaTax reHeTHYECKOro 00CIeI0BaH s OHA TAKXKe MOXKET ObITh 3anucana kak GRCh37), To ecth
IEHOM YeJIOBeKa, KOTOpbIi mosiBuiics B 2009 romy, wiun hg 18 — reHoM yenioBeka, MOsIBUBIINICS B
2006 roxy. Yem MeHbIe MOPSAKOBBIH HOMep hg, TeM paHbliie ObuIa BbimylieHa coopka. HoBefimas Ha
JIAaHHBIF MOMEHT cOopka nosiBiiachk B 2014 r. u moiyuria HazBanne GRCh38/hg38.

Kak yacTo BcTpeuaercs coueTanue IyIVIMKANNH U JeJIelnu
Xxpomocombl 9p?

OtBeTHTh Ha IAaHHBIN BOIPOC CIOKHO, HO (hoHay Unique U3BECTHO, YTO B MEJULIMHCKON
JUTEPAType OMUCAHO KAaK MUHUMYM 16 ciiydaeB coueTaHusl NyIUIMKALUK U JeNelMd Ha
XpoMocoMe 9 IpH OTCYTCTBUH APYTHX PEIKHX XPOMOCOMHBIX OTKJIOHeHUH. bonee Toro, B
JeHCTBUTEIBHOCTH CITy4an JaHHOTO XPOMOCOMHOI'O OTKJIIOHEHHS 00Jiee paclpOCTPaHEHHI,
OJIHAKO ATHU CIy4au KO0 He onmucaHbl, 1100 He nuarHoctupoBanbl (Teebi 1993; Muroya
2000; Krepischi-Santos 2003; Faas 2007; Hauge 2008; Swinkels 2008; Hulick 2009; Jelin
2010; Al Achkar 2010; Chen 2011; Di Bartolo 2012; Neira 2012; Recalcati 2012;
Kowalczyk 2013; Schlade-Bartusiak 2013; Pedurupillay 2014).

B 2017 rony B rpymme Unique cocrosuio 15 denoBek, y KOTOPIX ObLIIO 00HAPYKEHO
codeTaHMe TyIUIMKANHU U AeJeny Ha XpoMocoMe 9p. MBI oueHb OiaronapHsl 9 ceMbsim,
COTTIACHBIITUMCSI IIPUHATH ydacTue B uccuenosannu Unique B 2017 romy, a Takxke TeMm,
YbU JAHHBIE HCITOJIb30BAIMCH IPH HAITUCAHUH 3TOH GPOIIIOPEL

IMouemy 3T0 Mpou3onLio?

XPpOMOCOMHBIE OTKJIOHEHHUS MOT'YT BOSHUKHYTH JIHOO B PE3yNbTaTe NePeCTPOeK B
POIUTENHCKIX XPOMOCOMAX TIPH 3a4aThH, TN00 BIepBbIe (de novo). Bo BTOpoM cirydae
peOEHOK ¢ XpOMOCOMHBIM OTKJIOHEHHEM SIBIISIETCS TIEPBBIM YWICHOM CEMBH C XPOMOCOMHOM
aHOMaJHei.

YroOBI BBLSICHUTH PUYMHY HAINYHUS y peOCHKa PEIKOr0 XpOMOCOMHOT'O OTKIIOHEHHS, B
NIEPBYIO OYepelb HEOOXOMUMO IPOBECTH I'eHETHIECKHUI aHaIM3 KPOBU POTUTEIICH.
CornacHO MeTMIIMHCKOM JuTeparype u ceeaeHnsM Unique, B OOJBIIMHCTBE CIyYaeB y
00oux poauTeneil oKaKyercs HOpMalbHbBIH XpOMOCOMHBIH Habop (kapuortui) (Neira 2012;
Unique). CnenoBatensHO, AYIUIMKALIUS 1 IENEIHS XPOMOCOMBI 9p BO3HHUKAIOT B PE3yibTaTe
OLIMOKH B CIIOXHOM Tporiecce perutukaiyy (komupoanus) nerm JJHK npu ¢popmupoBannm
POANTENBCKUX CHEPMATO30M/a WIN SINIIEKIIeTKN. Takue ciydan TeHeTHKH 0003HaYaroT
TEpPMHUHOM «de novoy (dn), moxpasymeBas, 4To AYIUIMKALUS 1 JACJICINS BO3HUKIIN BIIEPBEIE,
a He ObIIM yHACJIEI0BAHBI PEOSHKOM OT POAUTENCH.
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Ho He3aBUCHMO OT TOTO, SIBIISIOTCS JIU TYIUTHKALUS U JENEIHs YHACTESIOBAHHBIMU HIIH
de novo, XpOMOCOMHBIE TIEPECTPONHKH BCTPEUAIOTCSI Y ICTEil BO BCEM MHUPE HE3aBUCHMO
OT MX MPOUCXOKACHHS. Takue n3MEHEHHs POUCXOJISIT €CTECTBEHHBIM IyTEM: OHU
BCTPEUAIOTCS TAKXKE CPEIM PACTCHUM U )KUBOTHBIX. HeT HUKaKuX OCHOBaHMI Moiarath,
410 00pa3 )KU3HU U AEHCTBHS POJUTENEH /10, BO BPEMs WITH TIOCJIE 3a4aTusl BIMSIOT Ha
BO3HUKHOBEHHE JYIUTAKAIIMH WIH JETCIHH.

Jannble, nomydeHHsle oT 9 cemeit n3 rpymmsl Unique, NPUHSBIINX y4acTHE B
uccienoanuy B 2017 roxy, ykas3pIBaloT Ha TO, YTO MOAABIISOLIEE OOIBIIMHCTBO
CIIy4aeB COueTaHUS NYIUIMKALUU U JIeJIeIMU XPOMOCOMBI 9p umeer craryc de novo. B 6
n3 9 cirydaeB XpOMOCOMHasl IEPECTPOKKa IIPOU3OILIA BIEPBBIE, OJHA CEMBbs 0TKa3aJIach
MIPOWTH UCCIIEOBAaHKE, B IPYTOH CEMbE POIIUTENH HE OBUTH YBEPEHBI, a B TIOCIIETHEH
ceMbe y MaTepH Obuia oOOHapy)keHa He3HAYUTENbHAs TYTUTHKAIHSL.

Auaruos

JlaHHOE XpPOMOCOMHOE OTKJIOHEHUE MOXKET OBITh AUATHOCTUPOBAHO B JTI0OOM BO3pAcCTe.
CornacHO UMEIOIMMCS JaHHBIM, OOIBIIMHCTBY WwieHOB Unique quarHo3 ObUI IOCTaBlIEH
NpU POXKJCHUH WK B TEUSHHUE MEPBOro rojia ®u3Hu. Kak npaBuiio, o0cieqoBaHue
IPOBOAMIIOCH IO IPUYMHE IPOOJIEM CO 30pPOBbEM, BO3HUKIINMU HETIOCPEICTBEHHO
HIOCJIE POXKJICHUSI, 3aJICPIKKON B Pa3BUTUH WK «IUCMOPPUUECKAMID (CHIEUPUIHBIMU)
YepTaMu JIHIA.

OpnHoit feBoUKe ¢ coueTaHueM Ayrukanuu 9p23p24.1 u neneunu 9p24.1p24.3
XpOMOCOMBI 9p nraruo3 ObLT OCTaBIIeH TOJILKO B Bo3pacte 10 ser. OiHako 3TOT ciyyaid
SIBIISIETCS CKOpee HCKIoueHneM. CTOUT OTMETHTbh, YTO, B OTJIMYHUE OT JIPYTUX YICHOB
Unique ¢ gyniukaiyeil B Tak Ha3bIBaEMbIX «KPUTHUECKUX 00IACTAX», IPH CUHAPOME
JOYTIUKALUE XPOMOCOMBI 9p IyIITHUKaLus HAXOJUTCSI BHE «KPUTHUECKHX oOJacTeil»,
XOT# Y IEBOYKH BCE PaBHO HAOIIONAINCH IPU3HAKY JAHHOTO CHHApoMa. Jlenenus Taxxe
pacrono)xeHa BHE IpeAIoaraeMoi «KpUTHYeCKor obnacti» 9p22.2p23 s HaamIust
MIPU3HAKOB CUHJIPOMA JETIELHH XPOMOCOMBI 9P, OJHAKO TaKasi CUTYyallUs XapaKTepHa
OoJee yeM JUIs IOJIOBHHEI WwieHoB Unique ¢ coueTaHneM AYIUIMKALUK 1 AeNeIUH
xpomocomsl 9p (Cm. MimeroT i 3HaUeHue pa3Mep U PaclioOXKeHNe TYIUIHKAUN U
nenenun?).

Unique He pacnonaraer HCYEPIIBIBAIOIINMH JaHHBIMH, OJJHAKO, 10 TTOJCYETaM,
coYeTaHue TYIUTUKAIUU U ASJIEIM XPOMOCOMBI 9p dallle BCTPeJaeTcs y IeBO4EK: B
rpymme Unique cocTosT 9 1eBodeK u 6 MaTbuHUKOB C TAKHAM XPOMOCOMHBIM
OTKJIOHEHHEM, a B MEANIIMHCKON JTUTEpaType onucansl ciydan 10 nesouek u 5
MaJIbIHUKOB.

[11 ~
Hamrero cbiHa HanpaBuiu Ha 0OCIIEIOBAHKE CITYCTs apy JHEH Mociie poXk/IeHN,
MIOTOMY YTO €r0 OIeHKa IO IKajie Anrap paBHUUCH 3 [u3 10]. Jlmarao3 momor B
OTPE/ICIICHNH TAbHEHIIIEro JICUSHH S, TaK KaK y Hero ObIII0 MHOTO ITPOOJIeM co
1L
3/I0POBBEM B MIIQZICHIECTBE ~, — Ayrumukanms 9pl3.1p23/generust 9p23p24.3

MoskeT JiM 3TO MPOU30MTH CHOBA?

BeposTHOCTD pOKIIEHHS eIIe OJHOTO peOCHKa C COUCTaHHEM AYIUTUKAINN U NS CITIH
XPOMOCOMBI 9p 3aBHCHT OT pe3yAbTaTOB XPOMOCOMHOI'0 aHann3a ponutenei. Ecmu B
pe3yabpTaTe aHajin3a 'y pO)IPITeJ'Ieﬁ He OBLIO 06Hapy>I<eH0 XPOMOCOMHBIX aHOMaJ'IPIfI, TO
BEPOATHOCTH ITOBTOPHOI'O POXIACHUA p€6€HKa C HO}IO6HBIM XpOMOCOMHBIM
OTKJIOHCHHEM HE BBIIIC, YEM B JII000I ,Z[pyl"Oﬁ cembe. Eciy ske aHaJIn3 BBISIBUII
HCpCCTpOﬁKy B POAUTEIBCKUX XPOMOCOMaAxX, TOraa 3Ta BEPpOATHOCTh TOpa3ao BHIIIE.
CI/ITyaIlI/IH B Ka)K,Z[OP'I CEMbE MHANBHUAYAJIbHA, IIO3TOMY POAUTEIISAM CIECAYET O6paTI/ITLC$I K
Bpauy - TEHETHKY WM KOHCYJIbTAHTY 110 TEeHETHYECKUM BOIPOCaM U OOCYINTh

BO3MOXKHBIC PUCKHU.
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(ITpumeuanwue: B ncenenoBannsax Unique ydacTBOBaIN IBOE JIE€TEH OT OJJHUX POIUTENEH.
B xoze reneTuueckoro Tecta y HUX ObLIO OOHAPYXEHO OIMHAKOBOE COUETaHUE
nymukanun 9p21.3p24.2 u penermu 9p21.3p21.3. O6a reHeTHYECKUX OTKIIOHEHHS UMEIH
cTartyc de novo (T.e. IPOU3OILIN BIEPBHIE), TAK KaK IMOJOOHBIE H3MEHEHNUS HE ObLIN
BBISBJIEHBI y poauTeneil. ['eHeTHK, KOTOpbIi cpaBHUBA OBTOPHOE MOSABIEHUE 3TOrO
XPOMOCOMHOT'0 OTKJIOHEHHS Y ITOCNIENYIOIIero peOeHKa ¢ «MOJIHHEH, KOTopas HUKOIja He
yaapsieT B OIHO MECTO JIBAXK/Ib», HE MOXKET OOBSICHUTH JaHHBIA ()EHOMEH. )

IIpu3Haku coyeTaHus AYIJIMKALMHU U JeJIelMd XPOMOCOMBI Ip
Kamumﬁ YCJIOBCK C COUCTAaHUEM ):[yl'IJ'II/IKaI_II/II/I U aeiaceuun XpOMOCOMLI 9p yHI/IKaJ'IeH.
HpO6J'IeMH (¢10) 3I[OpOBI)eM nu pa?)BI/ITI/ICM OTJIIMYAKTCA HaXKeE y moz[ei/i C OIUHAKOBbBIMHU WUJIN
OYCHb IMOXO0XXUMU XpOMOCOMHI)IMI/I HepeC’I‘pOﬁKaMH (CM. I/IMeIOT JIM 3BHAYCHUC pa3Mep u
pacnono>1<eHI/Ie I[yHJ'H/IKaLII/II/I nu z(eneum/l?). KaK }IyHJ'II/IKaIII/IH, TakK U Aejicuud XpOMOCOMBI
9p obnajaroT XapakTepHBIMH MTpU3HaKaMu. M XOTs pH yIOMSIHYTOM XpPOMOCOMHOM
OTKJIOHCHHUU HpOHBJ’IHIOTCH HpI/I3HaKI/I, CBOﬁCTBeHHLIe KaK st CI/IHJIpOMa JCJICIHMY, TaK U
JUIsL CI/IHZ[pOMa I[yl'[J'H/IKaL[I/II/I, CyI_[IeCTByeT MHO>XXECTBO BapI/IaHTOB nux CO‘leTaHHﬁ, a
HEKOTOpBIE MPU3HAKU U BOBCE SIBJISIOTCS OOIIUMH JUTSI TYIUTUKALUH U JIETIeUH
XpOMOCOMBEI 9p.
OcHOBHBbIE NPOSIBJICHUS TYIJIMKALMA XPOMOCOMBI 9p:
XapaKTepHBIN BHEIIHUN B JIUNA ¥ (hOpMa TOJIOBBI, HAIPUMED, HU3KO MOCAKEHHBIE,
TOpYAaIUe Yy HEOOBIYHOW (hOPMBI; IIMPOKHI HOC C JTYKOBHIIEOOPa3HBIM KOHYHKOM;
LIMPOKO/TIYOOKO OCaKEHHbIE, CKOIICHHbIC KHU3Y, 3aMaBIiie ria3a (MHoraa co
CKJIaJIKaM{ BEPXHET0 BeKa Y BHYTPEHHETO yIiia TJa3a); MaJleHbKOe pacCTOsHHUE
MEXJy HOCOM U BepXHel ry0oii; OyIeHHbIe YrOJIKK I'y0; HU3Kas JIMHUS pOCTa BOJIOC;
KOpOTKas, IIUPOKas, B HEKOTOPBIX CIIy4asx KPbUIOBHIHAS IIEs

olpe/ieNICHHas CTETICHb 3aJEPKKH B Pa3BUTUH
TPYAHOCTH B 00Y4EHUH, KaK yMEPEHHbIE, TaK U Cephe3HbIC

3aJIepXKKa peYeBOro U SI3BIKOBOTO Pa3BUTHS

3aJiepiKKa pocTa, OOBIYHO HEOObIIAs

AHOMAJIUU KUCTEU U CTOI

3aboseBaHus 3y0OB, B TOM YHCIIE TI03/IHEE IPOPE3bIBAHUE, CKYUEHHOCTh, 3yOHOI
CKpEeXXeT M TOHKas dMajb

HU3KHAN MBIIIEYHBIN TOHYC (THTTOTOHN)

Cpeny MajlbuiKOB PACIIPOCTPAHEHB! HE3HAYNTEIFHbIE aHOMAIHHU PA3BUTHS MOJIOBBIX
OPraHOB M HEOIYIICHNE SHYEK; CPEIH IeBOUCK aHOMAIMH Pa3BUTHS MOJIOBBIX
OPraHOB BCTPEYAIOTCS PEKe

3aropbl
TPYIHOCTU TPH KOPMIICHHH, BKITIOUasi pehIroKe, KOTOPBI 0OBIYHO MPOXOIUT B
paHHEM WU IOUIKOJILHOM BO3pacTe

Jpyrue npusHaku
Crenyromye NpU3HAKKA TAKIKE BCTPEUAIOTCSI Y HEKOTOPBIX JIFO/ICH ¢ Myruinkaimeit 9p:
HCKPUBIICHHE TO3BOHOYHUKA/AHOMAIIMU PA3BUTHSI OITOPHO-/IBUTATEIIBHON CUCTEMbI
TUIIEPMOOUITBHBIE WM, B PEIKUX CIy4asiX, MAJIOMOBHKHbIE CYCTABBI
00JIBPLION TTepeTHHH POTHUYOK (MSTKast 001aCTh Ha MaKyILIKe) Y MIIaJeHIICB, KOTOPBIHA
TI03/THO 3aKpPBIBACTCS
KocoJarocTs (aehopMHpOBaHHASI CTONA) MIIM UCKPHUBIICHHE HOT TIOA HEOOBIYHBIM YIIIOM
OIU30PYKOCTH W/WITH CTPaOu3M
9KCCYATUBHBIN CPEAHUI OTUT/YacThle YIIHbIE HH(EKINH, KOTOPbIE OOBIYHO IPOXOIST
B JICTCTBE 8



BBICOKOE Y3KO€ He0O, pexe — paclieryieHHast rydoa wiv HeOo (BOTYbs acTh)
CYIOpOKHBIN CUHIIPOM

YaCThIe PECIUPATOPHBIC HH(EKIMN B MIIAICHYCCTBE U PAHHEM BO3pacTe
3a00JeBaHUs Ceplilia, KOTOPbIe OOBIYHO TIPOXOAST €CTECTBEHHBIM 00pa3oM
AQHOMAJTHX MO3Ta

UIMPOKUHA CTIEKTP JAPYTUX CHECU(DUYHBIX MPU3HAKOB ObLT MONYYEH U3 MEAUIIMHCKON
JITEPATYPBI M OT YIaCTHUKOB rpymmsl Unique.

(Fujimoto 1998; Schinzel 2001; Bonaglia 2002; de Pater 2002; Zou 2009; Amasdl 2012;

Guilherme 2014; Stagi 2014; Brar 2017; Unique).

OcHOBHBIEC IPU3HAKH, XapaKTepHbIe I JI0Aeil ¢ Aenenunei Ip:
xapakTtepHasi (hopMa roJoBbI U JTHIebI(Pe 0COOCHHOCTH, HATIPHMED: IHPOKO
MOCaXKEHHBIE MOHTOJIOMIHBIE TJ1a3a CO CKIIAJIKAaMH KOXKH Yy BHYTPEHHUX YTOJKOB
ria3; 00JbIIOe PACCTOSHIE MEXY HOCOM U BepXHel ry0oi; Hemopa3BUThIC BEPXHIS
YENIOCTh, CKYITBI M TJIa3HUIIB; TIOCKAs! IEPEHOCHIIA M BBIBEPHYTHIC HAPYKY HO3IPH;
MaJIEHbKUH poT; MaﬂeHBKaﬂ/HeﬂOpaSBI/ITaH HHWXXHSS YCJIFOCTh, HU3KO
PAacIIONOKEHHBIE YIIIU HETHITUYHON (POPMBI
TpuroHonedanus (KUIEBUIHbIH 7100) Wi HeOONbIIOW TpedeHb Ha JIOY; IUIOCKHUH
3aTHUIOK (33 HSIS YaCTh TOJIOBBI)

HeOoJbIIas 331epXKKa B Pa3BUTHH

TPYAHOCTH B 00Y4EHUH, KaK yMEPEHHBIE, TaK U CePbe3HbIE

3aJIepXKKa PeUEBOT0 U SI3BIKOBOTO Pa3BUTHS

3aJiepIKKa pocTa, OObIYHO HEOObIIAs

AHOMAJIMU KUCTER U CTOI

3aboeBaHus 3y0OB, B TOM YHCIIE II03/IHEE IPOPE3bIBAHUE, CKYUEHHOCTh, 3yOHOI
CKpEXXeT M TOHKas SMajb

HU3KUN MBIIIEYHBIN TOHYC (THITOTOHU)

Cpeny MajIbylKOB PACIIPOCTPAHEHBI HEOOIBIINE AHOMAINH TeHUTATNH W
HeoIylIeHHe TMYeK. B HEKOTOPBIX CiTydasx HEBO3MOXKHO OMPENETUTD 10 HIH
MOXeT ObITh peBepcust mmona (y ieTeil ¢ My»KCKUM HaOOpOM IMOJIOBBIX XpoMocoM XY
TeHHUTAJIMH BBITJLIAT, KaK )KEHCKHE). AHOMAJIMH [OJIOBBIX OPTaHOB Y I€BOYEK
BCTPEYAIOTCS pexke

3aI0pbI

TPYAHOCTH IIPH KOPMIICHUH, BKJTIOUYast Pe(IIFOKC, KOTOPBIA OOBIYHO IPOXOAUT B
paHHEM WM JOIIKOJIIBHOM BO3pacTe

Jpyrue npusHaku

Crienyronye Ipu3HaKy TAKKE BCTPEYAIOTCs Y HEKOTOPBIX JroJeH ¢ nernenueit 9p:
WCKPHBIICHHE NTO3BOHOYHHKA/aHOMAIIMH Pa3BHTHS OIIOPHO-BHT ATEIIEHOH CHCTEMBI
THIePMOOMIIEHOCTD CYCTABOB
HHUCTarM (MaTOIIOTHYECKUE IBIKEHUS T1a3)/cTpabm3M (Kocoriiazne)
riIaykoMa
KaTapakTa (MOMYTHEHHE XPYCTaJIHKa)

Y3KHE HIN 3a0JI0KUPOBaHHBIE HOCOBBIE XOMBI

9KCCYAATHBHBIA CPEIHUI OTHUT/YacThIe YITHbIE HHPEKLIIH, KOTOPbIe OOBIYHO
MPOXOJIT B ICTCTBE

BBICOKOE Y3K0€ HeDO, pexe — paclieryieHHast ryoa uim HeOo (BOJTYbs IaCTh)
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YacThle PECIUPATOPHbIE HHPEKIMY B MJIaICHISCTBE U PAHHEM JICTCTBE

cepJieuHasi HeIOCTATOYHOCTh

aHOMAJIMU MO3Ta

CYIOpOKHBIN CUHIIPOM

MTOYEYUHBIN pedITFOKC

rpeDKH (OpraH BBIIAJAET U3 HOPMAIBLHOTO TOJIOMKEHHS)

MyHoYHas rpbbka (KUIIKa WM APYTHe OPTraHbl HAXOSTCS 3a IpeesiaMy OpIOITHOM

MOJIOCTH pebeHKa M3-3a OTBEPCTHS B OOIACTH IYIKA; KAIIEYHHUK TOKPBIT TOIBKO

TOHKHM CJI0EM TKaHEH U JIETKO MPOCMATPHUBAETCS)

THITOMTUTMEHTAINS (CBETIIbIE YIACTKH Ha KOXKE W/HITH BOJIOCAX)

Ype3MepHOe CIITOHOTEYCHUE

MIpeXIeBpEMEHHOE (paHHEe) ITOJI0BOE CO3PEBaHKE

paccrpoiictBa ayrucrudeckoro crnexrpa (PAC)

HapyUIEHHs CHA
(Christ 1999; Kawara 2006; Swinkles 2008; Recalcati 2012; Onesimo 2012;
Giines 2016; Spazzapan 2016; 9pminus.org; Unique)
HNMmeroT 11 3HaUeHHe pa3Mep U PacnoJioKeHue TyIJIMKAIMUA 1
aejenuu?
Bormpoc, Ha KOTOpPBII pOANTETH XOTAT MOAYYUTh OTBET Yaile Beero: «Kakum obpazom
pasMep U pacrojoKeHHe TyIUIMKAIMU | ACICUH ONPEIENIIOT 0COOEHHOCTH MOETro
pebenka?y. BbIsSICHUIIOCH, YTO OCOOEHHOCTH MPOSIBIISIIOTCS [T0-PAa3HOMY Y KaXKJI0r0
peOeHKa U He BCeria 3aBUCAT OT pa3Mepa HiIH PACIION0KEHHS TYIUIUKALMH U JIEJICLIUH.
Cuwnraercs, 4TO KOJINYECTBO M JIOKAJIH3alUsI FTeHETUYECKUX M3MEHEHHUIT BIHSIOT Ha
CTENEHb U TSKECTh OTKIOHEHUH. TO eCTh JII01 C HE3HAUNTENIbHBIMU AYIUIMKALUEH U
Jeieruell IMEIOT MEeHbIIIee KOJIMUECTBO OTKJIOHCHUH, a IYTUTUKALUS U eSS
OIpe/IeJIeHHBIX YYaCTKOB BCEr/a MPOSIBISIETCs XapakTepHbIM oOpa3oM. Ho takoe
MIPE/NOIOKEHHE SIBIISIETCS CIUIIKOM OonbimM yrpoineHueM (Bonaglia 2002;
Hauge 2008; Zou 2009; Abu-Amero 2010; Jelin 2010; Bouhjar 2011; Di Bartolo 2012;
Pedurupillay 2014; Brar 2017).

MBI TOYHO 3HaeM, YTO IPOSBIECHUS XPOMOCOMHBIX U3MEHEHUH 3HAUUTENBHO
OTJIMYAIOTCS APYT OT APYTa M 3aBUCAT OT KOHKPETHOTO yJacTKa XpOMOCOMEI 9p, T1e
HAOIIOAAeTCs JeNeus U AYTUTHKAIHS: eCIIU 3TO TyIUTHKanus jJokyca 9pl1.2 —pl3.1,
TO OHA HE HECET 3HAYUTENBHBIX TOCIEACTBUI I pa3BUTHs. TeM He MeHee, fenenus
yaactka 9pl12 — 9p13 cBszaHa ¢ paaoM 0COOEHHOCTEH, KOTOPBIE BKITIOUAIOT B ce0s
3a/IepKKy Pa3BUTHA YMEPEHHOH CTeNeHH, TpyaHocTH pu kopmuteHnn, C/IBIT, Tpemop
pyk u 3y0Ho# ckpexer (Calabrese 1994; Giltay 1994; Eshel 2002; di Giacomo 2004;
Niemi 2012; Crone 2016).

Kpurnuyeckn BaskHble y4acTKH AYILIHKAIMH 9p

Panee npenmonaraiock, 4To «KpUTHIECKas 00JIaCThy VIS TOSIBICHUS XapaKTEPHBIX
MIPU3HAKOB AYIUIHKAINA 9p pacronaraercs B CErMEHTE pa3MepoM IpumepHo 6 MO, 9to
COCTaBJISICT IECTh MIJTMOHOB NIap OCHOBAHHUU HIIM «CTYICHEI BUHTOBOI JIGCTHHILIBI
JHK, mexay 9p22.1 u 9p23, To ecTb MeX 1y TOUKaMH (MHUKpPOCATEIITUTHBIMA
mapkepamu) D9S267 u D9S162 (McGuire 2000). Cunraercs, 9To y JrO/IeH ¢
JyIUTHKalUed, He 3aTparkBaromel TOT CerMEHT, He OyIeT KaKHX-THOO0 CIeu(pHISCKIX
MPU3HAKOB.
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HpennonaraeMble BO3MO’KHbBI€ KPUTHYE€CKHE 00J1acTH AJisi CHHAPOMOB
AYIUVIMKAIUU U 1eJIeNUA 9p

mmm [Ipennonaraemast KpHTHIECKAs 0OIACTE [JI BO3SHHKHOBEHHS
TpyZHOCTEH B 00y4eHHn (IyIUTUKanuu 9p)

mmm [Ipeamonaraemasi KpuTHUECKas 00JIaCTh JII BOSHUKHOBEHUS
XapaKTEePHBIX YEPEITHO-JMIEBBIX PU3HAKOB (IyILIHKANK 9p)

mmm [Ipenmonaraemas kpuTHdecKas 00IaCTh AN BOSHUKHOBEHHS PEUEBOL/
SI3BIKOBOM 3aI€PXKKH (Ayrummkanuu 9p)

[Ipennonaraemast KpUTHIECKAast 00JIACTH [T BOSHUKHOBCHHS CHHIIPOMA
neneuuu 9p

[Ipennonaraemast kpuTuueckast 00JIacTh UIst O0Jee AUCTATBHBIX JIENeUi
(menerum 9p)

[Ipennonaraemast KpUTHIECKAst 00JIACTH [T BO3SHUKHOBCHHS HAPYIICHUN
B muddepenpmanuu nona (aeneruu 9p)

IIpennonaraemas KpuTHdeckast 00JIaCTh JUIs BOSHUKHOBEHHUS
paccTpoiCTBA AyTUCTHYECKOTO CIIeKTpa (aenermu 9p)

—— geez M M
= 9p4 2
= g4l
| b
— o223 II
= 9pz 2
g o 95%21
= o213 I
= 9p21 2
g_= gp21l
= 9p133
— gﬁaz
= 9p131
2= o012
== 95'%11

Ha maHHBII MOMEHT HccIe10BaTEeN PEIPUHIMAIIH MOMBITKH ONPEeNUTh Oolee
TOYHBIE TPAHHULBI KKPUTHIECKUX 00IACTEi» ISl KOHKPETHBIX PH3HAKOB, B CBS3H C YEM
OBLJIO CIeNaHO NPENOJIOKEHUE, YTO TPYAHOCTH B O0YUCHUH ONPEIEIISIOTCS CErMEHTOM
pasmepom 2,6 M0 Ha ygactke 9p22.3p23, peueBas/sI3BIKOBas 3a/IePIKKAa — CETMEHTOM
4,9 M0 Ha yuactke 9p21.2p21.3, xapakTepHbIe YepeTHbIe U JIUIICBBIC TIPU3HAKU — Ha
yaactke 9p22.1p22.3. Tlo mpenBapUTeNbHBIM JaHHBIM, 00JIACTh, KPUTHIHAS JIJIS
BO3HUKHOBEHUS aHOMaJMii Heba, HaxoauTcs B npenenax p22.1p22.2 (Haddad 1996;
Fujimoto 1998; Bonaglia 2002, de Pater 2002; Zou 2009; Abu-Amero 2010; Brar 2017).

CornacHO HEKOTOPBIM CBEJEHUSIM M3 MEJULIMHCKON JINTEPATyphl U HH(POPMAIIHH,
noydeHHoi ot cemerr Unique, pa3mep ¥ pacrioiaokeHHe TYTIIUKAINN CBSI3aHO C
HaJIMYMEM TeX WU MHBIX NPU3HAKOB U CTENEHBIO UX MPOsIBICHUS. TeM He MeHee, Cpeau
yuactHHKOB Unique 3Ta cBS3b HE BCETIa MpOCiIeXuBaeTcs. B To BpeMs Kak y IByX
JIeTeH ¢ TyITMKanyeil Bcero mieda XpoMOoCcOMbI 9p HaOMOAaINCh YMEpEHHBIE
TPYIHOCTH B OOY4YECHUH, Y AETeH C MEHBLINMH TYIUTMKALMSIMHE ObUTH 0OHAapY>KEHbI Ooiee
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cepbe3HbIe podeMbl. Harmprumep, y I€BOYKH ¢ IMCTAIBHOM TyTUTMKAIMei Ha
MaJIeHbKOM yudacTke 9p24.1p24.3 nposBiIsiIncs, MHOTOYNCICHHBIE TPU3HAKY CHHApOMA
JOYIUTMKAIUK 9p: CylOpPOKHBIN CHHIPOM, CTpaOK3M, aHOMAIIMH MO3Ta, TPYIXHOCTH TPH
KOpMJICHUH, THIIOTOHHMS, 33/IepXKKa B Pa3BUTHH, ClIa00 BEIPaKEHHBIE TPYIHOCTH B
0o0y4eHUH U 3aJiep>KKa pedeBoro pa3Butus. C Apyroil CTOpOHBI, Y MYKUHHBI C
IOyIMKanuen ygactka 9p24.1 nabmronanoch HeOOJIBIIOE KOINIECTBO Cl1ab0
BBIPa)KEHHBIX OCOOCHHOCTEH, YTO HE MOMENIAI0 EMY OTCITYXKUTh B @DMHU M CMEHUTb
HECKOJIBKO PaboYHX MECT.

UiieHsl ceMelt ¢ OJJHON U TOM ke JYIUTMKAIMEd MOT'yT UMETh 3HAaYUMbIE Pa3Indusl B
CTETICHU TPOSBIICHUS €€ IPU3HAKOB. Y OpaTa U CECTPHI C YHACIICAOBAHHOM 110 OTIIOBCKOM
JIUHAW TyTUTHKAIMen ydactka 9p22.3p24.1 Obl10 00HAPYKEHO HECKOIBKO CXOXKUX
MIPU3HAKOB, HO OBLIM M 3HAYMMBIC PA3IHUus. A y UX OTI[A, TUATHO3 KOTOPOMY OBLIT
noctasieH nocie 40 ner, Oblja BHISIBIEHA peueBast 3aJIep>KKa U TPYIHOCTH 00y4eHHs B
IKOJIE.

Y moero cblHa U JouepH Takas xe Jymmkanus 9p22.3p24.1, kak u y ux orual.
B 4eM-TO OHU TIOX0KH, HO MHOTHE YEePThI TP OJHON M TOM )K€ TYITUKAIUU CUIIBHO
pasHATCS *, — MaTh IBOMX JIETeH ¢ «HeGONMbIIOi TyrmKanumeii 9p22.3p24. 1

Kputnyecku BakHble y4aCTKH Aesienui 9p

[Topoii ObIBaeT OYeHb HACHTUPUIMPOBATH KPUTHUECKYIO 00J1aCTh WIIM 00JIACTH, TOTEPs
KOTOPLBIX ITPpU ACTICHHUU IPUBOJUT K IMOABJICHUIO ITPU3HAKOB, XapaKTEPHBIX AJIsA CHHAPpOMA
neneuun 9p. OHU rpyNIIbl KCCIeIoBaTeel Cy3HIH MOTEHIMATLHO KPUTHYHYIO 00J1acTh
110 Auamna3oHa 9p22p23, KOTOPEIi, 1O MPEIIOKEHUIO OTHON U3 UCCIIEI0BATEIbCKUX
rpymiL, Mor Obl B JiajibHEMIIIEM ObITh YMEHBIIIEH 10 pa3Mepa 0,3 MO Ha yyactke 9p22.3.
Jlpyrue uccienoBaTeny CYUTAIOT, YTO KPUTHYECKast 007aCTh PAcIoNoXeHa Ha KOHIE 9p
U COAEPXKHUT I'eHbl, KOTOPBIE ¢ OOJIBIION BEPOATHOCTHIO IPUBOAAT K HPOSBIICHUIO
MIPU3HAKOB cuHApoMa aenenuu 9p. Kpome Toro, nenerums ygactka 9p24.3 XpoMOCOMBI
MPUCYTCTBOBAJIA U B CIIydasix PEBEPCHH T10JIa M TeHUTAILHBIX aHOMaJINii, KOTOpbIe
WHOT/Ia CBSI3aHBI ¢ AenenusaMu 9p (cM. AHOMaiK TeHUTAJIHIT), B TO BpeMsI KaK T'eHEI,
CBSI3aHHBIE C paccTpoiicTBOM ayTuctudeckoro crnekrpa (PAC), kak nmpenmnonararot,
pacmonoxxeHs! Ha ygactke 9p24 (cm. CiaoXkHOE IOBEICHHUE).

Kak u ¢ mymnukanusmu 9p, cBS3b MEXIy pa3MepoM U JIOKaTu3aIen aeixennd 9p u
Ha0JIrofaeMBIMH IPU3HAKAMH HE TaK OYeBHIHA, KaK MOXKHO NPEIIONIOKUTE. Y JieTeld ¢
OJIMHAKOBBIMH JIETIELMSAMH MOT'YT OBITh 3HAUMMBbIE Pa3JIMUMsl CTEIICHH U TSDKECTH
npu3HaKoB. Hampumep, Korja uccienoBaTeny CpaBHIIN 12 HCIIBITYEMBIX C COUYETaHHEM
OYIUTKALWHN | JEJIeHHA XPOMOCOMEI 9p, T1e Aenenus BKIoYana yaacTok 9p24.3, ToapKo
Y OJTHOTO U3 HUX OBbUIM OOHApYXeHbI reHuTanbHbie aHomanuu (Veitia 1997; Christ 1999;
Kawara 2006; Faas 2007; Vinci 2007; Hague 2008; Swinkels 2008; Di Bartolo 2012;
Yang 2012; Pedurupillay 2014; Giines 2016; Unique).

Y10 3TO 3HAYMUT AJIsl COYEeTAHUS AYIUIHKAIIUU | JeJICHUN

XpoMocombl 9p?

o naHHBIM MEIMIIMHCKON JIUTEPaTyphl IOKa3aHO, YTO HEBOZMOKHO MPEICKA3aTh, KAKHM
00pa3oM y YesioBeKa C COueTaHWeM JYIUTMKALNN | ISNIeHUH 9p HX pasMep U JIOKaIn3alus
TIOBJIMSIIOT Ha BBIPQKEHHOCTH TEX WIIM MHBIX NTPU3HAKOB, XOTSI OYEBHIHO, YTO 3TO OyneT
KOMOMHAIVS IPU3HAKOB, TaK WM HHAYE CBS3AHHBIX C CHHAPOMAMH JTYTUTHMKALNH 1
nenernyn 9p.

Cpenu cemeii Unique, MpUHUMABIINX ydacTHe B uccienoBanun B 2017 rony, y Tpex
YeJIOBeK, Y KOTOPBIX OblIa BBISIBIICHA JEelis 9p B KpUTHUECKOH 00macTh, ObII0
oOHapyxeHO OoJIbIIe MPU3HAKOB, CBA3aHHBIX C CHHIPOMOM JIEJEUH 9p, 4eM y TeX, y
KOT0 NN HE 3aTparuBay 3Ty 06J1acn>1 ZV Y4aCTHUKOB HCCJIEIOBaHMS HAOJIIO1AINCh



CIIEYIOIINE IPU3HAKA: TPBDKH, HUCTArM, altHOd BO CHE. Y NTBOWX ObLIa BBISIBJICHA
Tpuronomneanmus. J[marao3 omanorene ObUT MOCTABICH TOIBKO IBYM JICTSIM C
JIETISIIMSIMA Ha 3TOM BaYKHOM ydacTke XpoMocombl. CBenenus Unique o HUX
OTPaHUYCHBI, HO U3BECTHO, YTO Y OJTHOTO U3 HUX TaKKe ObLIa TPUTOHOIIC(aITHS.

Y CTaHOBUTH MPUYMHY BO3HUKHOBEHHUSI KOHKPETHOTO MPU3HAKA 0COOEHHO TPY/IHO.

Jles10 B TOM, YTO MHOTHE MPU3HAKH, XapaKTEPHbIE ISl JFOJICH C CHHAPOMAMH JENIEIHU 1
JYIUTMKAIAA XPOMOCOMBI 9p, coBnanaror. Cpeid HUX 3a/IepKKa B Pa3BUTHH,
paccTpoONCTBO UHTEIICKTYaIbHOIO Pa3BUTHS, 3a00JICBaHUS CEP/IIa, CyIO0POXKHbIH
CHHIIPOM, HapyIIEHUs CITyXa, AaHOMAJIMH OIOPHO-ABHIATEIbHON CHCTEMBI M aHOMAJIHH
TeHUTANNH.

B omHOM ciiydae ake MOJHOCTBIO HICHTHUYHBIE JETEIUH U TYIUTHKAIIUH B XPOMOCOME
9p Mo-pa3HOMY MOBJHUSUTH HAa Pa3BUTHE JIBYX CECTEP.

i V Mens ABE T0YCpHU C XPOMOCOMHBIM OTKJIIOHCHUEM — COUCTAHUEM JICIICIIUN U
JIYTUTUKAIKAU XPOMOCOMBI 9p — KOTOpOE, TeM HE MEHee, MPOSBIISICTCS MO-pa3sHOMY. Y
OZ[HOﬁ A0YCpHU MPU3HAKU BBIPAKEHBI OTYETIIMBO, B TO BPEMs KaK y €€ CECTPBI TOJIBKO
nerkast hopma. OJHO U TO K€ XPOMOCOMHOE OTKJIOHEHHE MOXKET MPOSIBIISITHCS CAMbIM
HENpeICKa3yeMbIM 00pa3oM, M B 3TOM ILIaHE KaX/Iblii peOSHOK YHHKajeH , — MaTh
IBOWX nered ¢ ayrumkanueit 9p21.3p24.2/neneuueit 9p21.3p21.3

IToyeMy BapHMaHTOB TaK MHOT0?

Bonpoc, noueMy onnHaKOBbIE WM CXOXKHE COUETaHUS NYTUTMKALUK U AETICLUU
XPOMOCOMBI 9p IPUBOIAT K TAKOMY LIMPOKOMY CHEKTPY IPU3HAKOB, CIIOKEH U HE JI0
KOHIIA U3Y4EH.

DTOMY CyIIECTBYET HECKOIBKO BO3MOXKHBIX OOBSICHEHHI: COBOKYITHOE BO3/ICHCTBHE
OTAETBHBIX U3MeHeHuH B nocnenoBarenbHocTd JJHK Ha pa3HBIX yyacTkax reHOMa;
B3aUMOZCHCTBHE AJICNBHBIX TEHOB; BIMSHUE Ha TEHOM KOIOTHYECKUX (haKTOpPOB, KaK
BHYTPEHHHUX, TaK M BHEIIHNUX. HampumMep, Tak Ha3bIBaeMble «T€HBI-MOIN(PHKATOPED),
pacIoIoXEHHbIE Ha Pa3HbIX yUacTKaxX TeHOMa, BO3JICHCTBYIOT Ha DKCIPECCUIO IPYTHX
T€HOB, CIIOCOOHBIX IOBIHATH Ha BOSHHKHOBEHHE TOTO WM HHOTO MIPU3HAKA.

Jynnukanuu U Jenenuy, IpUBOJSIIIE K yTpaTe Wik MOBTOPEHUIO COCEHUX YJaCTKOB
XpOMOCOMBI, MOT'YT BbI3BATh LIEJIBIN CIIEKTP HE CBSI3aHHBIX MEKAY COOOH MIPHU3HAKOB,
JOTIONHSISL KIIMHUYECKYIO KapTUHY JAaHHOTO PEIKOTO XPOMOCOMHOIO OTKJIOHEHUs. B To
e BpeMsl CXOXKHeE, HO HE3HAUUTEIbHO OTIINYAIONIHECS TYIUIHKALIIN/ ACICHIN MOTYT
HapyIaTh SKCIPECCHIO TCHOB II0-Pa3HOMY, B PE3YJIBTATE YEro MPOSABIAIOTCS OAUH WIN
HECKOJIBKO MPU3HAKOB.

Bornee Toro, oTaensHO B3ATHIA MIPU3HAK MOXKET OKA3aThCSI Pe3yIABTaTOM JIF000I 13
MHOKECTBA BapHalMii TEHOMA Ha pa3HbIX ydacTKax XpoMocoM. B uactHocTH,
paccTpoNCTBO HHTENIIEKTYaIbHOTO PA3BUTHS MOXKET OBITH BBI3BAHO BapHAIMsAMH Ooree
YeM CEMHCOT TeHOB. TakiuM 00pa3oM, Cpean MepecTpoeK, 3aTParuBaloIiX pa3Hble
XpOMOCOMBI, HaOmonaeTcs nepecedeHne npuzHakoB (Firth 2018).

B 1ies1om, cTpemiieHne CpaBHUTH CBOETO peOEHKA C IETbMH, Y€l TEHOTHIT COEPKHUT
OIMHAKOBBIE MIIM CXOKNE COYETaHNS TYIUIMKAIMU U ACIEIUH 0 ONMCaHUsM,
TIPUBECHHBIM B MEIMIMHCKON JIUTEpaType nin B Marepuanax Unique, BIoiIHE
00BsicHIMO. V3ydeHne 3Toi TeMbI AEHCTBUTENHEHO IOMOXKET TOMYYHTh o0IIee
TIPE/ICTAaBIICHUE O CUTYallly, HO CTOUT IOMHHTB, YTO Ball peOCHOK BCE PaBHO
OTIIMYAETCS OT JAPYTUX JAEeTel, HIMEIOIINX CXOXKHE, Ha MEPBBII B3N, TeHOTUIBL. Bam
peOCHOK — YHUKaJIbHAsI IMIHOCTD, M Y HET'O CBOI COOCTBEHHBIN ITYTh.
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BepeMeﬂﬂoch 1 PpOoAbI

V GoJBIIMHCTBA MaTepeld OEPEeMEHHOCTh U POJIBI IPOIDTH Oe3 ocokHeHHU. TeM He
MeHee, TIOUTH TPETh POAUTEINCH COOOIIMIIA O HAIMIHY IPUIHH JIJIsl OSCITOKOKCTBA.

[Tpn mom03peHusIX Ha aHOMAJIMU B Pa3BUTHH TJI0/A TIPH OEPEMEHHOCTH PEKOMEHyeTCs
MIPOUTH TreHeTndecKoe odcnenoBanne. OHON MaTepH MO pe3yNnbTaTaM YIbTPa3ByKOBOTO
WCCIIeJOBAaHMS Ha ABALATON Hesele OepeMEeHHOCTH COOOIIMIII, YTO Y TUIoa
JTarHoCTHpoBaHO oMdarorene. B nanpreiimem Y3U nokaszaio HaTHYHe KUIKOCTH B
JIETKUX, Cep/lle, OPIOIIHOM MMOJOCTHU | 1iee ruoa. Ha ocHOBaHMM TOMy4eHHBIX
Pe3yNbTaToB OBUIO IPUHATO PElISHNE IPOBECTH aMHHOLIEHTE3. | eHeTHYeCKHid aHaIn3
AMHHAOTHYECKOH )KUAKOCTU (OKOJIOILIOAHBIX BOJ) MOKa3ajl COYEeTaHne MYIUTHKANT
9p13.3p22.2 u nenerun 9p22.2p24.3, Bo3HuKIIee «de NOVo», TO €CTh HaWCHHBIC
MIepEeCTPOMKY He ObLIH BBISBJICHBI y POJMTENEH ITPU MPOBEIEHUN XPOMOCOMHOT'O
aHanu3a. B npyrom ciydae y minoza 3adukcupoBaiii aHOMaJIbHO MaJIblii pa3Mep TOJIOBBI
(MuKpoLIedhanIo) U 3aIepKKY BHYTpUYTpoOHOro paseutus (3BYP). Atunuunsie
pe3yNbTaThl BHYTPHYTPOOHOTO T€HETHUECKOT O TECTa YKa3bIBAJIM, IO MHEHHIO Bpayei,
Ha cuHapoM JlayHa, apUTMHIO U KPOBOTEUEHHE BO BpEMS IIEPBOIO TPUMECTPA
OEepeMEeHHOCTH, a TaKKe TUIOILIa3HI0 MaTKU. HecMOTpst Ha 3T0, OOJIBIIMHCTBO
OepeMeHHOCTel, ONMCAHHBIX B MEJMIIMHCKOW JINTEPAType, MPOIUIH 0e3 OCI0KHEHHH.

B marepuanax Unique onucaHsl ISITh CIydaeB MpUeMa POIOB METOJIOM KecapeBa
CCUCHUA. JIBa N3 HUX CBsA3aHbI C TA30BbBIM npeﬂnemaHHeM mjioaa, O4JuH — C HAJIMYUEM B
aKyILIepCKOM aHaMHe3e MaTepH POJOPa3PEIICHHs ¢ TOMOIIBIO KecapeBa CEUeHUsI, U
JpYyroit 00bsICHSUICS pa3MepoM peOeHKa, YTO UCKITIOYANIO ECTECTBEHHbIE poJibl. TONbKO B
OJTHOM M3BECTHOM HaM Cilydae MoTpedOoBajoch IKCTPEHHOE KecapeBo ceueHue. K
orepanyy Mpuoeriiv u3-3a BoisiBieHHONW 3BY P, ManoBoaus U HU3KOH MHTEHCHBHOCTH
IIEBEJICHUS TII0/A.

Bec mereii mpu poxaeHUN BapbUPOBAJICA U HAXOIAUJIICS OJIM)KE K CepeInHE WIIN HIDKHEN
rpaHuIie HopMbl. HekoTopble A€TH MEUIEHHO pa3BUBAIINCH B yTPOOE U TIO3TOMY
POAMIINCH ¢ HU3KUM BecoM. [Ipyrue poJuinch ¢ BECOM BBIIIE CPETHETO,
HEXapaKTEepHOIo I JeTeH C CHHApPOMA JIeNIeluy U TyTUIMKALK 9p, OHAKO B
Marepuaiax Unique yka3aHo, 94TO J€TH C Aelienuell XpOMOCOMBI 9p yalie poxaatoTcs
HMMEHHO C TAKMM BECOM. BOJIBIIMHCTBO POIOB MPOU3OLLIH B CPOK. TOIBKO HECKOIBKO
MJIAICHLIEB POJMINCH HEAOHOUIEHHBIMH, KaK MPAaBUIIO, C BECOM B 00JIaCTH HIDKHEH
TPaHHUIIBI TUAIIa30Ha.

Yiens! Unique (12%) 2 xr 800 T 680r—4 kr 1381
Cayuau, onucaHHbIE B
JmTepmzype** 7%) 2 xr 760 T 2 xr 300 r— 3 kr 500 ©

* — Yucno wienoB Unique ¢ cOYETaHUEM IYIUIHKAIUH U ISISIHA XPOMOCOMEI 9p, O
KOTOPBIX Y HAC MUMEIOTCS COOTBETCTBYIOIHME AaHHbIe. ** — Hauge 2008; Hulick 2009; Di
Bartolo 2012; Neira 2012; Kowalczyk 2013; Schlade-Bartusiak 2013; Pedurupillay 2014
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KOpMJIeHI/Ie HOBOPOKICHHBIX
MunaneHusl 1 JETH € XPOMOCOMHBIM OTKJIOHEHHEM YacTO CTAJIKUBAIOTCS C TPYAHOCTAMMU
BCKapMJIMBAHMUSI.

BonpmmaCcTBO poauTeneii u3 rpymisl Unique, B TOM YHCIIE CEMb U3 JIEBSITH CEMEH,
npuHSBIMX ydactue B onpoce Unique 2017 roga, coOnmmm o TpYAHOCTSIX TIPH
KOpMJICHUH MJIaJIeHIIEB, KOTOPHIE IPUBEH K Me/UICHHOW puOaBKe Macchl Tela U B psizie
CllydaeB K OTCTABaHMIO B (PU3NYECKOM Pa3BUTHH U 1K€ HEOOXOAUMOCTH
MEIULMHCKOr0 BMemaTensCTBa. [lpn 3ToM y IBYX MiaIeHIIEB-CcecTep ¢ COUeTaHHEM
nymukanuu 9p21.3p24.2 u penermu 9p21.3 ¢ pokaeHus: He HaOMIOAaIOCh MPOOJIEM C
€CTECTBEHHBIM KOPMJICHUEM.

Hexoropble pogurenu oTMe4atoT npoOieMsbl ¢ MPUKIAAbIBAHUEM K TPYIH U
TIOCJIEAYIONIMM KOPMJIEHHUEM, TIPH KOTOPBIX MJIAJICHILY MOXKET OBbITh TPYTHO COCAaTh,
rioTath (qucdarus) u Apimarh. Kak pe3yasraT, KOpMiIeHHE 3aHUMAET OOJIbIlIe BPEMEHH,
4yeM 00bIYHO. MItaieHIaM ¢ BBICOKMM CBOJYAThIM HEOOM HIIM pacIlelIMHON HeOa MOXKET
OBbITH 0OCOOEHHO TPYAHO. HEKOTOPBIM JEeTsIM MOXET TIOHA00UTHCSl KOPMIICHHE Yepe3
Hazoractpanbhblid 3081 (HI'3), kak, HanpuMmep, MATEpPbIM U3 IEBSITH MJIaJICHIEB, YbH
poauTeny npuHsM ydactue B onpoce Unique. MHorna miazeHiieB OblI0 HEOOX0UMO
KOPMHUTb Yepe3 TpYOKy HaNpsMYIo 4epe3 XKEeITyI0K C ITOMOIIbIO FacTPOCTOMBI B TEUEHHE
HECKOJIbKMX MECSIIEB WK JIeT. B olHOM citydae peOeHOK ¢ coueTaHueM AYIUTHKAIH
9p23p24.1 u neneryu 9p24.1p24.3 ucnbITEIBaI TPYIHOCTH C UCKYCCTBEHHBIM, HO HE C
€CTECTBEHHBIM KOPMJICHHEM U Yepe3 ToJl Iepelies Ha MUTaHNue U3 KPYXKKH-
HENPOJIUBAaNKU.

Jpyras cepbe3Has nmpodieMa, BCTpEUaromascs Kak y MJIaJIeHIIeB, TaK U y AeTeil
nocrapiue — peduokc. HexoTopsle n3 HUX cTpajaiy OT racTpod3odareanbHOMI
pedmnroxcuoii 6one3nu (I'DPB), npu koTopoit muia perynspHo 3adpackiBaeTcs U3
JKeJy/IKa B MUIIEBOA. Y NBOMX Jereii-wieHoB Unique HabItonaach acupanus
(mpobnema, mpy KOTOPOH MPOTJIaThIBAHUE YPEBATO IIONAJaHUEM YaCTHUYEK ITHILH,
KHUAKOCTH WM CIIOHBI B JIbIXaTeJIbHOE TOPJIO MM JIeTKHe). B Takom cirydae npu
KOPMJIEHHH HEOOXOIMMO JiepkaTh peOeHKa B BEPTUKAIHHOM IOJIOKEHHH, a 3aTeEM
OCTaBUTH €T0 CHISLINM B OTYBEPTUKAIBHOM ITON0XKEHHHU. Bair Bpay Mo)keT Ha3HAYHUTD
0oJiee rycToe MOJIOKO, KOTOPOE JIerdye YroTpeOIaTh B MULLY, a TAKKe JIeKapcTBa,
KOTOpBIE IOMOTAIOT IHIIE OCTaBaThCs B HKENYAKE U IPOTUBOACHCTBOBATH KUCIOTHOMY
BO3JIEHCTBHIO COEPIKUMOT0 JKETy/IKa Ha MULIEBOA. ECIN 3T0 HE TOMOXET, MOYKHO
YCUIIUTB paboTy KJIanaHa My MUIIEBOJOM U KETYIKOM ¢ TOMOIIBIO XUPYPrUIeCcKOi
olepanyy, Ha3pIBaeMOH (QYHIOIUIHKAIUed. DTa onepanus Iogpa3yMeBaeT
«TPHULIMBaHUE» BEPXHEH YacTH JKeyIKa K HIDKHEH JacT nuiieBoaa. OTHOBPEMEHHO C
STHM Bpayu CyXaloT nuineBognoe oreepcrue quadparmsl (Hulick 2009; Kowalczyk
2013; Schlade-Bartusiak 2013; Unique). HekoTopbie 1eTH 1 MOAPOCTKH UCTIBITHIBAIN
PperyIsipHBIE 3a1OpHI (CM. 3aTOphI).

POI[I/ITCJBIM MOXET IMIOMOYb KOHCYJIIbTAallUA B KIIMHUKE I'PYAHOIO0 BCKapMJIMBaHUSA, YTOOBI
TIONTYYUTh PEKOMEHAAITNN OTHOCUTEIIbHO IMMUTAHUA WU ITUTHA.

 On HuKaK He MOT HayaTh €CTh, IO3TOMY EMY C CAMOT0 Hayajia MOCTaBHIM
oporacTpaibHbIi 30HA. OT OyTBUTOUKH MBI OTKA3aJIMCh U3-3a MPOOJIEM C TJIOTAHUEM U
BBICOKOT'O CBOJYATOro HeOa. B OonpHUIIE MBI TIepenpoOOBalii U pa3HbIe COCKH, U
KOpMJICHHE M3 YaIlIKK — 1 Bce 0e3pe3yapTaTHO. [Ipunuiock BEpHYTHCS K TUTAHHIO
yepes 30H7. HakoHel, B Tpy To7ja éMy BBEJIH TaCTPOCTOMY, M C TOTO MOMEHTA BCe
Hanaamiock. Eme y Hero 6511 pedmoke u pBota’, — nymmmkanus 9p12p22/nenemms
9p22
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“V mammeit ouepu BpoKIeHHAs paciileiiHa ryobl 1 Heba. [lepBble TpH THS KU3HHU
Bpauu KOPMUJIH €€ Yepe3 Ha30racTPaJIbHbINA 30H/. 3aTeM uepe3 CHEeHUaIbHYI0 OYThUIOUKY
C YIUIMHEHHOH COCKOM, TIOKa B BOCEMb MECSIIIEB €if He mpoornepupoBaiu He0o. C
KOPMJIEHHEM TPY/IbI0 HUUETO HE BBIIUIO U3-3a pacilenuHsl. [lo rofa u Tpex MecsaueB Mbl
JlaBau eif CLieKEHHOE TPYTHOE MOJIOKO Yepe3 OyThUIOuKy ', — Ayminkarus 9p12p24.2/
nenenus 9p24.3

“V nac 6b1M oueHb cepbesHslii pedmoke 1 [DPB. Bripouem, MbI ClIpaBUIIHCh ¢ HUMH,
ocyiabuB HaIop MoJIoka n3 OyThIIoukH. CHavasa Bpaud COBETOBAJIM HAM KOPMUTH €T
4epe3 30H[, HO MbI OTBICKAJIX JIJIsl MaJIbIIIA BAPHAHTHI MonyyIre. KopMuTh Tpy/apio ObU10
HerpocTo. YTo HU BO3bMH, BCE BBI3BIBAJIO Y MAJIBIIIA CHIIBHYIO JIJIEPTHIO U B3/IyTHE
KuBOTa. K ToMy e, y Hero 1o BceMy Teny 6blna sk3eMa >, — myrukanus 9pl3.1p24.3/
nenenus 9p24.3

“ Moemy pe6GeHKy IMarHOCTUPOBAIH TKENYIO PedIIoKCHYI0 Gone3Hb. 13-3a mpobnem ¢
MUIEBapEHHEM HaM BBEJIM Ha30TracTpaibHbli 30H]. C KOPMIICHHEM TPYAbIO BO3HUKIN
CIIOKHOCTH. Bpaum gymaiu, 4To 4To-TO HE TaK ¢ HEOOM, HO ITPEAIIOI0KEHHE HEe
HO/ITBEPAMIACH. XUPYPIH YAATHIN €My OOJBIIYIO YacTh MO/B3/IOIIHON U TOJICTON
KUIIIKH, TAK YTO MUTAaHUE B OCHOBHOM IIOCTYTIAJ0 BHYTPUBEHHO, uyepe3 karerep. CTouT
TOJIBKO €My YTO-TO ChECTh, KaK BCe UAET HapyKy. MIHor1a Takas peakist ObIBaeT Jake Ha
COOCTBEHHBIH xKenynouHblil cok! [109TOMY MBI pelIiiIn MOCTaBUTh eMy ractpoctomy. 1o
HEH el1a NPOXOAUT B BEPXHIOK 4aCTh TOHKOI'O KMILIEYHHUKA — EIOHYM. MBI UCIIONIb3yeEM €€

KaK JIONOJTHEHHE K KaTeTepy *, — ayrmkarms 9pl3.3p21.3/nenerms 9p22.1

dusnyeckoe paspuTne

HesHauurenbHble 3a1€piKKH (PU3NUECKOTr0 Pa3BUTHSI MOTYT OBITh 3a()MKCHPOBAHBI U B
NpeIpooBoit nepuo. TeM He MeHee, Takas mpobiemMa Kak 3aMeJUICHHBIA pOCT
oOHapy)XMBaeTcs KaK y MIIAaJIeHIEB, TaK U y feTei nocrapie. O 3aMeAIeHHOM pocTe
TOBOPHTCS KaK B MEJMIIHCKOM JIUTEepaType, Tak u B onpoce Unique 2017 roaa, B KoTopoM
y 4eThIpeX U3 AeBATH AeTeil Oblia oOHapy)xeHa Takas npoonema. Kpome Toro, otuer
Unique coepuT onucaHue ClIy4aeB, KOraa y AeTei Habrofanack He3HaYUTeNbHas I
yMepeHHas 3aiep)KKa pa3BUTHS HHTEIUIEKTa (MHPaHTHIN3M).

IlecTs U3 neBATH AeTel ¥ HOAPOCTKOB OBUTH POCTOM HIDKE CPEIHETO, U Y TPOUX U3
neBsatH Obu1 cpenHuii poct. lllecTs U3 JeBsATH AeTel BECUIIN MEHbIIIE HOPMBL. Y JAPYTHX
JBYX JieTel ObLT HOPMAaJIBHBIA BEC, M TOIBKO B OJHOM CIIydae BEC IMPEBBIILIAT HOPMY.
AHaOrHYHBIE CBEACHUS O HU3KOM POCTE U BECE COAEPKATCS B MEANIIMHCKOM JIUTEpaType.
B rpynmne Unique ects ieTi aOCOMIOTHO pa3HOr0 POCTa U TENOCTIOKEHUS —
«HHU3KOPOCIIBIE», «HEBBICOKUE U XYIOIIABBIE/XYIBIE», «IIPOMOPLIHOHAIBHO CIIOXKEHHBIEY,
a TaKXKe «BBICOKUE U XyIbIE».

Huskuit yposens ropmona pocra (CTI) 6611 00HapyXeH y 0THOTO pebeHKa, Y KOTOpOro
OBLTH BBISBIICHBI TYIUTMKAINS KOHKPETHBIX 00JIACTeH XpOMOCOMBI 9p22.2 1 nenmerus
xpomocomsbl 9p21.1. CormacHo cBeIeHUSAM, TIONYIEHHBIM U3 MEAUITMTHCKOHN JTNTEPATYPHL,
NpUMEHEHHE TOPMOHA POCTa B TEPANEBTHYECKUX LIEISIX IOMOraeT OONBIIMHCTBY JIETeH C
JOyIUTHKalUe XpOMOCOMBI 9p HOPMAIT30BaTh POCT U BeC. B HEKOTOPBIX CiTydasx JIeueHHe
TaKKe ylydmaer KpynHyto Motopuky (Joy 2017; Unique) (cm. PykoBoacTso
«Jdymmmkanum 9p»). TeM He MeHee, CYIECTBYET NPEAIIOI0KEHHE, YTO JICUCHHUE C
nomortnsio I'P MoXkeT ycyryOonuTh CKOIHO3, KOTOPBIH HEOOXOAMMO TIIATEIHEHO
KOHTpPOJIMPOBATh, 0OCOOEHHO B TEX CIIydasx, Korja oH ecth (Stagi 2014; Canton 2016).
OTcraBaHue «KOCTHOTO» BO3pacTa TaKXKe MOXKET ObITh OHOW U3 MPHYMH 3aJIePKKH POCTa,
0 9eM YIOMMHAETCs B HEKOTOPBIX cirydasx (cM. Koctn). [letn ¢ oTctaBaHneM «KOCTHOTO»
BO3pacTa MOT'yT OBITh MAJICHBKUMHU ISl CBOETO BO3PACTa, HECMOTPSI Ha HOPMaJIbHYIO
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CKOpPOCTb pOCTa. OHu MOr'yT pacTt 010
JABaalaTH JICT, YTO IMO3BOJISACT UM
YaCTUYHO JOTrHATh CBEPCTHHUKOB B POCTE. |

“ Mp1 ymanu, 4To y HEro 3ajiepikka
pocTa, HO Ha caMOM JieJie PUYUHA Obliia
B OTCTaBaHHUU «KOCTHOTO» BO3pacCTa,
II0TOMY MBI Pajibl, YTO HE NPUMEHSIIH
TOPMOH POCTa, XOTSI pacCMaTPUBAIH
Takod BapuaHT. Jlo 4eThIpex JIeT OH
4acTo CTPaaall OT ACHUPALUH
COJIEP’KUMOT0 XKeTyKa B AbIXaTeIbHbIE
nyTH. 3a MocieHIe TPU To/la y Hero
CITy4aJIMCh MPUCTYIBI YIYIIbs U JIMIIb WHOT/A aclupanys. B naTHaanaTh JeT oH ObLI
YyTh HIKE cpejiHero pocta (9-i nentwib) u Becun 45 kr. Ceiidac OH HEBBICOKHH 1
xynoit ’, — nymmukauus 9p13.32p24.2/nenenms 9p24.2p24.3, 16 ner

“ On o4eHp Xy/0ii 1 W30 BCEX CHIT TIbITAETCS HAOPATh BEC, CUMS HA JKUIKOIH auere. Ero
MY4aeT CHJIbHbIA KUCIOTHBIA Pe(IIFOKC — MbI IPUHUMAJIM MHOT'HE aHTalUbl, KOTOPbIE
CHWJKAIOT JKEIYAOUYHYIO KUCIIOTY, U 10 CUX IOp IPUHUMAEM OMENPa30Jl, IIOCKOJIBKY OH
XOPOILO IIOMOraeT. Y Hero HeT NpoOJeM ¢ 3aII0pOM, HO ObIBAIOT MPOOJIEMBI C
IJIOTAHHEM: IIPU KOPMJIEHUH 4€PE3 POT OH MOXKET Ha4aTh 3aJbIXaThCsl U HE NOJYyYUTh
JIOCTATOYHOT'O KOJIMYECTBA MHUIIM Il YTOJICHHUS TOJI0/1a M XOPOIIEro CaMOuyBCTBUS. MBI
npoOoBaIN KOPMUTB €T0 10 15 J1eT yepes poT, HO OH CIMIIKOM YacTO 3abIXaJICS.
[ToaTomy emy OblIa yCTaHOBJICHA CHELMAIbHASL CUCTEMa UL TUTaHUS B JKEIYIOK Yepes3
TiepeTHION0 GPIOMHYIO cTeHKy. OH MUTaeTcs Tak 70 CHX TIop , — JyTUTHKAIIHs
9p12p22/neneuust 9p22, 19 ner

“ Hama 10-neTHsis 10496 HEBBHICOKOTO POCTa: OHA Ha 10 CM HIDKeE, UeM ee CecTpa-
OnU3HeIl, y KOTOPOH HEeT XpOMOCOMHBIX OTKJIOHeHHui. Poct gouepu - 1,27 M, Bec - 22 KT.
[Toxa 4To s He 3amMeTHIa KaKuX-TH00 mpobieM ¢ poctom. OHa Becuia Majio ¢ CaMoro
poxaenus (3-uit mepueHTHIb). [IoMrMo 3TOrO, Y HEee 4acTo BOSHUKAIOT 3aIlophl. Y ee
MITQJILICH CeCTPBI, Y KOTOPOH ToXKe ObLIIO OOHAPYKEHO COYeTaHUE AYIUTHKALIN 1
JIeTTeITUI XPOMOCOMBI 9P, COOTHOIIEHHE POCTA 1 BECA BBIIIE 5-0T0 TIEPIEHTHIA , —
aymukanus 9p21.3p24.2/nenerms 9p21.3, 10 ner u 4 rona.

Baemmnoctn

HpOHBHeHI/ISI COUYCTAaHUA Z[yHHI/IKaHI/II/I " JCICIINN XpOMOCOMLI 9p

WHorna Bpaun CTaparoTcs BHISBUTH TaK HA3bIBAEMbBIC «UCMOP(HUUECKHE YEPThI —
crenuduIecKre YepThl JIUIA, KOTOPbIE MOT'YT CBHIETENECTBOBATE O XPOMOCOMHOM
OTKJIOHCHUHU. OHI/I MOFYT 6BITB O4YCBUIHBIMHA WUJIU €1BA paSJ'II/I‘II/IMLIMI/I 1 3aMCTHBIMHU
JINIIB IT0CJIC YKaBaHI/Iﬂ Ha HUX. 3TI/I I*IepTBI HHKAK HEC CKAa3bIBAXOTCI HA 06p336 JKHU3HU
BaIIero pebeHka, Ho BaM OHH MOT'YT ITOZICKa3aTh, YEM Balll peOEHOK MOXOXK Ha APYTHX
JieTeil, y KOTOpBIX OBbIJI0 00HApY)KEHO COUYETaHUE MYIUTUKANH 1 IEJIEIIH XPOMOCOMBI
9p, a TaK)Ke CHHAPOMBI TYIUIHKAILNH U JISTIEINH XPOMOCOMBI 9p.

[Mocne n3ydeHUs: MEIUIIMHCKON JINTEPATYPHI, a TAKKE OMUPAsCh Ha HHPOPMAIIHIO,
MIPEOCTaBICHHYIO ceMbsiM Unique, ObLTO BBISICHEHO, YTO JICTH, KaK IPABIIIO, UMEITH
KOMOWHAIINY TIPU3HAKOB, CBSA3aHHBIX ¢ 000MMH cuHApoMamu. Hambomnee
pacpocTpaHSHHBIMA NIPU3HAKAMH OBLTH: HU3KOPACHOIOKEHHBIC YIIIA HEOOBITHOM
(hOpMBIL, JIOTIOYXOCTh; TOHKAsl BEPXHIA I'y0a; MIIPOKO MMOCAKESHHBIE T1a3a, KOTOPHIE
MOTYT OBITH TITyOOKO ITOCa)KEHBI, BO3MOXKHO, BEPXHEE KOCOTIa3ue BEPTHKATIBHON
HATPaBJICHHOCTH WM KOXKHBIC CKJIAJIKA BO BHYTPSHHEM YTITY I1a3a; HeJIOPa3BUTHIC
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BEPXHSIS YEINIOCTh, CKYJIBI M TJIa3HUIIBI; OOJIBIIOE TPOCTPAHCTBO
MEXy HOCOM U BEpXHeH ry0oif; MHUpoKuii HOC C
JIYKOBHIIEOOPa3HBIM KOHYMKOM, a Takke HeOOJbIIOH poT. Y
JIETeH TaKxKe MOTYT OBITH IIMPOKO PacCTaBIICHHBIE COCKU H
Ype3MEPHBIH POCT BOJIOC HA JINIIE WITH TeEIE.

l'onoBa Bamero pebeHKa TaKKe MOXKET OBITh HEOOBIYHOH (HOPMBI.
Y 0JIHO¥ TpeTH 10 MOJIOBUHBI JETEH rojoBa OblIa HEOOBIYAHO
MaJIeHbKOH (MHKpouedaust), a y HeCKOIbKHIX MJIa/ICHIIEB
HaOIrOasICsl YIUTOLIEHHBIHN Yeperl, OOBIYHO 3aThIJIOYHOE
yrutonieHue (Opaxuiedanus). B Tex ciydasx, korma y peOcHKa COUueTaHue eNIeIun 9p
BKITtOYaeT 9p22.3, pacrpocTpaHeHa Takas [epopMalus yeperna Kak TpUroHonehamms.
[Tpu nanHOM nedopmarmu 100 Y3KHM, 320CTPEH; €CITA CBEPXY CMOTPETh Ha TOJIOBY,
rOJIOBa MOBTOPSIET (POPMY KHIIS JIOJIKH, T/Ie Y3KHI KOHEl — 3T0 J100. B npenpaymmx
JIOKJIaZIax OTMeYalach MPUYNHHAS POJIb T'eHa (TeHOB), BOBJIEUEHHOI'O B IIPOIIECC
TpuroHouedanuu, B 30Hy Ha ydactke 9p22.3. Takas HeoObIuHas (hopMa rooBbI
pa3BUBaeTCs, KOrja 2 MoJOBHHBI JIOOHOH KOCTH (METOIMYECKHUH IIOB) CPaCcTatoTCs
CJIMIIIKOM PaHO (KpaHMOCHHOCTO3), PH/aBas ueperny tpeyroyisHyto gopmy. [Ipu donee
HE3HAYMTEIBHOW CTENEeHH MTPEXIEBPEMEHHOr0 3apallieHust J10a OH MOXKET OCTAThCS
HOPMaJIbHOH (DOPMBI, HO C BBICTYIIOM TMOCEepeUHEe. B Jerkux ciyuasx JieueHue He
TpeGyerc;I, HO HCKOTOPBIM JE€TAM IMOMOI'aCT HOIICHUEC KOPPCKIIUOHHOI'O HIjieMa JJid
u3MeHeHus: popmbl ueperna. [Ipr HEOOXOIUMOCTH MTOCPEICTBOM XUPYPTHUECKOTI0
BMeIIaTeIbCTBA BO3MOXKHO HCIIpaBiieHne Jedopmaiu Kocreii 16a. XoTst CII0BO
«orieparus» 3By4UT HACTOPAXKHMBAIOLIE, HECKONIbKO AeTeld Unique ¢ aenermeit
XpOMOCOMBI 9p OBUIH YCIIEIIHO IIPOOIEPUPOBAHBI.

“V nero tpurononedanus. B 16 Mecaues eMy caenany oneparmio Ha gepere
— nyrmakarst 9p13.3p21.3/nenenus 9p22.1p24.3

Y HOBOpPOXJIEHHBIX JeTel u3 cemeit Unique 4yacTo HaOIIOAATUCH IMPOKHE IPOMEXYTKH
MEXy KOCTHBIMHU IUIACTUHKAMH Yeperia U O4eHb OOJIBILIOE YSI3BUMOE MECTO Ha
HepeaHel YacTH TOJI0BBI (POJHUYOK), KOTOPOE 3aKPBIBATIOCH CIIUILIKOM MO3/HO, YTO
SBJIAETCS PU3HAKOM TYIUTHKAIMH 9p. UemocTh Takke MOXKET ObITh HeoObIdaiiHo
MaJIeHbKOH (MUKpOrHaTusl) W/uin orcrynatoineit (perpornarus) (Teebi 1993; Muroya
2000; Krepischi-Santos 2003; Faas 2007; Hauge 2008; Swinkels 2008; Hulick 2009;
Jelin 2010; Al Achkar 2010; Chen 2011 ; Di Bartolo 2012; Neira 2012; Recalcati 2012;
Kowalczyk 2013; Schlade-Bartusiak 2013; Pedurupillay 2014; Unique).

“ MEI Tymanu, CTOWT M yCTaHABIIMBATH HAIIEMY CHIHY CIEI[HaNbHy0 ciucTeMy MARA
(cucrema U1 I3MEHEHHS MOJIOKEHNUST HIDKHEH YeTIOCTH), KOTOpasi UCTIONb3yeTCs IS
KOPPEKIIMY HIKHEH YeTI0CTH, U PEIIMIIH [IOKa YTO HE YCTAHABIMUBATH CUCTEMY, YTOOBI
n36€kaTh KaKoro-mobo BMeIaTenbcTa. Ho MBI ellle ymaeM Has 3THM , —

nymakanus 9pl3.32p24.2/nenenus 9p24.2p24.3, 16 ner

Pa3BuTHe peGeHka: ymMeHHe CHAETh, ABUTATHCS, XOAUTH (KPpyNHasi

MOTOPHKA)
Hapymienue KpymmHOH 1 METKOW MOTOPUKH HAOIIOJA0TCS y BCEX JeTel ¢ coOueTaHueM
AYIUTUKAIMKA U ACJICHHUN XPOMOCOMbBI 9p

[TpoGiemMb! B BBIOJTHEHUN TAaKUX ACHCTBUH, KaK BpallleHHe, IepeBOpadYnBaHuE,
HAKJIOHBI YaCTO SIBJIIOTCS OQHHMH U3 CAMBIX PAaHHHUX MPU3HAKOB XPOMOCOMHOIO
OTKJIOHEHUsI. MIaIeHIIsl ¥ JIETH MOCTapIle ¢ TyIuInKanrei n aenenueii Xxpomocomsl 9p,
KaK MPaBUIIO, OCBAaUBAIOT TaKUE JICHCTBUS MO3XKeE, YEM CBEPCTHUKU. TeM He MeHee,
paHHss dproTepanus U Gpu3ndeckas Teparnus IOMOT'yT CIPaBUTHCS C 3TOH MPOOIEMOH.
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*No: KOJTHYECTBO
YEJIOBEK, KOTOpPhIE

Jranbl pa3BUTHS

JOCTUTIIN B

pasmnin 21721 tan, B,
Cnoco6HOCTD 10 mecsmeB (*Ne=10) yuactruku Unique
nepesopayuBarbes | Jluamason: 8—16 mec U CIly4au,

1 rox 2 mec (*Ne=10 OIHMCAHHEIC B
Cunenne ,Z[I/Iaﬁa30H: e _) 25T MEIUIUHCKOH JIUTEpPaType,

FNo=8 nH(OpMaIHs 0 KOTOPBIX OKa3ajach

Mon3anue 1 ron 8 Me'cl 0=8) 25 noctrynHa (Teebi 1993; Krepischi-

Huanason: MIEE — 29 IT Santos 2003; Hauge 2008; Swinkels
Xoxb6a 3 roma 6 mec (*Ne=13) 2008; Hulik 2009; Al Achkar 2010;

Huanaszon: 20 Mec — 5 JIET | Recalcati 2012; Neira 2012;

2 roma (*Ne=3) Jlnama3oH: Kowalczyk 2013; Schlade-Bartusiak
Yoamioxa 2 mec — 3 mec 2013; Pedurupillay 2014).

Y HEKOTOpBIX JieTel 3a/iepKKa COCTABIISIET JIMIIIb HECKOJIBKO MECSIIEB, KaK, HAIIpUMep, y
IBYX cecTep ¢ aymmkanuei 9p21.3p24.2/nenenumeit 9p21.3, u y 1eBOUKH C
nymnukanueit 9p23p24.1/nenenmneii 9p24.1p24.3. BonbIMHCTBO AeTeN paHO WK
II03/{HO HAUYMHAIOT XOAUTh, OJHAKO TaK ObIBAaeT HE BO BCEX Clydasx. 19-meTHui
MOAPOCTOK C AyIUiuKanuii 9p12p22/nenenneii 9p22 «Hayqnics nepekaTbIBaThCs
IIPUMEPHO B 9 MecsAIEB, HO TaK U HE MPOJBUHYJICS JANbLIE Ha CETOMHSIIIHUN JIEHb).

AHanornynas kKapTuHa 3a(UKCHpOBaHa B MEIULIMHCKO JIUTEepaType: IBOE IeTeH C
MO3aULI3MOM IIPH COYETAHUHU TYIUIMKALMU U JIeTICLIHA XPOMOCOMBI 9p CcTaiau XOAUTh B
JIBa C TIOJIOBUHOM U JIBa rofla COOTBETCTBEHHO (¢ mojepxkoi) (Schlade-Bartusiak
2013; Pedurupillay 2014). [leBouka ¢ ayrumkanueit 9pl3.3p24.1/nenenmeit 9p24.1
TolwIa B 5 JieT, Apyrasi ieBouka ¢ ayriukaipei 9p13.3p22.2/nenenueit 9p22.2p24.3 —
B 7 ner (Swinkels; Recalcati 2012).

Jletn, KOTOpbIe HAYAJIN XOIUTh, OOBIYHO IIJIOXO YAEPKUBAIOT PABHOBECHE M HYKIAIOTCS
B HOJIEPIKKe (OIMPAIOTCS Ha MeOeb, IEPeBUIAl0TCS MIPU ITOMOIIH CIIELHAIBHBIX
MPUCIIOCOOIEeHHH 17151 XOBOBI, XOyHKOB). Ha mporysnkax 3a qetbMu Hy:KeH 0COObIi
MIPUCMOTP, TaK KaK OHU HE MOT'YT CIpYyIIUpoBaThes Bo Bpems maaenus (Unique).

I'MnoTOHMS/TUTIEPTOHYC — OOJBIUHCTBO TYTUTAKALMI/ IS eIii XpOMOCOMBI 9p,
HE3aBHCUMO OT pPa3Mepa M PacloI0KEHHs, CBA3aHbI CO CHIDKCHHBIM MBIIICUYHBIM
TOHYCOM (THITOTOHHSI), KOTOPBIN B HEKOTOPBIX CIyJasX COMPOBOXKIACTCS MOBBIILICHHBIM
MBIIIEYHBIM TOHYCOM (THIIEPTOHYC). B TO BpeMsi Kak IMIIOTOHHS 9acCTO BBICTYIAET
MIPUYMHOM 3aJep>KeK B Pa3BUTHH, TaK KaK CyCTaBbI CTAHOBATCS Oosiee THOKMMU 1
TIOABMKHBIMH, ITPU THIIEPTOHYCE MBIIIII, HA000POT, ONIYIIAETCS TKECTh U
CKOBAaHHOCTG. V1 THIIOTOHNS, 1 TUIIEPTOHYC MPUBOIAT K BOZHUKHOBEHHIO MPOOJIEM B
Pa3BUTHH KPYITHOM MOTOPUKH. MBIILIEUHBIN TOHYC MOXKET YAYULIATHCS 110 MEPE
B3POCIICHNS, OTHAKO HEKOTOPBIE TPYIHOCTH MOTYT COXPAHSTHCS M B 3PEIOM BO3pacTe.

Y GonbImMHCTBA JeTel ¢ AYTUTMKAITUEH/ IeNelieid XpOMOCOMBI 9p 04YeHb clla0bie
CyCTaBBI, UTO CKa3bIBACTCS HA WX MOABIDKHOCTH. KpoMe Toro, y mereii Hepenko
BCTPEYAIOTCS CTPYKTYPHBIC aHOMAIINH, BIUSIONINE HA paOOTy HIDKHUX KOHEYHOCTEH.
(Hauge 2008; Swinkels 2008; Hulik 2009; Recalcati 2012 Neira 2012; Kowalczyk 2013;
Schlade-Bartusiak 2013; Pedurupillay 2014; Unique).

(11
HameMy CbIHY B PaAHHEM BO3PACTC MOCTAaBUJIA TMIIOTOHHUIO U TUIICPTOHYC. B nercrBe y
HEro ObUIM OCOOCHHO C)KATHIC HAJIbI(bI HOI' HCTHYHIHECCA PYKH. Co BPEMCHEM 3TO
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MIPOIILIO, HO CTYIHU M 3aIICThsl Y HETO MO-IPEKHEMY OYeHb HampskeHsl. 13-3a 3Toro
OH JIO CHX TIOp XOIHUT B COTHYTOM HONOKEHHH *, — AyTuukaius 9p13.32p24.2/
nenenus 9p24.2p24.3, 16 ner

JledeHNe — GOoNBIIMHCTBO JETel peryapHO MOCEMAoT
3proTepanuio U GU3NICCKYIO TEPAIHUIO C pAHHETO BO3pacTa.
[IpodeccronambHBIC 3ProTEPaNeBTH H (PU3HOTEPATICBTHI
paboTaroOT HEMOCPEACTBEHHO C BAllIM PEOCHKOM, a TAKXKe
MIPEUIAaratoT UTPHI U YIIPaKHEHUS TS 3aHsATHI goma. OHa
JICBOYKA MPOIOIDKAJIA 3aHUMATHCS (PH3HUCSCKON Tepanueii BIUIOTh
JI0 TSITWJICTHETO BO3pAcTa, MPEKIC YeM MPUCTYITIIIA K 3aHATHIM
IO aJaNTUPOBAHHON (PU3KYIBTYpe. Takum 00pa3oM, 3aHATHS |
(u3nUecKoil Tepanuel ObUTH HE TOIBKO HHTEPECHBIM, HO U Yuactue B CrieruanbHoi
MOJIE3HBIM 3aHATUEM. Omammmaze

OpTte3bl, HanpUMep, CrieIraabHast 00yBb U CKOOBI JIJIs MOACPKKH WM CTSIBKHU TSI
00yBH MOT'YT IOMOYb ITOBBICUTh JBUTATSIBHYIO aKTHBHOCTD, HO MOXOJKa Y peOCHKa,
cKopee Bcero, OyzeT oraudarsest. HecMoTpsi Ha TO, 4TO HEKOTOPBIE IETH MOTYT IOCTHYb
HOJIHON MOOMIILHOCTH M HAYYHMTHCS ITOJHUMAThCS 110 JIECTHUIIE, OeraTh, €3IMTh Ha
BEJIOCHIIE/IE U IJIaBaTh, y APYIHX COXPAHUTCS HEYBEPEHHAs U HECKOOPIUHUPOBAHHAS
NOXO0JIKa, & HEKOTOPbIE U JIaNblile OyayT HYXKJAaThCsl B MHBAJIMIHOM Kpeclie.

(13
C poskieHHs1 eMy IPOBOIWIN (PU3NYECKYIO TePaIiio. ITO OUeHb MOMOIJI0, TaK Kak 0e3

Hee oH OBl M He CMOT HOpPMAJIbHO TIepeIBUTaThes *, — Mymmukamus 9p12p22/nenerus
9p22, 19 ner

Pa3BuTHe: MOTOPUKA PYK U MX KOOPAUHALMS (MeJIKasi MOTOPHUKA)

Y 0oJIbLIMHCTBA JIeTeil BO3MOXKHA 3a/IepKKa B PA3BUTUH MEIIKOH MOTOPHKH U 3PUTENBHO
-MOTOPHOM KOOpAMHAINY, ¥ Y MHOTUX M3 HUX 3TH MPOOJIEMBI COXPAHSIIOTCS U B
MIOIPOCTKOBOM Bo3pacTe. Menkas MOTOpHKa HEOOXOAUMa JJIsL TOTO, YTOOBI TAHYTHCS 38
00BEKTaMH M JePXKATh UX, IePEKIabIBaTh HX U3 OOHON PYKH B APYIYIO, IIOJIb30BATHCA
CTOJIOBBIMHM IIPUOOPaMU, UIPaTh ¢ HTPYLIKAMH, 3aCTETHBATh ONSKAY. MeJKas MOTOpUKa
He BCerJa Pa3BUBAETCs MapajUIebHO ¢ KPYIHOW MOTOpUKOH. CUnTaeTcs, 9To
OCHOBHBIMH IIPHYMHAMH MPOOJIEM, CBS3aHHBIX C MEJIKOM MOTOPHKOH, BBHICTYIIAIOT
THIePMOOUITBEHBIE CYCTaBbl NAJIbLEB, THIIOTOHUS U aHOMAJIMU KUCTEH PYK, B TOM YHCIIe
CIIMIIIKOM COTHYTBHIE M KOPOTKHE TabIthl (cM. pasaen "Pyku u Horn'").

CornacHo cBenenusiM Unique, B OONBIITHHCTBE CIy4aeB HABBIKM MEIKONH MOTOPHKU
YIYYIIAOTCS IO MEPE B3POCIICHHS, HO HEKOTOPHIM MOAPOCTKAM HO-TPEKHEMY
TpeOyeTcs MOMOIIb [TPU BBITIOIIHEHUH €)KEIHEBHBIX OBITOBBIX 33/1a4, TAKMX KaK YHCTKA
3yOOB U OJI€BaHHE.

PanHee BMENaTeIbCTBO MPH MTOMOIIH 3PTOTEPATIHH TSI CTUMYJISIIAE PYK MOKET
okasarthcs KpaiiHe none3nbiM. Cembr Unique ¢ IETbMH, Y KOTOPBIX €CTh PEAKHE
XPOMOCOMHBIE OTKJIOHEHHUS, COOOIIAIOT, YTO HEKOTOPHIE UTPYIIIKA OCOOEHHO MOIE3HBI
JUISL pAHHETO pa3BUTHS pebeHKa, HAMPUMED: MapaKachl, KOJIOKOJBUMKH Ha TIAI0UKE,
OpacIeTsl, MIapUKH IS TMHT-TTOHTa Ha PE30HAHCHOM JTOCKE, JIAMITOUKH, SIPKUE
MY3bIKaJIbHbIC TIPEMETHI M UTPYIIKH, YTOOBI IETH XOTEIU K HUM TSHYTHCS, a TAKXKE
OmnecTsIIIe MPeIMEThI, HAPUMEp, OOJIbINAs TOXKKA (0OCOOCHHO MOJIE3HA YIS YITyUIICHUS
XBaTaTEJIbHBIX HABBIKOB), MAJICHbKUE KYOHKH, CYXapUKH JUIsl CAMBIX MAJICHbKUX HITH
UTPYIIKHU Takoro xe pazmepa (Unique).

(11 o o
V Hee ecThb 3aCPIKKHA B PA3BUTHU MCJIKOU U KPYITHOU MOTOPHUKH. B 10 ner ona J10 Cux
TIOp HC MOXKCT 3aBsA3bIBATh HIHYPKU, 3dCTCTUBATD ITYT'OBUIbI, YACTUTDH 3y6I>I 3y6HOI>i
HUTBIO, ITIOJIB30BATHCA HOXKOM, €3/JMTh Ha BCJIIOCUIICAC U I1JIaBaTh. Ilomumo 9TOro, y HEC
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TJIOX 0¥, HO IOCTATOYHO pa36opUMBbIii mouepk >, —
nymmakanust 9p21.3p24.2/nenenms 9p21.3, 10 e

“ HecmoTps Ha TO, UTO HAII CHIH HAYAJ EPEBOPAUMBATHCS
MPUMEPHO B 9 MECHIIEB, OH /10 CUX MOP TaK U HE HAYYUIICS
0J13aTh, CUJIETh WU XOJUTh. Y HEr0 OYEHb XOPOIIIO pa3BUTa
MeJIKas MOTOpUKa U 3pUTENIbHASE KOOPIUHALIMS — OH MOXKET
JIepKaTh BCE UTO YIOAHO U MePEeKIaabIBaTh MPEIMETHI U3
OJTHOH PYKH B IPYTYIO WM KJIACTh UX B POT °, — yTLTHKAIIHS
9p12p22/nenenums 9p22, 19 ner

Cnoco0HOCTB K 00yUeHH IO

PonuTensiM ciietyer ObITh TOTOBBIMH K TOMY, 4TO y peOeHKa
MOT'YT BO3HHUKHYTh HEKOTOPbIE TPYAHOCTH B Mpoliecce 00yueHHsL.

CornacHo cBeneHusIM U3 0a3bl 3HaHMK Unique 1 MeIUIIMHCKOM JINTEPaTyphl, y AETel C
JyIUIMKauei/aenernyei XpoMocoMsl 9p MOTYT BOSHUKHYTh TPYAHOCTH B 00Y4EHHH,
KOTOpBIE BAPbUPYIOTCS OT YMEPEHHBIX 10 CEPbE3HBIX (CM. TaOIHILY).

Crnoco0HOCTh K 00y4EeHHIO MOXKET CYIIECTBEHHO pa3nuyatbes. Hampumep, y Mononoro
YyeJIoBeKa C COUeTaHWEeM AYIUIHKAMU 9p22p24.2 u TepMuHaIbHON nenerun 9p24.2p B
Bo3pacte 20 et IQ HaxomuTcs «HIDKE HOPMBI». B Ipyrom ciydae y Moooro 4eioBeka
¢ coueTaHueM Jyrumkaimu 9pl2p22 u tepMuHANBHOM Aenenn 9p22p Habironaercs
TsDKENasi CTeleHb TPYIHOCTEH B 00y4EeHHH, TaK KaK ero «KOTHUTHBHBIE CIIOCOOHOCTH
MPUOIMKAIOTCS K CIIOCOOHOCTAM pebeHka B Bo3pacte ot 1,5 1o 2 ner». Jlaxe y nereii ¢
OJIHUM U TeM K€ TE€HOTUIIOM MOJKET OBITh pa3Has CTEIeHb TPyAHOCTeH B 00y4yeHuu. Tak,
HamIpuMep, y IBYX CecTep ¢ coueTaHueM Aymukarmu 9p21.3p24.2 u nenermun
9p21.3p21.3p21.3 ObLIH BBISBICHBI TSKEJBIC U YMEPEHHBIC TPYAHOCTH B 00Y4EeHHU
coorBerctBeHHO (Al Achkar 2010; Unique).

JAnana3oH cnocooHoCTe K 00y4eHH 10

TpyanocTu B 00y4yeHUH 9/9 14/14
1

Heooabmme

Hedoab1mue/YMepeHHbIe

YmepeHnHbie

Ymepennnbie/Cepbe3nbie

Cepbe3Hble/KpaiiHe TsKeJIble

Kpaiine Tskesbie

0
1 0
3 1
1 0
Cepbe3nble 3 4
0 0
1 0
0

Heun3BecTHO 8

* Muroya 2000; Krepischi-Santos 2003; Faas 2007; Hauge 2008; Swinkels 2008; Hulick 2009;
Jelin 2010; Al Achkar 2010; Chen 2011; Di Bartolo 2012; Neira 2012; Recalcati 2012;
Kowalczyk 2013; Schlade-Bartusiak 2013; Pedurupillay 2014
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Hecmotps Ha To, uTO yuacTtok mexay 9p22.3 u p23
CUHTAETCA «KPUTHUYECKUM Y4aCTKOM» JUIs
BO3HUKHOBEHUS HAPYIIEHU YMCTBEHHOI'O Pa3BUTHUSA
y IeTei ¢ nyruKanmeit 9p, u OONBITMHCTBO
HMMEIOIIUXCS JaHHBIX NMOATBEPAKAAIOT 3TO, Y
HECKOJIBKUX JeTel ¢ AyIIMKalen, 3aTparuBaronen
JTAaHHBIA y4acTOK, HE BBIABICHO TPYAHOCTEHN B
o0y4enun. [Ipr 5ToM y HEKOTOPBIX JETei ¢
IyTUITMKALUEN, He pacpoCTpaHsIonieiics Ha JaHHbIN
Y4YacTOK, B TOM YHCIIE Y €ANHCTBEHHOrO peOeHKa C
nymnukanuei 9p22.1p22.2, Habmoaarores
HEe3HAYHUTEIIbHBIE TPYAHOCTH B 00YUEHHH.

Cornacno ganHbM Unique, cpeay ceMHU YH4aCTHHKOB C «HEOOJIBIION/MUKPO-»
QymuiiKanuei yyactka 9p24 uinm ero yactu, KOTopas He 3aTparuBaeT Ipyriue y4acTKu
XpOMOCOMBI 9, y OONBIIMHCTBA OBLIH BBISBICHBI HEOONBIINE TPYAHOCTH B 00y4eHHH, a y
Masb4MKa ¢ Ayrukanueii 9p24.1p24.3 Habmoaanachk cpeiHss WK TsKemasi CTeNIeHb
TpynHocTed B oOydeHun. [1o nmpeaBapuTenbHbIM AaHHBIM, KPUTHYECKOW 00JIaCThIO IS
MOSIBJICHUS IPU3HAKOB, XapaKTEpHBIX JUIA CHHIpOMA JIeNeliuu 9p, BKI04as TpyAHOCTH B
00y4eHUH, SBIISIETCSl YUACTOK MEPECeUEHHs, PACIIONIOKEHHBIHN B rpeaenax 9p22p23).

HeKOTOpBIe HCCIEA0BATEIN CUUTAIOT, YTO 3TU CBEACHUS HYXXJAIOTCA B YTOUHCHUH, TaK
KaK JIeJIeIMH, BKIIFOYAIOIIUE AUCTAIBHBIE OTIEIbI XPOMOCOMBI, PACIIONIOKEHHBIE OJIVKE K
KOHITY 9p, TaxoKe BIUAIOT Ha MOSBJICHHE IPU3HAKOB, XapaKTEPHBIX ISl CHHIpOMA
aenenuu 9p. D10 noaTBepkaaroT JaHHbIe Unique, COrIacHO KOTOPBIM Jaxe y JeTel ¢
nenernuet 9p, BKIIOYAIOIIEH TOIBKO y4acToK 9p24.3, BHE 3aBUCHMOCTH OT HAJINYHS
JOYIUIMKaIui 9p, BOSHUKAIOT TPYIHOCTH B 00y4eHHU Pa3HON CTENEeHH, HaYuHas OT
MIOJIHOT'O OTCYTCTBUSI TPYAHOCTEH B 00y4eHHH, IO CPEIHUX M CEPbE3HBIX, a B PEAKUX
ciy4asix u 10 KpaiiHe cepbe3nbix (Di Bartolo 2012; Unique).

VY GonbIIMHCTBA AeTeil BOSHUKAIOT TPYAHOCTH C 0OYYSHHEM PHCOBAHUIO, YTEHHUIO,
IIICHbMY U HCIIOJIb30BaHUEM KJIaBHAaTyphl. HeKoTOpBbIe JeTH MOI'YT CO BpEMEHEM OCBOUTh
9TU HaBBIKH Ha 3JIEMEHTApHOM ypoBHe. JleTu ¢ Oonee THKENbIMU WIIN Cepbe3HBIMU
TPYAHOCTAMH B OOY4EHHU HE MOT'YT OCBOHTH 3TH HaBBIKH. TeM He MeHee, OONBIINHCTBO
poauTenei 0TMEYAIOT, YTO Y UX JeTel €CTh U XOPOILIO Pa3BUTHIE YMEHHUS, U B KAKIOM
OTAEIHHOM CITydae OHW YHHKAJIbHBI, HAUMHAS OT XOPOIIO PA3BUTHIX HABBIKOB YTCHUS 1O
CHOCOOHOCTEN CIIPABIATHCS € MPAKTUUECKUMU 3a1aHusAMu. Hampumep, ognH peGeHOK Ha
YIUBIICHHE XOPOIIO 3alIOMHHAET UIMEHA U MECTa M yMEET 3aMedaTh MeIbYaiIlue AeTallH.

Kpowme toro, poautenu u3 rpymmsl Unique 0TMEYAIOT, YTO C BO3PACTOM CIIOCOOHOCTH
JieTell K 00Y4eHHIO yITydIIaeTcs: Onaroaaps MeToy mpod U omuOoK. Y HEKOTOPBIX JeTei
CHUTYallus 3HAUYUTEIIHHO YIY4IIHIACh, HECMOTPS Ha TPYAHOCTH B MIIQJICHYECTBE U
paHHEM JIeTCTBE, OCOOSHHO MOCIIe OCEIICHNS 3aHATHI, HATIPaBJICHHBIX Ha Pa3BUTHE
HaBBIKOB 00mIeHns. MHOrHe pomuteny u3 rpymmisl Unique 0TMEYAIoT, YTO NX PeOEHOK He
CIIEIIUT IPOOOBaTh HOBOE M IPHOOPETaTh HOBBIC HABBIKH, HO HEKOTOPHIC YIIOMUHAIIH,
YTO HACTOHYMBOCTH U IMOOLIPEHHUE YaCTO MPUBOAAT K YCIICITHOMY PE3yJbTarTy.

Y Hamiero cbiHa He OBUTO BBUIAIONMXCS CIIOCOOHOCTEH, M HAM Ka)KeTCsl, UTO B
MJIaJICHUYECTBE Y HETO OBLIH KpaifHe cephe3HbIC TPYTHOCTH B 00yUCHHUH, HO KOTIa OH
CTaJ CTaplilie ¥ HaJaJl OCBaWBaTh YTCHUE U MIIICEMO, TO TIPEB3OIICI BCE HAIIA OXKUIAHUS.
o 10 mreT oH He TOBOPWII U HE BIAJIEN XKecTaMH U3 mporpaMmbl MakaToH. Eciti Ob1 MBI
HE HaYJUIIU ero O0MIATHCS B YETHIPE TO/1a TIPU TIOMOIIA KOMMYHHKATHBHOTO aTb0oMa U
CHIMBOJIOB, sI [yMalo, Y HEro He ObLTO OBI TAKOTO TIpOrpecca, ¥ HaM OBl TaK U He yAaloCh
OLICHUTH €T0 IMOTCHIMAJ. B HacTosIIIee BpeMs Y HETO €CTh TPYAHOCTH B O0YUCHUH, OT
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CPEIHUX IO KpaifHe Cephe3HbBIX, TPUIEM, CEPhE3HBIX OOJIBIIIE.
OH ere HE COBCEM HAYJHJICSI PUCOBATh, CUATATH U
MTOJTH30BATHCS KIIABHATYPOH, HO YUTACT Y'KE Ha YPOBHE peOCHKA
MIATH-IIECTH JIET, YTO MOyIaeTcs y Hero Jrydiie Beero. Hamr
CBIH y’K€ OCBOMJI 0230BbIC HABBIKH MTICEMa, MOJKET ITHCATh,
€CITU MPUICPIKUBATH €r0 PYKY U IOMOTaTh BHIBOIUTH OYKBEI, a
TaKXKE OH HAYYHJICS ITUCATh CBOE UMs caMOCTOsATeNIbHO. OH
MOJKET HaOMpaTh TEKCT Ha IUIAHIICTE C IIOMOIIBI0 BCTPOCHHON
(hyHKIIUHU TTOMOIIHHUKA U CAMOCTOSITEIIBHO MOJIb30BaThes iPad,
HAIIPpUMEp, OTKPBIBATH MPIIOKCHUS, IIPOTUCTHIBATH CTPAHUIIBI
u T.71. OH OYEHb COMPOTUBIIICTCS] O0YUCHUIO HOBBIM HABBIKAM,
HO CO BPEMEHEM eMY HaYHHAET HPABUTHCS , — AYIUTHKAIHS
9p13.32p24.2/neneuus 9p24.2p24.3, 16 ner

“ B mkone Hamry 104b BO BceM MOIEPKHBAIOT, M CEHUaC OHA yauTCs B 7-M Kacce
(TIepBBIii TOJ CpeAHEH MIKOIBI B ABCTpasuu), HO €e CHOCOOHOCTH MOKa 4TO Ha ypOBHE 3-
ro kiacca. OHa yMeeT prcoBaTh, YUTaTh, IMCATh U TIOJIL30BATHCS KilaBUaTypoil. OHa
JIFOOUT MOMOTaTh, U €€ MO3T XOPOIIIO CIPABIISIETCS C PAKTUYECKUMHU 3a7]a4aMH, KOTOpPbIe
el oueHb HpaBATCcAd. OHAa MOXET CONPOTUBIIATHCS MPUOOPETEHHIO HOBBIX HABBIKOB,
0COOEHHO €ciIM y Hee uTo-To He nojiydaercs. Eif Tpedyercs B ueThipe pa3a Oosnblie
BPEMEHH, YeM JIDYTUM JIETSIM, YTOOBI YeMY-TO Hay4uThCsl. Ecim e 4To-To HpaBHUTCSI, OHa
Oy/leT HACTOMUMBA M MPEYCIIEET B 3TOM *°, — jayruukamus 9p12p24.2/nenemus 9p24.3,
13 ner

“ Crioco6HoCTH Hameif [ouepy HAXOAATCS HA YPOBHE MATHIETHETO pedeHKa, 1 OHa
TOJIBKO HAYMHACT YUUTHCA YUTATDh. Omna 3Haer 6yKBI)I 1 3BYKHU U YUYUTCA IPOU3HOCUTH
clloBa U3 Tpex OyKB, HAuMHAIOIIMeCs: 1 okaHunBaronecs: Ha cornacuyio (CI'C). Eit
HPAaBUTCA YIHUTHCS C IOMOLIBIO AETCKUX IECEH U ITOBTOPCHU ”, — AYIUIUKaIusa
9p21.1p22.3/neneuust 9p22.3p24.3, 7 ner

O0pa3zoBanue — corylacHO faHHBIM Unique, NeTH HyXKIAalOTCS B IOIOIHUTEIEHOH
nojiiep kKe B mporiecce o0yuenus. Jlo Hadaia oOydeHusl B MIKOJie OONBIIMHCTBO JeTeit
nocemany o0bI4HbIe 0011Ie00pa30BaTENbHbIC SCIH WK JIeTcKue caabl. OHa JeBouKa 3a
TOJl 10 IIKOJIBI 3aHUMAJIACh II0 POrpaMMe PaHHETO Pa3BUTH, IO KOTOPOH OHA
3aHUMaeTCcs O CHX IOp, U TOrO YTOOBI YCIEIIHO OCBaUBATh yIeOHYIO MPOrpaMMy
TIOJTHOCTBIO PACKPBITH CBOW ITOTEHIHA C IOMOMIBI0 00y4YEeHHs B TOCYJapCTBEHHOM HIIH
YaCcTHOM 00pa30BaTelIbHOM yupexaeHun. [Ipu stom 3 u3 9 nereit 3aHUMAaHCh
WHIMBUIYaJIbHO WM IOCEIIAIH JOMOTHUTENbHBIC 3aHATHS B 00IIe00pa30BaTeNbHOM
mkose. Hekoroprle 00ydanuch B KOPPEKIIMOHHOM Kilacce B 0011e00pa3oBaTeNbHOM
mKoe. 2 U3 9 mocemany CenuaTbHYO MIKOTY. 2 U3 9 nepenuiu u3
00mIeoOpa3oBaTeNbHON B CrICUANbHY0 KoY. OnuH 9-TeTHAI MallbYrK YIHIICS Ha
JIOMY, | ellle OJ{Ha JIeBOYKa HEe JOCTHIJIA IIKOJIBHOTr0 Bo3pacTta. Heckonbko ponureneit
€000MIaf0T, 9T0 00yUEHHE JAETCS UX JIETSM JIerde, €CIi OHO BKIIFOUaeT B ceOs eHne i/
WITH MY3BIKY.
PanHee BMeIaTebcTBO MOXKET OKa3aThCsl 0COOEHHO ToNie3HbIM. HanpuMep, poseneHue
o(UIHaIBHOTO TECTUPOBAHNUS MOXKET OBITh PEKOMEHIOBAHO IS BBHISIBIICHUS
MHIMBHUIYaJIbHBIX 00pa30BaTeIbHBIX MOTpedHOCTElN pedenka. B Bennkobpuranuu mo
ntoram oneHku norpednocreit EHC («O6pazoBanue, 31paBooXpaHeHNE M COLUATILHOE
obecrieueHne») pazpadaTsiBaeTcst HHANBHAYadbHAs nporpamMma EHC. [lanHbIi qOKyMeHT,
MMEIOINH FOPUIMYECKYIO CHITY, TapaHTUPYET, YTO PeOCHKY Oy/eT MpeaocTaBiIeHa
Heo0XoauMasi IIOMOIIb B cepe 00pa3oBaHus, 3APaBOOXPAHEHUS U COITUATEHOTO
obecrieueHust (paHblIe IETSM, HCIIBITHIBAIOIINM TPYIHOCTH B 00yUEeHHH, BBIIABAIOCH
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CBUJICTEITECTBO 00 0COOBIX 00pa30BaTELHBIX MOTPEOHOCTAX). Pourenu coobImaroT, 9ro
mporiecc BKITroueHus B nporpammy EHC v SKBHBaJICHTHYIO €if MOJKET OBITH CIIOXKHBIM,
Y HEKOTOPBIE W3 HUX BOCIIOIH30BAJIMCH TIOMOIIIBIO FOPHICTOB, 3aHUMAIOIINXCS BOIIPOCAMH
niereil ¢ 0coObIMU 00pa30BaTENbHBIME MOTPEOHOCTSIMU.

“ Ham cpin momyuun o6pa3oBaHue B IIKOJIE UTs feTeil ¢ 0cOOBIMHI MOTPEOHOCTAMH, U
ceifuac OH mpojoKaeT 00y4eHne B KOJISKE IS CTYACHTOB € 0COOBIMHE
MOTPEOHOCTAMHU. MO# COBET APYTMM POAUTEINAM: JeaiiTe TO, YTO OyAET JTydIlle s
pebeHka, a He 11 Bac. S 3Haro, 4TO MHOTHE POAUTENN OTAABAIIN CBOHX JIETEH B OOBIYHBIC
HIKOJIBI, HO JIETH YyBCTBOBAJIHM ce0sl TaM HeyBepeHHO. He HrHOpUpYHTE IIKOMBI 1715 eTeit
¢ 0COOBIMH MOTPEOHOCTIMH, TAK KaK B 3THX IIKOJTaX 00pa30BaTENbHbII MPOIECce
aaNTHPOBAH TaKKM 00pa30M, KOTOPBIf MOKET yIOBIETBOPUTH OTPOMHOE KOJTUYECTBO
notpebHoCTe# Batero pedeHka. Mbl JIerKo MONYYHIIN CIIPABKY IIE-TO B BO3PACTE TPEX
net. Y Hero J10 CHX IOop ecTh CIipaBka 00 0coObIX 00pa3oBaTEIbHBIX MOTPEOHOCTSIX, JlaKe
HECMOTpSI Ha TO, 4TO eMy 19 Jiet, MBI yKe 4eThIpe roja He 00paliainch K IOpucTam, u 'y
HETO HET UHAWBUAYAJIbHOI'O MEAUIIMHCKOI'O IIJIaHa (OﬂHaKO s IOCTOAHHO [lO6I/lBa}OCb
sroro) , — mymmukanms 9p12p22/nenenus 9p22, 19 ner, BenmukoGpuranus

“ Ham chIH yunTcs B 0OBIYHOI HAUAJIBHOM IIKOJIE B KJIACCe JUIs JIETeH ¢ JIErkoi 1
YMEPEHHOU CTENeHbI0 YMCTBEHHON OTCTAJIOCTH, I/I€ BMECTE C HUM 00ydaroTcs 8 pedsT ¢
pa3HbIMU TpobIeMaMu. Y HEro eCTh YUUTEb M MOMOIIHUK. Harir ceiH XomuT B
0011e00pa3oBaTeNbHbIN KiIacC Ha POJICHKY U MOCEIIAET 3aHSTHS 110 aaTHBHOM
(bu3KyNbTYpE, alaTUBHOMY W300pa3UTEIIbHOMY UCKYCCTBY U aJIalITHBHON MY3bIKE, a
TaKXKE XOAUT Ha OProTeparivio U 3aHATHUA C JIOTroIeaoM (I/IHJII/IBI/UlyaJ'lI)HI)IC u prHHOBbIe).
B mikose oH Kaxblid ol MPOXOIUT IPOBEPKY ci1yXxa. Mbl OYEHb pajibl, UTO KUBEM B
paiioHe, B KOTOPOM 00paIaloT BHUMAHHE Ha 0COOble 00pa3oBaTeIbHbIe TOTPEGHOCTH ,
— nyrmakarst 9pl3.1p24.3/nenenums 9p24.3, 9 net, CILIA

“ Ona nmocemana JBa IETCKUX cajia: Ha 3TO OBUTH COTMACHBI Bee, axe 5. B 5ToM roy ona
MOWIeT B MepBhIii kaace. Hac yroBapuBasy mOWTH B KJIAcC I AeTei ¢ 0cOOBIMU
00pa30BaTeIbHBIMU ITOTPEOHOCTSIMH, HO 51 OTKa3aJ1ach, IOTOMY YTO MOSI I0Yb OYEHb
o0uMTeNnpHas U cTapaTelbHasl, HECMOTPsI Ha TO, UTO Y Hee 3aJiepKka pa3Butus. Ee HiaHs
— 9TO ee JIMYHas MojAepKKa. Mo COBET: OTCTanBalTe Kak MOJKHO OOJbIIIE MTPaB.
BHumaTenpHO 03HAKOMBTECh C HHANBUAYAIbHONW 00pa3oBaTEeIbHOM MPOrpaMMon |
yOeauTech, 4To peOEHOK CMOXKET OCBOMTH 00111e00pa30BaTENIbHYIO IPOrpaMMy, JaxKe
€CIIM ATO OYAYT 3aHATHS HEMOMHOro yueOHoro nHs. Hammm nersim xoporno faercst
MY3BIKa, TIO3TOMY, KaK MHE Ka)KeTcsl, HAM CTOMT JIBHTAaThCS B TOM HATIPABIEHAH ), —
nymukanust 9p21.1p22.3/nenenms 9p22p24.3, 7 ner, CIIA

Peun u o01menne
VY nereil HaOMIONAIOTCS 3a/IEPHKKU B PAa3BUTHH S3bIKA M PEUH.
OpHY JeTH TIPOU3HOCAT CBOM TIEPBBIE CIIOBA B BO3PACTE ABYX-TPEX JIET, IPYTHE HAUMHAIOT
TOBOPHTH ITO3KE, @ HEKOTOPHIE HE HAYMHAIOT TOBOPHUTH COBCEM. DTH CBEIICHUS
MIOATBEPXKIAIOTCS KaK MPUMEPaMH M3 MEANIIMHCKOHN JIUTEpaTyphl, TAK U CBEICHUSIMH
Unique. [Jaxe ecau AeTH NPON3HOCHIN OTAETBHBIE CIIOBA, XapaKTEPHBIE VIS I€TEH B
BO3pacTe OHOTO T0/1a, OHW OTCTABAJIM OT CBOMX CBEPCTHHKOB B JalIbHEHIIIEM Pa3BUTHU
SI3bIKA ¥ YMEHUH 3P PEKTUBHO O0IIATHCS.
Jletn, KOTOpBIE HAYNHAIOT TOBOPHTH, 3a4acTYIO CTAJIKUBAIOTCS] C MHOTOYHCIICHHBIMU
mpoGJieMaMu, CBI3aHHBIMU C Pa3BUTHEM KOMMYHHKAaTHBHBIX HaBBIKOB. Harmpumep,
HEKOTOpBIE IETH Aaxke B BozpacTe 9-11 JeT mpomorKaoT NCTIONb30BaTh MPEIIOKEHUS 13
JIBYX WJIN TPEX CIIOB, B TO BpeMs KaK JIPyrue roBopsT OETI0 U NCTIONB3YIOT JUIMHHBIC
CJIOXKHBIE MPEIOKEHHNS, TIPH ITOM TPaMMAaTHKa U CIIOCOOHOCTh TTOCTPOUTD
CHHTaKCHYECKH MPABUIILHOE MPEIOKEHUE JAIOTCS UM C TPYIOM.
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OmnbIT ogHol cembn n3 CIIA...

“V nameii 17-neTHel gouepu coderanne gyminkanun 9p23p24.1 u nenenuu 9p24.1p24.3.
OHa XOIUT B KOPPEKIIMOHHBIN KIIACC TSI ACTEH C YMEPESHHBIMH TPYIHOCTSMH B O0YYICHHH.
Korza eii ObLIO IEBATH JIET, B IIKOJIE CKA3aJIM, YTO OHA CIIPABIISIETCS C MPOTrPaMMOIi: OHA
YuTaja Ha YPOBHE TPETHETO KiIacca Oarogapsi YaCTHOMY PEIIETHTOPY IO YTEHHIO, KOTOPBIH
3aHUMAJICS C HEH B TEYEHHUE OJHOT0 Yaca Kax /bl 1eHb. Kpome Toro, oHa Hay4uiach
CKJIA/IbIBATh M BBIYMTATh YUCIA (C MEPECTAHOBKOW) M TOIBKO YTO 3alIOMHHJIA TAOIHUILY
YMHOXEHUs. Eff CITO)KHO CUMTATh JE€HBIH U ONPENeNsiTh BpeMs Mo o0bdHbIM yacaMm. OHa
OTJIMYHO MTOHUMAET TO, YTO CIBIIUT U YUTAET, U BCET/Ia TOTOBA BBIPA3UTh CBOE MHEHUE BO
BpeMsi 00CYXIeHH s, KOrJia YyBCTBYET ce0sl yBEpSHHO Ha mmyoiuke. Tem He MeHee, eif ¢
TPYZOM J1aBaJIOCh MUCHMO, TIOATOMY OHA IOIIIA Ha SPrOTEpPaIHio, YTOObI YITYUIIUTh
MEJIKYI0 MOTOPHKY.

Eif HpaBMIIOCh YYHUTHCS B KOPPEKIIHOHHOM KIIacce, HO B IIKOJIBHOM OFOJDKeTe OBIIO MaJlo
JICHET, TI03TOMY B CIIEIYIOIIEM FOAY ei IPEACTOSIIO IPOXOIDKUTE 00YIEHHE B OOBITHOM
IIKOJIe. DTO CHIIBHO 00ECIIOKOMIIO HAC, TIOTOMY YTO Y HEe HEe0CTaTOYHO OBUTH Pa3BUTEI
pedb ¥ IIACBMO.

B BoceMb J1eT MBI IIPOILIHY OITHOE 00CIeJ0BaHHUE U Y3HAIN MHOT'O HOBOrO. YeThipe
JIOKTOpA, K KOTOPBIM MBI OBUIN 3aITUCAHBI HA KOHCYJIbTAIINIO, OBUIA YBEPEHBI, YTO Y HEe
ayrusM. Hameid qouepu TpyAaHO 1aBaioch OOLIEHHE, TaK KaK OHa Oblja eMHCTBEHHON
JIEBOYKOM B Ki1acce. UTOOBI 5TO NCIPaBUTh, 51 HAIILIA MECTHYIO TPYIIITY JI€BOYEK-CKayTOB, B
KOTOpPOH e ObUTO OBbI IpoIIe 00MATHCS U pa3BUBAThH COI[MANIbHBIC HABBIKK. HecMoTpst Ha To,
YTO OHA OTCTPAHSIIACH OT IPYIIIBL, U €1 TSHKENO ObLIIO YCTAHOBHUTH 3PUTENBHBIA KOHTAKT, 5
JIyMato, 4TO OOIICHUE C APYTUMH JeBOYKAMH ITOMOTJIO0 eil. MHe Takke ynanoch HauTH
COLMAJIBHYIO TPYIILY, KOTOpasi Kax10€ BOCKPECEHbE YCTPauBaeT SKCKYPCHH TSl AeTel ¢
0COOBIMH MOTPEOHOCTSAMH, YTOOBI OHH Pa3BUBAJIA CBOW HABBIKU OOIEHUS. Y HAIICH JOYKH
ObIBaIOT BembIKY THeBa, U oHa [IOCTOSHHO kyna-to cniemut. Eif Hy>KHO MOCTOSTHHO
00BSCHATD M IIOJCKAa3bIBATh, TOITOMY MBI Ja€M €ii BBIIIOJIHATD 3aaHKs, B KOTOPBIX HE
0oJiee OJJHOTrO MJIU JIBYX JCHCTBHMA. B BO3pacTe MIECTH JIET el MOCTABUIN JUATHO3 «CHHAPOM
JnedunyTa BHUMAaHUS U THIEPAKTUBHOCTHY. UTOOBI CIPAaBUTHLCS C TPYAHOCTSIMU B
IIOBE/ICHHH, € IPOIKCANIN CTUMYIUPYIOUINE MPEnapaThl B BO3PACTE CEMH C IOJIOBUHOMH JIET,
1 oHH eii momoriau. Korna oHa crana mpuMHUAMATH JEKapCcTBa, OHA MEpelia U3 IETCKOro caja
B IIIKOJIy ¥ TaM MOTJIa YUTaTh Ha ypOBHE BTOPOTO KiIacca.

B neBsTh €T OHa Oonee-MeHee yMena IphIraTh U KaTaThCsl Ha YETHIPEXKOIECHOM
BeJIOCHIIee, HO MHOT/Ia 3a0bIBaia TopMo3uTh. OHa Beeraa ObUTa HEMHOTO HEYKITIOXKEH,
MIOSTOMY YacTO CIIOTHIKAJACh U Majgana. Sl Bce-Taku Halula YYUTeNsl 10 THMHACTHKE,
KOTOPBIH C pagocThio 3aHUMAaJICs ¢ Heil. OHM paboraiu Hax OajJaHCOM M KOOpAUHALMEH, U
€l OueHb HPABWJIMCH 3TH 3aHATHA. OHa MOYTH HAyYHJIach AENATh KOJIECO.

B 17 net ee unaMBUayalibHAsE 00pa3oBaTeIbHAS IPOrpaMMa COOTBETCTBOBAJIA YPOBHIO 12-
neTHer AeBoukd. OHa MocenaeT YacTHYIO IIKOIY, KOTOpasl Cenraau3upyeTcss Ha 0COOBIX
00pa3oBaTeNbHBIX MOTPeOHOCTAX. CHaYa a OHa MMONUIa B BRITYCKHOW KJIacC, HO Ha
CJICAYIOIIMIA TOIl MBI IIEPEBENH €€ Ha HHANBUAYyanbHOE 0OydeHue. Ecnu Obl OHa 3aKOHYMIIA
3TOT KJIACC, TO B 18 j1eT oHa OBl MOMy4HIa JUIIOM 00I1e00pa30BaTEIbHOMN IIKOJIBI 00
OKOHYaHMH CTapIINX KIACCOB, U el OBl MPHUILIOCH BCTPAUBATHCS B OOIIECTBO, KaK U
J000MY IPYroMy YelIOBEKY, a 9TO HEBO3MOXKHO.

MHe npHuIuIoch HaHATh aIBOKATa, YTO0BI OH MOMOT HaM JOOUTHCS UHIUBHIYaTbHOM
obpa3oBaTenbpHON mporpaMmel. HEKTO He nenuTcs HH(OpPMAIHel ¢ pOAUTENISIMH, I03TOMY,
K COXKaJICHHIO, Oe3 a/[BOKaTa s He 3Hala, KyJa oopaturscs. Hamra gous 3aHUMAaeTcs ¢
JIOTOIIEZIOM C TPEX JIET, MOCEIAIa 3aHATHS 10 KOPPEKTUPOBKE 3PEHMS, a C IISITH JIET XOAUT
Ha 3ProTEPaNHrIO U aJalTHBHYIO QH3KYIBTYPY.

OHa Tafoke e31uIa Ha IBe He/IelH B JISTHHI JIareph Ul JETeH ¢ 0COOBIMHI MOTPEOHOCTIMMY,
B KOTOPOM OHA CMOIJI4 PA3BUTh IPYrUe XKU3HEHHO BAKHBIE HABBIKH .

25



YacTo AeTAM CII0KHO YETKO U BHITHO TPOU3HECTH 3BYKH, YTO MOXKET 3aTPYIHUTH
obIeHne ¢ He3HaKOMI[aMH. PaciierienHoe Hebo, POOIEMbI CO CITYXOM U HapyIIeHHE
PEUYEBOro Pa3BUTHSI, HAPUMED, PeUeBas TUCIPAKCHS, JUT KOTOPOH XapaKTepHO
Hauuue BepOanbHOU aucnpakcun, Wik PBJI, Merraroriye BEpHO U MOCIEN0BATENLHO
M3JIaraTh CBOU MBICIH — BCE 3TH MPOOJIEMBI MOTYT ITPUBECTH K 3aJICPIKKE B PA3BUTHU
PEeYH U KOMMYHUKATHBHBIX HABBIKOB, YTO CBUAETEIBCTBYET O BAXKHOCTH HUX
nanpHeimero nzyuenus (Teebi 1993; Krepischi-Santos 2003; Faas 2007; Hauge 2008;
Swinkels 2008; Hulick 2009; Jelin 2010; Neira 2012; Kowalczyk 2013; Schlade-
Bartusiak 2013; Pedurupillay 2014; Unique).

BonbimHCTBO poauTeNel CUUTAIOT, YTO UX AETH NOHMMAIOT HAMHOTO OOJbIIE, YeM
MOT'YT BBIPa3uTh. Jlaxke Te A€TH, Y KOTOPBIX HEIJIOXO Pa3BUTa PeUb, UCIIBITHIBAIOT
TPYIHOCTH C BBIPRKEHUEM MBICIIEH, YTO IPUBOJIUT K Pa304apOBaHHIO U Nepenagam
HacTtpoeHus. Ecnu peus y fereil He pa3BUTa WIK HOJTHOCTBIO OTCYTCTBYET, MOXKHO
WCIIOIb30BaTh aJbTEpPHATUBHBIE MIIH JOMOJIHUTENIBHBIE cIOCO0bI KoMMyHuKaimu (AJIK)
JUIsL yITydIeHus rnporecca odmenns. Hanpumep, nporpamma MaxkatoH (coueTanue
peuH, KECTOB U CUMBOJIOB, UCITOIB3yEMOE JIFOJIbMH C KOMMYHUKATUBHBIMHU
paccTpoiicTBaMH JIst OOIIEHHs ), XKeCTbl, MUMHKY, kapTouku [IEKC (cucrema o0yuenus
KOMM YHHUKAIIMH [PU TIOMOIIHM KapTHHOK) U o01ieHue rpu nomorny iPad.

KoHcynbTanus y jgoromnezia NoMOXXeT BBISIBUTh TPYJHOCTH, C KOTOPBIMU CTaJIKHBAETCSI
peOeHOK, YTOObI HAWTH T4l C10cO0 pa3BUTH S3bIK U pedb. PeryispHbie 3aHsTH C
JIOTOIIEZIOM ITOMOTIIM MHOTUM JIeTsiM 13 rpynmbl Unique.

Opnna cembs Unique nopexomMeH0Baj1a MUO(YHKIMOHAIBHYIO TEPAIUIo, KOTOpast
MIOMOTraeT YJAy4LIUTh peub. JTa TEpanus BKIIOYAET B ce0sl yIpaKHEHUs AJIs JIULa U
SI3bIKA U TIPHEMBI TI0 KOPPEKTHPOBKE TOBEICHNUS, KOTOPBIC HAIEJICHBI HA YITy4IlIeHHE
TIOJIO)KEHMS SI3bIKA, PEUH, AbIXaHUs, [TIOTAHUS U )KEBaHHU.

IMpn aynnukamuy 9p KpUTHYECKOH 001aCThIO VIS MOSABIICHUS 3aEPXKEK B Pa3BUTUH
pedu u s3bIKa cuuTaercs yuactok 9p21.2—p21.3 (Zou 2009). Tem He MeHee, Y
HEKOTOPBIX JeTell OblIa BBIBICHA 3a/lepykKKa PeUYeBOro pa3BUTHS, HECMOTPS Ha TO, YTO
oOHapy)XeHHasl y HUX AYIUIMKaLus ¥ Aenelns 9p He 3aTparuBasia JaHHBIH Y4acTOK U
pacrpocTpaHsiach TOJIbKo Ha 9p24, mo3TOMy JaHHYIO 00JIACTh HEOOXOIUMMO H3YYUTh
6onee noapooHo (Stumm 2002; Boujhar 2011; Unique).

“ Eit Bcera 6b1710 CTIOKHO TOBOPHTH, TIO3TOMY OHA Hauaja XOAUTh K JIOTOMe/y B
BO3pacTe IBYX C MOJIOBHHOMU JieT. HecMoTps Ha TO, 9TO MBI TIOYTH BCETIa IOHUMAEM,
YTO OHA XOYeT CKa3aTh, HE3HAKOMBIM JIFOJSIM IIPHXOIHUTCS TpynHee. OHa OueHb OBICTPO
TOBOPHT, HO €CITH €€ MOIPOCHTH TOBOPHUTH MIOMEIICHHEE, TO ee JIerde IMoHsITh. B perctee
OHA HavyaJia TOBOPUTH C HEBHATHOTO OOPMOTAHMSA, a C MIIAAIINM OpaToOM OHHU OOIIATTHUChH
Ha NPUIYMaHHOM si3bIKe. HaM IpHInIoch nX pa3iryqduTs, 4TOOBI OH OCBOMII HOPMBI
s3pIka. Ceifuac OHa CTPOWT JUITMHHBIE CIIOXKHBIE NpeutoxkeHus. Korma s monpocuna ee
4T0-HUOY/Ib CKa3aTh, OHA Hayalla ONMCHIBATH HAIly co0aKy: «Hamr meHoK MUbIi, OH
nydine Becex Ha cBere. OH O4eHb HIYMHBIA M UTPUBBIN. S MBITarOCh pacckazaTb 000 BceM
OBICTPO, YTOOBI 51 CMOIJIA TTOOBICTPEE BEPHYTHCS K JOMAIITHUM Jieiam». [locnoBua «B
THXOM OMYTE UepTH BOIATCA» KaK pa3 Mpo Hee *, — Ayrnkamms 9p23p24.1/nenemmus
9p24.1p24.3, 16 met

6 S me MOr'y BCIOMHHMTB, KOI'la MMCHHO OHA Hadalia pa3roBapuBaTb, HO IIOMHIO, YTO 3TO
CJIIYHIHJIOCh OYCHb MMO3AHO. Omna cka3ana CJIOBO «MaMay B IIECThb MECALECB, a CJIOBO
«Mana» — B TpH roaa. Korma ona Oblila MaJICHLKON U CIIC HE 3HaJIa APYrux CJjIoB, TO
MOCTOAHHO JICTICTAJIa C PA3HBIMU MHTOHAUSAMU, yTOOBI e¢ oHsuH. M3-3a pacuieJIMHbL
Fy6LI 1 Heba BMECTE C ,HI/ICHpaKCI/Ief/'I OHa HC MOI'JIa TOBOPUTb BHATHO. Ona Xoauia K
Jiororneay B TCHCHUC HECKOJIBKUX JICT, HO ceigac MepecTaia, IOTOMY 4YTO 3aHATHUSA HC
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JIaBaJIM HY)KHOTO pe3ylbTara. ¥ Hee BCe ellle MpoOIeMbl C PeUbio U IIOCTPOCHHEM
npesIokeHnid, Hanpumep: 'S naru padorats. Yto ThI Aenath ceroausa?" OHa MOXKeT
JIONITO Pa3roBapuBaTh C JIFOJBMH, HO OHA JI0 CHX IIOP HE HCIOJIb3YET BCIIOMOTraTelbHbIE
4acTH pedd, Hanpumep, npeaoru "B", "Ha". OHa BCce MOHUMAET, HO HE MOYKET BBIPA3UTh
CBOU MBICIIH BHATHO, IOTOMY YTO TO, YTO OHA AYMAET, HE COIVIACOBBIBAETCS C TEM, UTO
OHA TOBOPHUT °, — aymmukauus 9p12p24.2/nenemus 9p24.3, 13 ner

“ Hama ous mo3aH0 Havana ropoputs. Korna eit 661710 1Ba roja, OHa Havana
CKJIAJIIBATh U3 CJIOB CJIOBOCOYETAHMS U JIO CUX MOP XOJUT K JIOTONeay, IIe OHU
pabotarot Hax peubto. Celiuac oHa MOKET CTPOUTH JTUHHBIC MPCIUIOKCHUS, HATIPUMED:
"Uem 1bI 3anuMaetnscs?", "Ckonbko ceituac Bpemenu?", "Kro nmpunet?", "Kakas
Mezicectpa ceroaus mpuaer?”. OHa o4eHb JIIOOUT NIYTUTh U MOHUMaeT myTku. OHa B
NPUHIUIE TOHAMAET TOPa3/0 OONBIIE, YEM MOXKET CKa3aTh , — MyIUIHKAIS
9p21.1p22.3/nenenust 9p22.3p24.3, 7 ner

“ ITo ToMy, Kak TOBOPUT MOl J104b, HEMb3s CKa3aTh, 4TO y HEE eCTh Kakas - 160
3aJIepiKKa, HO €€ PeUb CHIBHO OTJINYACTCS OT PEYH €€ CBEpCTHUKOB. OHA MOXET
UCII0JIb30BATh HE COUETAIOLIMECS U HE TOJIXO/ISIINE 110 CMBICITY CJIOBA, IOTOMY 4TO e
MBICITH OpoJsIT T/ie-T0. OHA UCIIOIB3YeT OOBIUHYIO CTPYKTYPY NMPEIOKEHH S, HO CTPOUT
13 IIPOCTHIX CJIOB. MI)ICJ'II/I, KOTOPBIC OHA XOYET BBIPA3UTh 3TUMU NPECAJIOKCHUAMU, B
6OJ'II)LHI/IHCTBC CJIy4acB BbIPpBaHbI U3 KOHTEKCTA U HE JIOTUYHBI. K COXaJICHUIO, €€
rJaBHas mpo0sieMa — 3TO MBIIIICHHE, U 3aHSTHUSI C JIOTONE0M HUKAK HE MOTYT 9TO
UCTIPaBUTh. Mosl Mula/Ilias JI04b CMOIJIa BIyduTh Oosiee 150 ciioB K rojy U Mecsiity, HO
CTPYKTYpa €€ NPEJI0KeHUH CHIIBHO OTIIMYAETCsl OT MPEIUI0KEHUH €€ CBEPCTHUKOB.
Bpewms oT BpemeHH oHa BCe e1ie MPOU3HOCHT 3BYKH M CTPOUT MPEIUIOKEHHS U3 2-3
CJIOB, KPOME CITy4alHbIX JJTMHHBIX TpeaIoxkeHus (6-7 ciIoB), KOTOphIe OHA 3alIOMHUIIA.
Omna npeanodnTaeT CTPOUTh KOPOTKUE TIPEATIOKEeHNs, HarpuMep: "MaMouka, MOJKHO
Mue?" Korza s mpolry ee TOBOPUTh KOHKPETHEE WM CIPAIINBai0, YTO OHA MMEET B BHIY
mof "Moxno MHe?", oHa oTBedaeT: "MoKHO MHE BOUTH B TBOO KoMHaTy?" Korna s
CIpaIIMBalo 3a4eM, OHA oTBedaeT: "S xouy mocnaTh ¢ T060i". S 9yBCTBYIO, YTO OHA
TIOHMMAeT ropasio OoJblle, YeM MOXKET BhIpa3uTh. PaHbllle OHA XOaWIa Ha 3aHATHA K
noromneny. B pannem Bo3pacte oHa CMOIJIa BELyYHUTh MHOTO CJIOB, M Pedb OOJIbILE HE
BBI3bIBAJIAa OECIIOKOMCTBA, TOATOMY €€ OCBOOOIUIN OT PaHHEro BMemaTenscTBa. Ceifuac
OHa CHOBA XOJIUT K JIoroneny *, — mymmukamus 9p21.3p24.2/nenerms 9p21.3p21.3, 10
ner u 4 roxa

 Cuauasa OH OBILAJICS C TOMOIIBIO JKECTOB 1 B BO3pacTe OT 2 /10 5 JeT MOr IOoKa3aTh 5
cioB. OH TOBOPHII «Traray, «Mama» 1 «6abda» ¢ 1 1o 6 MecsIeB, MMoCciIe 9Yero COBCEM
mepecTal ToBOopuTh. B 3 roma oH cHOBa ckaszan «Mama». B Bozpacte ot 4 mo 10 et on
CKa3all «IKaMay 1 «00eD» U MOYTH BCEra NoIb30BaJICst KOMMYHUKATHBHBIM
anp0oMoM. OH TBITANCSA IPOU3HOCHUTH clioBa B 10-11 1meT u mocTeneHHo Hagan
BEITOBapuBaTh Ooybie coB. C 15 jer oH obmaercss B OCHOBHOM C TIOMOIIIBIO CIIOB,
n3penka odparrasich K KOMMYHUKaTHBHOMY anbOoMy. Celidac ero Hadaju MOHUMATh
HE3HAKOMBIE JIFO/IH, U OH MOXKET MOCTPOUTH HPEIIOKEHHS U3 6-7 CIIOB, HO
rpaMMaTHYECKH OHU HUKaK HE CBSI3aHBI.

OH noHMMaeT ropasio OoIbIle, YeM MOXKET BBIPa3HUTh, U 3TO OBIJIO 0OCOOCHHO 3aMETHO B
Bo3pacre oT 3 1o 10 seT, Kor/ia OH He TOBOPHWII, HO ST 3HANA, YTO OH TIOHUMAET.
Jloromnens! He Beprin, YTO OH IOHUMAET PEedb, ITOKa 51 He Cesalia JyIs Hero
KOMMYHHUKATHUBHBIH anb00M. VI3ydeHne JIoroneiuy oMorio MHE CTaTh XOPOIINUM
JIOTOIIEJZIOM JJISl MOETO ChIHA, HO €MY 3TO ITOYTH HE MOMOIJIO. 3aTO HaM OMOTJIN YPOKH
TICHUS ¥ ’KECTOBOTO SI3bIKA W BO3MOXKHOCTH MOUTPATh B MY3bIKAJILHON TPYIIIIE,
cOOpaHHOM /TSI KHEOOBIYHBIX» JeTeH, 3T0 ObII0 370poB0. Kpome Toro, ¢ 3 110 5 siet on
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TOCEIIAJ 3aHITHS C JIOTOIEIOM B HEOOJBIIION TPYIIIE BMECTE C IETHMHU C CHHIIPOMOM
Jlayna. DTH 3aHATHS GBI OPraHW30BAaHbl PABUTEILCTBOM Benukobpurannm », —
nyrmkanus 9pl3.32p24.2/nenenus 9p24.2p24.3, 16 ner

JInuHoCThH

Kasxprit peOcHOK MHIUBUIYAJICH, M HE BCE YEPThI XapaKTepa CBSI3aHbI ¢ XPOMOCOMHBIM
OTKJIOHEHHEM.

Jaxe y nereit ¢ BpOXKICHHBIMH JYTUTMKAITUCH U JACCIUeH 9p MOTYT OBITh COBEPIIICHHO
Pa3HBIC XapaKTepbl, HO KOTJa MBI IMOMPOCHITN poauTesei n3 rpymnmnsl Unique omucathb
CBOHMX JICTEH, OHH Yallle BCET0 TOBOPHUIIH, UTO UX JETH OOpEIC, IPEAaHHbIC,
JKU3HEPAJIOCTHBIC, 3a0aBHBIC, CTapaTeIbHbIC, ONTHMUCTHYHBIC, 3a00TIIMBEIC, HSKHBIC U
obmmrensubie (Unique).

CHOXXHOCTH B OOLIEHUH WIIH MTPOOJIEMBI C BHIITOJHEHHEM 3a/IJaHUi MOT'YT PaCcCTPOHUTH HX.
OTO NPUBOAUT K BCHBIIIKaM I'HEBA U «HEMPEJICKa3yeMOMY MoBeeHH0». HekoropeiM
JIETSIM M B3POCIIBIM TPYHO CIIPABUTHCS ¢ TIPOOIeMaMu MpH 00IEHHN ¢ HE3HAKOMIIAMH,
a TaKKe O0IIATHCS U3-3a 3aIePIKEK B PEUH WIIM HEYMEHUsI BEIPaXKaTh CBOM AMOIIMH.
Jeru ¢ nynnukaimed u aenenue 9p, kKak ¥ UX CBEPCTHUKH, JTIOOST 3aHUMaThCS
pa3HBIMHU BEI[AMU, HO, KaK MPaBUIIo, OOJIbIIE BCETO MM HPABUTCS UTPaTh C APYTUMHU
JIETbMH: UTPATh B MsI4, C TAPOBO30M, B MAIIMHKH, COOMPATh Ma3ibl, CIYIIATh MY3bIKY U
TaHIeBaTh, NIeTh. [loApOCTKaM HPaBUTCS UIPaTh B KOMIIBIOTEPHBIE U HACTOJIBHBIE UIPHI,
00IaThCS, XOAUTh B TOCTH, UTPaTh B OOYJIMHT, KaTaThCs Ha PONTUKax, odenaTh B Kade u
pecropaHax, OpaTh KaTajord U YNTaTh UX, TJIABATh.

[11 9] 9] 1% o o
Moii CbIH O4eHb JOOPbIN, MPEIaHHbIH, )KU3HEPaLOCTHBIH, TePIEIUBbIH 1
cTapaTenbHbIH, HO C APYTHMHU JIIOJbMH OH OBIBAET HABSA3YHBBIM, IPYObIM U

STOMCTUYHBIM~, — /:[yHnHKaum 9pl3. 32p24 2/nenennst 9p24.2p24.3, 16 ner

“ 3 Bcex moneii, uTo 5 3HAI0, y Hee CaMblit
NpUATHBIN XxapakTep. OHa )KU3HEpaloCTHas,
3abaBHas, qpyxeno0Has u npenanHas. OHa
JIFOOUT BCEX U IIOCTOSIHHO € KEM-TO 00IaeTcs.
Kaxnplii pa3, korja Mbl uieM B Marasut, OHa
00s13aTeNIbHO TIOrOBOPUT C KEM-HHUOY/Ib,
CIIPOCHT, KaK y HUX JIeJ1a, KaK UX 30BYT H T..
OHa He TOBOPHT M HE lyMaeT HUYEero II0X0ro
0 KoM-1T00. OHa X04eT MOAPYKUTHCS 1
MIOrOBOPHTH O BceMH. OHa MHOTA 3IUTCS, HO
s 3HAIO0, YTO 3TO CKOPEE CBS3AHO C
(u3HoNOrKeil: HapuUMep, OHa 3JTUTCS, KOraa y
Hee HU3KUM caxap WM oHa ycrana. B apyrux
CIlydasix OHa BCerfa yieidaercs. Y Moen
Jl04epy OYeHb 3apa3uTelibHasK yIbIOKa U TIIS IS
Ha Hee YIBIOAIOTCs BCe BOKPYT, Aaxe
HE3HAKOMBIE JIFOJIM. MUp NeMCTBUTENBHO CTal
ObI JTyurre, OyIs B HEM OOJBIIE TaKUX JIO/ICH,
Kak oHa. MIHOrIa oHa OBIBAeT ynpsiMOH, HO 3TO
TIOHAPOIIKY: HA CAMOM JIEJIC OHA HE TaKasl.

Korpa el HyKHO BHUMaHHE, OHa MOXKET
VIIUITHYTH, HO ATO HEe crenuanbHo. OHa
CITAIIIKOM JPYKEIFOOHAs, 1 3TO HHOTAa
HacTOpakKMBaeT HE3HAKOMBIX Jirojeil. Ha
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JTAaHHBII MOMEHT $I HE BI)XKY B 9TOM HHYETO IUIOXOTO ¥ HE COOMPAroCch HUYEro MEHSTh B
ee xapakTepe *, — mymukamus 9p21.1p22.3/nenemms 9p22.3p24.3, 7 ner

“ Hameit crapueit fouepu 10 seT, oHa OYeHb ONTUMHUCTUYHAS U )KMU3HEPAAOCTHAS.
WHorna oHa HE MOXET CKOHLEHTPUPOBATHCS HA 33JIaHUU M PACCTPAUBAETCS M3-3a 3TOrO.
OHna oucHb HH(pAHTWIBHAS U MPEIIIOYUTACT UTPATh IIEJIBIH JICHb, @ HE Pa3MBIILISTh O
KOM-TO WJIM O Y€M-TO Ba)KHOM WJIM CpOUHOM. BhIBaeT, 4To OHa XOUeT MoKa3aTh, Kakas
OHAa CaMOCTOSITENIbHAS, TO9TOMY MOXKET 3aYMPSIMUTHCS, OIPHI3aThCS U HE XOUET JIeNaTh
TO, 4TO €if roBopsT. OHa HUYETO HE CENAET, MOKa €€ He 3aCTaBUlllb.

Muaaimas 104 — O4eHb )KU3HEPaI0CTHAS A€BOYKA, KOTOpast JIIOOUT paioBaTh
okpyxatommx. OHa ToXe X04eT BCe JeIaTh caMa U CTapaeTcs CaMOCTOSITEIBHO
yXakKUBaTh 3a co00i. OHa MOXET cama BBIOUPATh, UTO HAJIETh, TOSCTh U C KEM
obmathcs. OHa aTanTUPyeTCs O CUTYAIHIO ObICTpee, uyeM ee cecTpa. OHa Takast ke
JO0sIIIAs ¥ 9yTKasi, Kak U crapiias, Ho Oojee 0OuaYrBas 1 MOXKET 3aBHIOBATh U JIaXKe
MCTHTh. B 11e110M, OHa OYeHBb XOpOIIUil U JOOPBIA PEOCHOK, Y KOTOPOTO TIOTPsICAIOIIast
yabIOka. OHa 4yBCTBYET ce0s HEYIOTHO, KOTJIa €€ OKPYXKaeT MHOT'O JIF0/Iei Miln Korjaa
OHa BUJIUT HE3HAKOMBIC JIMIIA. OHa OYCHb YaCTO MPOCUT NOAACPKATh €€ B TAKUX
CUTyaluAax, U MHOTJa HAYMHACT INIaAUTh MOH KUBOT, LITO6I:.I YCTIOKOUTHCA. OHa TAKXE
HE MOXKCT IEPEHOCUTH YCTAJTOCTh WJIM KOHTPOJIUPOBATH CBOXU DMOIUH, ITIOOTOMY el
HYXKHO G0JIbIIE BpeMEHH, uToOBI YCTIOKOMThCA ~, — ayruukamus 9p21.3p24.2/nenemms
9p21.3, 10 ner u 4 roga

«Henpeacka3yemoe» noBeeHue

[Toutn y monoBuns! neteir Unique ¢ ayminkanyeii u aenenneit 9p Habmogaercs Tak
Ha3bIBAEMOE «HETPeICKa3yeMOoe) MOBEICHNE.

JleTr MOTYT MCIIBITBIBATH PE3KHE Iepena bl HACTPOSHHS B ObITh OoJiee arpecCHBHBIMU U
JEeCTPYKTUBHBIMH WITH XK€ Ype3MEPHO CKPOMHBIMH M HECTIOCOOHBIMHM aIalTHPOBATHCS K
HOBOH cuTyanuy. B GONBIIMHCTBE CllydaeB IeTH MOTYT IeMOHCTPHPOBATh Ype3MEpHOe
JpyXenro0ue 110 OTHOLICHHIO K HE3HAKOMBIM JF0siM. HekoTopsie ponutenyt roBopsIT,
YTO HE UCIIBITHIBAIOT MPOOJIEM C MX MOBEICHUEM.

BaxHO y4UTBIBaTh, UTO 3TH NOBEACHUECKHUE PACCTPONCTBA HAOIIOJAIOTCSI HAPSAY CO
MHOTUMH MOJIOKUTEIbHBIMHU Ka4eCTBAMU U 3a4acTyl0 IMEIOT BPEMEHHBIN XapaKTep.
Kaxk npaBuio, 1eTv 0OBIYHO HCIIBITHIBAIOT TPYAHOCTH C COLUAIBEHBIMU
B3aMMOAEHCTBUSIMU CO B3POCJIBIMU M AETHMHU B MJIAJIIIEM IIKOJIBHOM BO3pacTe (4acTo
3TO MPOSBISIETCS B YPE3MEPHON 3aCTEHUYMBOCTH MIIM HEYMECTHOM APY)KEIIO0HN).
PomuTenn HEKOTOPHIX AeTeH ¢ AYIUTHKAIFEH XPOMOCOMBI 9p OTMEUAIOT, 94TO
MOBEICHYECKUE PACCTPONCTBA MIPOrPECCUPYIOT B MOAPOCTKOBOM Bo3pacte. IIpuunHoit
MHOTHX OCOOEHHOCTEH MOBENSHUS ABJIAETCS TO, YTO JIETH 3a4aCTyI0 HE CIIOCOOHBI
TIOHSTH CBOM MTOTPEOHOCTH U KenaHus. B cBOIO ouepenb, MOBEEHIECKHE PACCTPOiiCTBA
MOT'YT HETaTHBHO CKa3bIBaThCS Ha JKU3HM JETEH M X POANUTENEH M MOT'YT 3HAUUTENHHO
TIOBJIMATH Ha COIMATIbHBIE B3AaUMOOTHOLIEHUS], TAKHE KaK yde0a 1 Apyrue acreKThl
KHU3HU.

CBOeBpeMeHHOE 0OpAaICHNE 32 COBETOM H JICICHUEM ITOMOXKET CEMbSIM,
CTOJIKHYBIIUMCSA C TPYAHOCTAMH B IIOBECACHUHN Y lIeTefI. Kax npaBuiio, MOCTOSIHCTBO
pacniopsaaka qHsI, HATAINE OI‘paHI/I‘ICHI/Iﬁ n HOOIIIpCHI/II\/'I, a TaK¥XKe IpYyrue€ METoabl
YIIpaBJICHUA IMTOBEACHUEM UAYT HA IOJIB3Yy ACTAM. ITomumo 9TOro, 6J'IaFOTBOpHOG
BJIMAHUE MOXKET OKa3aTb BHEAPECHUEC METOANK, IIOMOTAIOIINX CIIPABUTHCA C
KOMMYHUKATUBHBIMU U IPYTUMHA HpO6J'I€MaMI/I, XapaKTCPHBIMHU JJI1 COUCTAHUA
OyIUKanuy ¢ penenueit (cM. pykosoactBo Unique 06 OcoOeHHOCTSX MOBEICHHS).
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Buabl noBeaeHuii M COLMATIBHBIX, IMOLMOHAIBLHBIX U TPEBOKHBIX
paccTpoiicTB

CamonoBpe:kaaloniee nopegcHue:

KyCaHHe caMoro ceosi, ONTbe roJoBoi, 00rpsI3aHIe HOTTEH, IapanaHbe, BHI3HIBAHUE
PBOTEL

ArpeccuBHOe MOBeJeHHE K OKPYKAIOIIMM :

CIIOBECHOE OCKOPOJICHUE, YTPO3bl, (hPH3UIECKOE HACHUIIUE.

JecTpyKTUBHOE NOBe/ICHHE:

paspylieHHue MeOeIH U IPYTUX MPEIMETOB, TOIKOTH.

XyJauranckoe noBeeHue:

NOCTOAHHBIC KPUKU, oOMa3bIBaHuE ceOst (beKaJ'II/ISIMI/I, BKJIFOYCHHC HO)KapHOﬁ TpEBOr'A
0e3 1oBO/Ia, BEI30B CKOPOH IMOMOIIH 0e3 HE0OX OAUMOCTH.
Henpucroiinoe/Henono6aromee nopeaeHne:

HEYMECTHBIE IPUKOCHOBEHHS, OTKPOBEHHOE CEKCyalbHOE TIOBEIICHUE.

Cunapom nepunura BHEMaHusI U runepakTuBHocTH (CABI):

CJIBT" 00BIYHO AMArHOCTHPYIOT B Bo3pacte ot 6 a0 12 ner. [Ipu3Hakamu JaHHOTO
paccTpoiCTBa SBIISIOTCS TIOBEJCHYECKUE HAPYIICHHSI, K KOTOPBIM OTHOCSTCSI
TUINIEPAKTUBHOCTHb, HEBHUMATEJIbHOCTb U UMITYJIbCUBHOCTD, B PE3YJIbTATE UETO ACTAM
CJIOXKHO COCPEOTOUUTHCSI M KOHTPOJIMPOBATh CBOU JIEUCTBHS U peub. JleTn yacTo
HETIOCCAJIMBEBI, OHU JICTKO OTBJICKAIOTCSA, MHOI'O I'OBOPAT HWJIM BMCIINBAIOTCA B
Pas3rOBOPHL.

PaccrpoiicTBa ayrnyeckoro cnexkrpa (PAC):

PaccrpotictBa ayructuyeckoro crekrpa (PAC) BkiIodaroT B ce0s ayTU3M U CHHAPOM
Acnieprepa 1 CONpoBOXIAOTCSI HAPYIIEHUEM Pa3BUTHS COLUAIBHBIX HABBIKOB,
npobieMaMu B OOIIEHHH, OrPAHMYEHHBIMU HHTEPECAMU ¥ MHOTOKPATHBIMH
MOBTOPEHUSAMH OJHOOOPa3HbIX JEHCTBHI, KOTOPbIE IIOMOTAOT YyBCTBOBATH CEO
KoMpopTHO.

O06ceccuBHO-KOMMYJIbcUBHOE paccTpoiicTBo (OKP):

aT0 Gnu3koe k PAC pacctpoiicTBo, KOTOpoe Bee ke HemMHoro omnuaercsi. OKP moxer
mpoTekatb coBMecTHO ¢ PAC mimu mposiBISATECS caMOCTOATENbHO. OHO BBI3BIBAET Y
peOeHKa TPEBOXKHOCTD, OT KOTOPOH MOXKHO YaCTHYHO H30aBHUTHCS ITyTEM BBINOIHCHUS
OIIPEIETICHHBIX OBTOPSIOMNXCS JEUCTBUI: HAIPUMED, C ITIOMOIIBIO TIOCTOSIHHOTO
MBITBS PYK HJIM MHOTOKPATHEIX IlepecueToB U mepenpoBepok. Jlroau ¢ OKP we
HCTIBITHIBAIOT YOBOJIBCTBUS OT 3TUX PYTHHHBIX JEWCTBUHN, HO UMM ABHKET CTpax, 4TO
€CJIM OHH HE BBINOIHAT UX, TO IPOU30HAET YTO-TO IUIOXOE.

Hapymenue o0pa6oTku ceHcopHoil uHpopmanuu (SPD):

Hersm ¢ SPD tpynHo 00pabaThiBaTh HHGOPMAIHIO, TIONYICHHYIO U3 OKPYKAIOIIETO
MHpA IPH TIOMOIIM OPTaHOB YYBCTB, TAKHX KaK CIIyX U ocsi3aHue. M3-3a 3Toro oHn
WCTIBITBIBAIOT CIIOKHOCTH TIPH BBHITIOITHEHUH TIOBCEAHEBHBIX 337a4 W PEarnpoOBaHNH Ha
pasmudHbIe yenoBus cpeabl. K oCHOBHBIM 0COOSHHOCTSIM, CBsi3aHHBIM ¢ SPD, oTHOCSTCS
TIOBBIIIEHHAS] TyBCTBUTEIBHOCTD K 3ByKaM, IBIKCHUSIM M TIPUKOCHOBEHHSIM,
HEYKJIIOXKECTh, OBEIEHYECKNE U COLIMAIbHBIC HAPYIICHUSI, TPYAHOCTH C
KOHIICHTPAIIEH BHUMAHWS 1 HAPYIICHHUS CHA.

Bri3bIBalolee onno3uuuoHHoe paccrpoiictso (ODD):

et ¢ ODD CcKJIOHHBI K pa3ApaKUTEIFHOCTH M YaCThIM MIPUCTyNaM raeBa. OHH Taxoke
CTaBSAT II0J] COMHEHNE aBTOPHUTET B3POCIBIX, OTKA3bIBASICh TIOMUHNHSITECS TPABMIIAM.
Taxkoe rmoBeieHNE MOXKET Ka3aThCS HAMEPEHHBIM M PUBOANTH K MpodiieMaM Ipu
COILIMAJIbHOM B3aNMOJICHCTBHH.
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“ Mos 10ub — obasTenbHas, OOMUTENbHAS, IPYKeTo0Has, 3a60T/IHBas, ToOmas,
COYYBCTBYIOIIAsl, OT3BIBUMBASI, UCKPCHHSIS ICBOYKA, KOTOPOI HPaBUTCS OOIIATHCS C
moapMu. OHa 0Y4SHB XOpOITo ceOst BeAeT. Y HAC HUKOT/Ia HE BOSHUKACT HUKAKUX
po0JIeM, KpOMe TeX CIIyJaeB, KOTria € Hy)HO CIIeNIaTh YTO-TO CIIOJKHOE, a OHA
OTKJIaJIBIBACT 3TO HA TIOTOM U IBITACTCS OTBJICYB Bac, pa3roBapuBas o qpyroM. Ona
4acTO PacCTPamuBaCTCs, CCIIM IPYTUE JIFOAM HE IIOHUMAIOT €€, M He BCET/Ia JIFOOUT

poGOoBaTh YTO-TO HOBOE *, — AymnuKamus 9p12p24.2/nenenus 9p24.3, 13 ner

“ Ecnui 661 MOXKHO OBLIO BEPHYTHCS B MPOILIOE, MBI ObI HAUAJIN TIOBEICHUYECKYIO
tepanuio ABA ¢ ByX jiet. Y Haliero chiHa HET ayTU3Ma, HO MHE KaXeTcs,
CTPYKTYPUPOBAHHOE U TIOCTCIICHHOE 00YUYCHHUE SIBJIICTCSI 3aMEYaTeIbHBIM METOZIOM H
JCWCTBUTEIBHO TIOMOTaeT TAKKM JeTsIM, Kak oH. C IATH 10 CEMH JIET y Hero Obuia
CKJIOHHOCTb K CaMOIOBPEXKACHUIO U Pa3pyIIeHUsIM, HO IIOTOM 3TO npoiuio. MHoraa y
HEro OBIBAIOT BCIBIIIKY arpeccur. Koraa y Hero HacTyIUII TIEPUO/T TIOJIOBOTO
CO3pEBaHMs, TO OH BEJI Ce0s1 HEMHOT'O HEMOo100akoIIe, HO HUUEro CEpbe3HOr0 — BCErO
JIMITL TIEPHOMYECKAst HEyMeCTHas CAMOCTUMYJISIHS . — Ayruiukanus 9p13.32p24.2/
nenenus 9p24.2p24.3, 16 net

“V mero He GbIBAET XOPOIIMX MM MIOXUX JHEH M «HEMPEICKa3yeMoroy MOBEIEHNUS, Y
HEro BCErja OJHO M TO ke HacTpoeHue. MHora oH xoueT o01maThes ¢ HaMM, a HHOT /A

— HeT, HO MHe KaJKeTcs, Y BCEX Takoe ObIBaeT °, — ayruukanus 9p12p22/nenerms
9p22, 19 ner

CoumanbHble, JMOLMOHAJIBHbIC H TPEBOKHbIE PACCTPOICTBA
HeckonbkuM geTsM ObUTH MOCTaBICHBI JHAarHO3bI COLUATIBHOT0, 3MOLMOHAIBHOTO W
TPEBOXKHOT'O PACCTPOICTBA, & Y YETBEPHIX JIeTeil ObUT IMarHOCTUPOBaH ayTu3M. B ux
yHcie MATHIETHASA AeBoUKa ¢ aenenueit 9p23 — 9p24.3 u aymnukanueit 9p21.2 — 9p23,
yell ciaydait ObuT oncaH B MeIUIIMHCKOM uteparype (Yang, 2012). 'pynne Unique
W3BECTEH OIVH CIIy4aid, Koraa y AeBOYKH OBbUTH BBISBIECHBI IPOOIEMBI C HApYIICHUE
00pabOTKU CEHCOPHOM MH(POPMAIMHU U MOBEIEHYECKHE OCOOCHHOCTH, CBA3aHHBIEC C
PAC, CABI" u OKP, x0T 110 psily JMarHOCTHYECKUX KPUTEPUEB 3TH PACCTPOICTBA HE
ObuTH 00HapyxeHbl. [Iuarno3 CIABI" moaTBepamics y mecTHAAIATHIETHEH IEBOYKH U3
rpynmsl Unique, KOTOpO# Mponucaid HeoOX0AUMbIE TIPenapaThl, a TAKKe Y
MSATWIETHEr0 MajbuKKa ¢ qyrukamuen 9p22.2/neneuuneii 9p21.1 (Unique).

B 6a3e nannbix DECIPHER (0a3a naHHBIX TeHOMHBIX BAPUAHTOB U (DEHOTHUIIOB
4eJIoBeKa ¢ MCIOoIb30BaHueM pecypcoB Ensembl; https://decipher.sanger.ac.uk)
CYIIECTBYIOT TOKA3aTEIbCTBA TOTO, YTO Y ETEH ¢ NYIUIHKAIMAMHE 9p pasIHngHbIX
pa3MepoB HAOIIOAINCH HAPYIICHHUS [TOBEICHUS: arpeccHsi, ayTH3M M HHOT A MICUXO03.
Bbuna Tarxoke oOHapyXeHa CBsI3b MEXTy JeNelusaMu 9p24 1 NposBICHUSIMHU ayTH3Ma,
MO3TOMY MOKHO CIIEJIaTh BBIBOZ O TOM, YTO T'€H WIIH T'¢HBI, BIMSIOIIME Ha MOSBIICHUC
PAC, moryT OBITh pacoIOKeHBI B XpoMocoMe 9p24. Mo3anuHasi HU3KOYpOBHEBAs
aHeYIUION M (M3MEHEHHOE YMCIIO XPOMOCOM) B HEKOTOPBIX KJICTKaX TOJIOBHOIO MO3ra
(HefipoHax) Tak)Ke MOXKET OBITH IPUYWHOHN IICUXWYECKUX PACCTPONCTB, TakuxX kKak PAC
u OKP. Tem He MeHee, 3Ta 00acTh elle He n3ydeHa B moiHoi mepe (Vinci, 2007; Abu-
Amero, 2010; Kantojarvi, 2010; Martinez-Jacobo, 2015; Yang, 2012; Giines, 2016).

Ecmu pomutenn 3ameuaroT y peOeHKa MPOsBICHNE KaKkoro-mmoo paccrporictBa (PAC,
CABT nnmn OKP), nm HeoOX0anMO 00paTUTHCS K TEpareBTy WK MeIuaTpy, KOTOPBIA
HAIPaBUT UX K NOBEJICHYECKOMY MIIM KITMHUIECKOMY TICUXOJIOTY JUISl TIPOBEACHHS
obcnetoBanus. B 3aBHCHMOCTH OT pe3y/bTaToOB, peOeHKa MOTYT OTIIPABHUTH Ha
JanbHeinee o0cae0BaHNue Y JETCKOTro 1eeKToIora, HeBpoJIora, IIcuXuaTpa Win
nicuxostora. Iloce mocTaHOBKM AMarHo3a Bpad MOXKET BBIITHUCATh HEOOXOUMbIE
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npenaparsl, Takue kak metmidennaat (Puranny, Ritalin) wim i3 nekcamderamMmua
(Busanc, Vyvanse) nmpu C/IBI" aist obnerdeHus Takux CUMIITOMOB, KakK O€CIIOKOMCTBO U
HEKOHTpOJIUpYeMasi pa3sroBOpUMBOCTh. OTHOMY MaBbUHKY JUIs YITyUIICHUS
KOTHUTHBHBIX HaBBIKOB ITOMOT METOJ1 HEHPOHHON 00paTHOM CBS3H, IENBI0 KOTOPOTO
SIBIISIETCS CTUM YJISILIASI MO3TOBOM aKTHBHOCTH.

“ Ona moGUT paccTaBIATH BEIU B ONPEIETIEHHOM HOPS/IKE, YTO CBOHCTBEHHO JIOIAM C
OKP, HEcMOTpsI Ha TO, YTO OHA JTOBOJILHO HEAKKypaTHas. Y Hee TaKKe eCTh MPOOJIEMBI ¢
CEHCOPHOW YyBCTBUTEILHOCTHIO. Elf HpaBHUTCS BUOpAIHsi MacCa)KHBIX Kpecell U Kpecel B
caMoJieTe, a JIETOM B JKapy OHa HOCHT IITaHbl, KOPTHI C JJTMHHBIMHA PYKaBaMH U HOCKH.
Ona obOpaiaeT BHUMaHUE Ha HE3HAYHUTEIbHBIC JICTAJH, HAIIPUMED, CIIBIIINT €/1Ba
pa3nu4nMble TIECHH Ha 3a{HeM ()OHE, HECMOTpSI Ha IIIyM, HJIN KOTJa KTO-TO
pasroBapuBaet ¢ Hell. Eif cioxkHO TepekIIrouaThesl MeX/1y 3a/1a4aMH U MEHSITh YTO-TO,
HaIrpHuMep, MOKyIaTh HOBYI0 00yBb. OHa npoxoamia oocnenosanue Ha PAC, HO Bpaun
WCKITIOYMIIN 3TOT JTIMarHO3, XOTS MOBE/ICHYECKHE OCOOCHHOCTH TIOX0XKH Ha CUMITTOMBI
PAC. Kpome storo, ona npoxonuia odcnenoBanne Ha CJ/IBIT, KOTopbIil y Hee He Haluy,
HO MBI J1aBaniu et iekapctBa oT CABI yist KOHIIEHTpay BHUMAHHUSI B IIIKOJIE.
braropaps npenaparty « BUBaHC» OHa MOYKET HEMHOTO JIOJIbIIIE€ 3aHUMATHCS OJTHUM
JICJIOM U JIerde UJIeT Ha KOHTAKT, XOTs yallle OHa ObIBAaeT COCPEIOTOUEHA Ha
TIOCTOPOHHMX Belax , — maymmkamms 9p21.3p24.2/neneuus 9p21.3, 10 ner (crapmas
cecTpa)

“ Mos nousb ouenp 3acTenunBas. Y uee CJIBI, ¥ pu pe3Koii cMeHe 00CTAHOBKH OHa
CKJIOHHA K BCITBIIIKaM rHeBa. OHA OUeHb XOYET CO BCEMHU MOAPYKHUTHCSA, HO HE BCETAa
3HAET, KaK JIy4Ille «CIeNaTh NepBbli mary. OHa IPOXOAUT MOBEACHYECKYIO TEPAINIO
ABA c exeHeenbHBIMU aJalTUPOBAHHBIMH SKCKYPCHAMH. Taxoke oHa 3aHUMaeTcs B
TeaTpasbHON CTYAMU JUIs A€TeH ¢ 0COOBIMH MOTPEOHOCTSIMHU, I'Jie Y HEe eCTh
BO3MOYKHOCTb BCTPEUAThCS M OOIATHCS C TAKMMHU JKe, KaK oHa, pedstamu. OHa
NpUHUMAaeT Takue npenaparsl, kak Konnepra (Puranun), Jlekcamderamun u 30m0QT.

VY Tpo mpoXoauT Topasio Mydllle, €CTH JaTh eif nekapcto ot CJIBT B 5 wacos », —
9p23p24.1/neneuus 9p24.1p24.3, 16 ner

“ Mpr 3amernnn MIPOSIBIICHUSI ayTU3Ma, KOT/Ia OH ObIT COBCEM MaJeHBKUM, HO Bpaud He
craBwin emy auarao3 PAC. Jluaraos ObIT MOCTaBIIEH JIMIIb TOT/IA, KOTZIA €ro MeAnaTp
3aMeTH HeKoTopbie cumMnToMbl PAC 1 HampaBwiI HAC K eTCKOMY aedekronory. Hamr
CBIH OY€Hb aKTHBHBIA 1 JTFOO03HATENFHBIN, OH JIIOOUT 3aHUMATHCS PA3HBIMU BEIIaMH U
y3HaBaTh HOBOE. EMy HpaBATCS CHCTEMHBIC 3aHATHSI, OH JIFOOUT UTPATh B UTPHI HA
Tenedone u 100aBIATh BUACO HAa CBOH kaHan YouTube. B mroxue mHU OH MOXKET
IUTaKaTh, KycaThCs, IMUTATh ce0s M IPYTUX, €CIU €My YTO-TO He HpaBHUTCS. UTOOBI
YCIIOKOUTHCS, EMY HYXKHO TIOOBITh OTHOMY HECKOJIBKO MUHYT WU CIIPSITATHCS IO

OJIESLIIOM, KAaK B MajaTke *, — myruakarus 9pl3.1p23/nenerms 9p23p24.3, 9 ner

Con

Bombme monoBuns! (5 u3 9) cemeit Unique, B KOTOPHIX €CTh peOCHOK ¢ COYeTaHHEM
JOYIUITMKAIUH | Jienenn 9p, cooOIImIm, YTO OHU B TOM MJIM MHOW CTENEHHU CTAJIKUBAJIUChH
C HapyHICHUSIMU CHa y peOeHKa.

J1y1s HEeKOTOPBIX POOIIEMBI OBUTH HE3HAYNTENFHBIMH HITH ITPOIILTH CO BPEMEHEM, B
JIPYTUX XK€ CEMbSIX HapyLIEHHs CHA MPOIODKAIIUCH JUINTEILHOE BPEMS U OKa3bIBAJIU
Cephe3HOE BIMSHAE HAa KAYECTBO XKU3HU pedeHka. HeKoTopblie AeTH UCTIBITHIBAIN
TPYAHOCTH C 3aCBIIAHUEM, OJHAKO CIHAJIU CIIOKOMHO, APYrHe AETH HE MOITH CHaTh
JIOATO U 9aCTO NPOCHINAIUCH HOYBIO.
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B Tex cmywasix, Koryia HapyIieHUs CHa OBUTH JOCTaTOYHO CEPhE3HBIMU, i OOBITHEIC
METOJBI PETYIINPOBAHUS MTOBEJCHUS HE IIOMOTAJIH, CEMBH MTPUOETAITN K BBITUCAHHBIM
AHTUTHCTAMHUHHBIM TperapaTaM ¢ YCIOKauBAOIINM JICHCTBUEM M HATYPATBHOMY
TOPMOHY MEJIaTOHHHY, KOTOPBIA YUaCTBYET B CHHXPOHHU3AINHA OHOJIOTHYECKUX YacOoB.
Takue npenapartsl ciaeayeT MIPUHAUMATH TOJIBKO MOCIE KOHCYIIBTAINH C BPauoM.
CornacHo cratuctuke Unique, 3T MeTUKaMEHTHI B OOJIBITUHCTBE CIy4YacB HE ObLTH
3¢ EKTUBHBIMH.

CornacHo ganaeiM Unique, 4 u3 9 jeTeii UCTIBITHIBAIM AITHO3 BO CHE — HAPYILICHHE CHA,
JUTsl KOTOPOT'O XapaKTepHbI EPUOJIbl YUAIIEHHOT'O JbIXaHUs BO BpEMsI CHA, JUISIIUECS OT
HECKOJIBKUX CEKYHJI IO HECKOJIBKUX MUHYT. JIJI1 HEKOTOPHIX 3Ta mpobiieMa Oblia
BPEMCHHOW WK cJ1a00 BHIPAKCHHOU. B 0oJiee cephe3HBIX ClydasX HOYBKO MOXKET
notpedoBartkcs ucronb3oBanue CullAll-anmapara (pexrM HCKYCCTBEHHOW BEHTHIISIIMN
JIETKUX TTOCTOSIHHBIM ITOJIOKHUTEIBHBIM JIABJICHUCM ).

pyrue npo6iemsl co 310poBbeM, Hartpumep, ' OPb y mnaneHnes wim actMa, Takxe
MOTYT CKa3bIBaThCS Ha KauecTBE CHA. PoauTensM pekoMeHAyeTcs BOCCTaHABINBATh
YETKUH PEXKUM JTHSI ITOCIIE TIPUCTYNA 3a00IeBaHNs WM CTAI[IOHAPHOTO JICUCHHUSI.

Hapymienns cHa gyacto BeTpedaroTces Kak y Aereil ¢ genenusMu 9p, Tak Uy aeret ¢
JOyIUKanusMu 9p. becriokoiHbIi COH peOeHKa U TPYAHOCTH MPHU YKIIaJIbIBAHUH MOTYT
JIOCTaBJIATH OONBIINE HENPUATHOCTU Beel ceMbe. bpomtopa «Hapyienue cHa y nereii ¢
XPOMOCOMHBIMU OTKJIOHECHUSIMU», KOTOpast COACPIKUT AOIMOJTHUTEIBHYIO I/IH(bOpMaHI/HO
II0 TOMY BOIIPOCY, PACIIONIOXKEHA B pa3zele MPaKTHIECKUX PyKOBOACTB UL ceMeil Ha
caiite Unique.

“ Con — 3T0 071Ha U3 caMBIX Cepbe3HBIX TpodneM. EMy TpeGyeTcs MeHble BpeMeHH Ha
COH — JIOCTaTOYHO HECKOJIBKHUX KOPOTKUX THEBHBIX CHOB, KX/l U3 KOTOPBIX JITHTCS
He OoJIbIlie TPUALATH MUHYT. MBI Tlepenpo0oBaiy Bce: BeUepHUE BaHHBI,
pacciabIsIonyo My3bIKy, apoMareparnuio. Yero Mbl TOIBKO He nepenpodoBaiu. Mol
IpoOOoBaIY MPUHUMATH KalCyJIbl METATOHMHA B BBICOKHX JI03aX, OJJHAKO TO TOXKE HE
nomoryo. Torza Mbl 00paTHINCH K CHEHMAIUCTy. Mbl HECKOIBKO MECSILIEB BEIH
JTHEBHUKH, TJI€ 3aIMCBIBAIIN, KOT/Ia OH JIOKUTCS CIIaTh U IIPOCHINAETCS, HO CIIELUAINUCTY
TaK ¥ HE yAaJI0Ch ONPEAEINTh €r0 PEKUM, HO OBLIO 3aMEUEHO, YTO OH MaJjo CIHT, U
9TUX KOPOTKHUX IPOMEKYTKOB EMY XBaTaeT, YTOOBI BOCCTAHOBUTH 3HEpruto. Ham
OOBSICHUIIN, YTO 3TO NPOUCXOANT U3-32 AKTUBHOM MO3TOBOM IESITENBHOCTH, II03TOMY OH
MIPOCTO HE MOXKET YCHYTh. Tarke OH CTpaJiajl OT CHHAPOMA aliHO3 BO CHE, Moka B 11 sret

eMy He TPOBEITH TPAXEOCTOMHUIO *, — aymmmKamms 9p12p22/nenemus 9p22, 19 mer

[11
OH cTax HOpMaJIbHO CIIAaTh TOJIBKO MOCIE ceMHU JIET. Jlo IBYX JIET OH IOCTOSTHHO
3achlal ¥ IpOChINajcs Houbto. HaM momMorin npoTuBOCyRoposkHbIe penapatsl. [locie
L1
TOr0, KaK MBI BBUICUWJIN €TI0 aJUIEPTUIO U MPOOJIEMBI C HOCOM, OH CTaJl XOPOIIO crath

— mymmukarust 9pl3.1p24.3/nenenms 9p24.3, 9 net

“ Eif 9acTo CII0%HO 3aCHYTh, TOTOMY YTO BOKPYT MPOMCXOIHT CTOMBKO HHTEPECHOTO.
Ho ecnu ona ycHer, To ciiut odeHb xopomro. HeraBHo rmocine haprHroriacTuKy y Hee
0OHAPYKIITH CHHPOM aItHOd BO CHE . — jymmukanus 9p12p24.2/nenerms 9p24.3, 13
JeT

“ On npakTuyecky He cUT. Y HEro CMHAPOM arHo3. Mbl MPoGOBAIH IPHMHUMATH
CHOTBOPHOE 1 MEJATOHHH, HO 3TO HE MOMOIJI0. ETMHCTBEHHOE, YTO €My IIOMOTaeT, 3TO
yTSDKENIEHHOE OfIesuio -, — mymmukamms 9pl3.1p23/nenerms 9p23p24.3, 9 ner
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IIpuy4denue k Tyajery

Cornacro nanHbM Unique, MHOTHE JIETH Y4aTcsl XOJUTh B TyaJeT CaMOCTOSTEIILHO
J0CcTaTouHO joiro. [1pu 3TOM He Bee IeTH 0CBauBaIOT ITOT HAaBBIK.

JaHHbBIE pa3HATCS, HO, IO OIBITY ceMeil Unique, HEeKOTOphIE A€TH HAYMHAIOT
CaMOCTOSTENIEHO MOIb30BaThCs TyaJeTOM JIUILL B Bo3pacte 5-8 yieT. MHorna onu
MOJIB3YIOTCS UM TOJIBKO B T€UEHHE JHSA, HO HE JUIA ONOPOXKHEHUS KUIIEYHHKA.
Hanpumep, neBouka B Bo3pacTe IISITH JIET C COYETaHUEM OyruMkanuu 9p23p24.1 u
nenenun 9p24.1p24.3 Gbuta MOTHOCTHIO MTPUYYEHA K TyaneTy. B npyrom ciydae
MIPUYUYUTH K TyaJeTy JeBATHAIIATUIETHETO MOJPOCTKA C COYETaHUEM AYIUTUKAILIUH
9p12p22 u neneryu 9p22 Tax U He yAAIOCH.

WHorna JeTsaM Ha HOYb HAJICBAIOT MAMIIEPChI WM TPYCHKU-TIOATY3HUKH, Y HEKOTOPBIX
JieTell Ha MPOTSDKEHUH BCETO JAETCTBA MOTYT CITy4aThCs IPOUCIICCTBHS B TEUCHHE
aust. OnHa ceMbst poOoBaia gaBaTh peOeHKy JlecMonpeccuH (TpenapaT, CHIKAFOIIIH
BBIJICTICHHE MOYH), HO 3TO HE MMOMOIJIO CIEPKUBATH HEMTPOU3BOIBHOE MOUCHCITYCKaHHE
B TeUeHHE HOUU. HU3KUiT MBIIICYHBIN TOHYC MOXKET MPUBECTH K JIOMOTHUTEIbHBIM
npobiemMaM B Ipolecce IPHyYeHHs K Tyanery. JleTu, cTpagaroye OT 3alopoB,
HUCIBITBIBAIOT OCO6BIC TPYAHOCTHU IIPH IOJIB30BAHNUHU TYAJICTOM JJIs1 OTIOPOKHEHUA
KUIIICYHUKA.

MenuuuHckue npoodaeMbl

OO011ee cocTrosiHME 310POBbS
Pomurenu u3 rpynmsl Unique 9acTo OMMUCHIBAIO 001Iee COCTOSIHUS 30POBbS JETEH M0~
pasHOMY, HaUYMHAs OT «KKPEMIKOIro» 10 «caaboroy.
HecmoTps Ha 1OCTaTOYHO XOpOIIEe COCTOSHNE 310pPOBbS, poauTeny u3 rpymnsl Unique
COOOIIAIOT, YTO UX JETH HEPEIKO CTPaJaloT OT YIIHBIX HH(EKIHMH, IPOCTya U APYrux
pecnupaTopHBIX HHGEKINH 3UMOH, 0COOCHHO B MJIaJJICHUECTBE M PAaHHEM JCTCTBE.
JlanHOE HaOMIOAEHNE HE 3aBUCHUT OT pa3Mepa WM PacloOKeHNs] JYIUTHKALMT 1
nenennu 9p. B ciaydasix, Koraa nenerys 3aTparuBana «KPUTHIECKUH y4acTOK»
CHHZpOMa Jienieninu 9p, mpoOieMsbl Co 3I0pOBhEM BCTpedanuch yaile. OcoOeHHO
pacnpocTpaHeHa IpodIeMa XPOHHYECKUX 3a1I0pOB, Ha KOTOPYIO HE00X0IUMO OBLIO
OKa3bIBaTh KOMILIEKCHOE Bo3zelcTBHE (cM. 3amopsl). Kpome Toro, y HEKOTOpBIX AeTeit
OBLIM XapaKTepHbIE MPOOJIEMBI CO 3J0POBLEM, TAKHE KaK CYJOPOTH M CHHIPOM arHod BO
CHe, KOTOopbIe Takxke TpedoBau sedeHus (Unique).

“ B 1esom, y HaITero chHa HET CEpPhe3HBIX MPOOIEM CO 3J0POBBEM, M OH XOPOIIO celst
YYBCTBYET C T€X IOP, KAK MBI BBUICUMIN «THXYIO» aCIHPALINIO0, KOTOPask OKOHYATEIbHO
IpoIIa, KOT/la eMy ObUIO TATh JIeT. EnquHCTBEHHAs cepbe3Hast mpodiieMa, KoTopasi Hac
TIOCTOSTHHO TPEBOXKUT — ATO XPOHUUECKHUE 3a1opbl. B oTiinuaume ot 1pyrux aereit o"

pee MOIXBATHIBAET OOBIYHBIE 3a00MeBanNs °, — mymmuKanus 9p13.32p24.2/ nenemus
9p24.2p24.3, 16 et

“ Korna ona 6bl1a TIOMITA/IIIE, TO KaKas IPOCTY/IA TIEPEXO/INIA B THEBMOHMIO, TOKa eft
HE UCHOIHMIOCH 5-6 niet. Ceifyac oHa BIIOJIHE 370pOBasi M PeIKo OoseeT. Y Hee ObIBAIOT
c1abo BRIPa)KEHHBIE MTPHUCTYIIBI aCTMEI B APYTHE MPoOIeMbI co 310poBbeM. OHa
MPaKTUYECKA HUYETO He BUUT IPABBIM IJIa30M, M Y Hee HU3KUI MBIIICYHBII TOHYC.
HenaBHo Hameil Jo4ke JUarHOCTUPOBAIIM CHHAPOM alHOd BO CHE CPEHETSIKENION

CTEIEHU ”, — nyrumakanus 9pl2p24.2/nenenns 9p24.3, 13 ner
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[11 v
V Hero cna0bIit HUMMYHHUTECT. On gacTo 6OJ'I€€T, 0COOEHHO Koraa O6H1&CTC$I C Ipyrumu

neTbMU. Y HEro acTMa M CyJ0pOXKHBIH CHHApOM ), — Aymnukaius 9p13.1p23/nenenus
9p23p24.3, 9 ner

PectimpaTopHuble HH(peKIHU
PCClIVIp'd'l‘Opr[C I/IH(l)CKLlI/II/I W/WJIA aCTMa 4acTo Ha6JlK),U,al-0'['C$l y ,J,C'I‘Cﬁ C COUCTAaHUEM
AYIUTUKAIW U ACJICHIUN ()p
Jlety ¢ peKuMH XpOMOCOMHBIMH 3a00JICBaHMSIMH YaCTO NMEPEHOCAT PECIUPATOPHEIE
MHQEKIMY B paHHEM JICTCTBE, YTO XapaKTEPHO JUIS CHHIPOMOB AYIUIMKAINK 9p U
nenenun 9p. Kpome Toro, getr MOryT OBITH IIPEAPACIIONOKEHBI K Pa3BUTHIO
QJUIEPIHYECKHX PEaKIMil M aCTMBI, KOTOPBIE HHOI'[a BO3HUKAIOT KaK CIICJCTBUE
HepeHeceHHbIX pecripaTopHbix nHpeknuid. CornacHo ceenennsiM Unique, B
OONBIIMHCTBE CITy4acB HH(EKINH 1 aCTMa C TCUCHHEM BPEeMEHH OECIIOKOST BCE pexe,
HECMOTPsI Ha TIOCTOSTHHBIC TIPOSIBJICHHS B AETCKOM BO3pacTe. B HEKOTOPHIX cirydasx
JeTSIM NOTpeOOoBaIaCh TOCITUTAIN3ALINS.

“ Jlo 5-6 ner y Hee ciyuanuch IPUCTYIIB ACTMBI, HO ceifyac, Kaxercs, Bce pomuio. I1o
KpaifHeil Mepe, MBI yKe JIeT 5 He TIPMHMMAeM JeKapcTBa , — Aynmukanus 9p23p24.1/
nenenus 9p24.1p24.3, 16 ner

Cyn0oposkHbIi CMHAPOM
v HEKOTOPBIX ,[[CTCf;I CJIy4aroTCsa Cyaoporu, KOTOpbIC 00BIYHO YCOCIIHO
KOHTPOJIHPYIOTCA MIPUEMOM ITPOTUBOCYTOPOKHBIX ITPETIapaTOB.
Cynoporu sBISIFOTCS CIISICTBHEM BHE3AIHOTO MATOIOMMYECKOr0 U3MCHCHHS B
IIEKTPUIECKON aKTUBHOCTH M03ra. CHMIITOMBI BapbUPYIOTCS B 3aBUCHMOCTH OT TOTO,
Ha KaKOM Y4acCTKe MM Y4acTKax Mo3ra Oblia 3a()MKCHPOBaHA MMATONOTHYECKas
aKTHBHOCTH. K camMbIM pacripoCTpaHeHHBIM CHMIITOMaM OTHOCSITCSI BpEMEHHasI
JIe30pUEHTALIHSI, HEPOU3BOJIBHBIE CYIOPOXKHBIE COKPAIIICHHSI MBIIIL], TIOTEPS] CO3HAHMS
U noreMHeHue B riia3ax. CynopoXKHbIe IPUMAIKH, BOSHUKAIOLINE KaK CICACTBHIE
HapyLICHUs: pabOThI OMPEIETICHHOIO yIacTKa TOJOBHOTO MO3Ta, Ha3bIBAIOTCSI
¢oxansapiMU. EcCiu cyqopo)KHbBIE MPHUITAIKK BBI3BaHbI HapyIICHHEM paboThl 000HX
MOJYIIAPUH MO3Ta, TO OHH HA3BIBAIOTCS T€HEPaIN30BaHHBIMU (CM. THIIBI CyTOPOKHBIX
MIPUIIAJKOB).
JUi1st m3MepeHust 1 (PUKCAINH IIEKTPUIECKOM aKTHBHOCTH MO3Ta IPUMEHSIFOTCS
anekTpodnnedanorpadus (331") u Buneo-33I" monutopunr (BOM), kotopbie MOTryT
TPOBOIHUTHCS HAPSAY C APYTUMHU MCCIICIOBAHUSIMU IS OIIPEACICHHS IPHIUHBI M TUIA
CYIOPOXKHBIX [IPHIIA KOB.

Cornacuo nmpoBeneHaomMy B 2017 roxy ompocy Unique, y Tpex U3 OEBSITH AETeH ObLT
JIMAarHOCTHPOBAH CYIOPOXKHBIH CHHAPOM (B 0a3e naHHbix Unique ObLT OOHApYKEH el
omuH cinydaid). Tpoe U3 eBsTH AeTeil ObUIH HApaBJICHBI HA 00CIIeIOBaHUE, WITH KE Y
HUX TPOSIBIISUINCH CHMIITOMBI, KOTOPBIE, IT0 MHEHHIO POJHTENEH, ObLTH TOX0XKH Ha
CyIOpOrH. Y OCTaBIIEHCS TPETH HE ObUTO OOHAPYKEHO CYJOPOKHBIX MPHUITAIKOB.
Jannsie Unique MOKa3bIBaOT, YTO CPEAN MHOXECTBA CITyIaeB OYEHb TPYIHO BBLACIUTD
KaKoi-mubo HauboIee pacpoCTpaHeHHBIH THIT cyqopor. bosee Toro, y HEKOTOphIX
JIeTell HACUUTHIBAIOTCS] HECKOJIBKO TUITOB cynopor. Tak, Hanpumep, cembr Unique
co00maroT 00 abCaHCHBIX MpUCTyMNax (2 ciaydas), TOHUKO-KJIOHWYeCKuX (Oompme
CYJOpO’KHBIE TIPUMAIKK) PUCTYIAX (2 CiTydast), MUOKIIOHWYECKHX TpHcTynax (3
cirydast), a TaKKe 0 He WACHTU(QHUIMPOBAHHBIX NprcTynax (1 ciydai).

B MenunumHCKOI muTepaType COAEepKUTCS ONMCaHNe IBYX CiiydaeB. B omHOM 13
nccie0BaHNui OBbLT ONUCaH CiIydail IeBYIIKM B Bo3pacte 21 rof ¢ Ayminkaen
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THunbI CyA0pOKHBIX IPUIIAKOB

AQcaHCHBIe IPUCTYNBI: XapaKTePU3YIOTCA U3MEHEHHEM II0BEJCHUS ¢
«BBIKIIFOUEHHEM» CO3HAHUs. JlaHHBIN THII IPUCTYIIOB MHOIA COIPOBOXIAETCS TEM, YTO
PEOEHOK MIPUCTAILHO CMOTPUT B OIHY TOYKY, Y4aCTO MOPraeT WX IPUIMOKUBAET
ryoamu. AOCaHCHBIE IIPUCTYIIBI O4€Hb KOPOTKUE U OOBIMHO IJIATCS MeHbIIe 30 CeKyHA.

I'eHepajiu30BaHHbIe TOHMKO-KJIOHMYeCKHe NPUCTYNBI: B Hauajle IPUCTyNa B 000MX
HOJIyNIapUsX TOJIOBHOTO MO3Ta BO3HUKAET MATONOrMYECKast SJIEKTPHIECKas aKTUBHOCTb.
[Tpuctymel XapaKTepU3yIOTCs COKPAIIEHHS MBIIILL C MOCIEIYIOMIMMH MOACPTUBAHUSIMH.
Muok10HHYEeCKHE NPHCTYIbI: TCHEPAIU30BaHHbI € IPUCTYIBI XapaKTePU3YIOTCs
HOZIEPTUBAHUAMH WY HIOKONO00OHBIMU COKPAIIEHUSIMU PA3IMYHBIX MBIIIIL] TeNa, KaK
MIPaBUIIO, PyK MU HOT. KaX bl 13 MHOKIIOHMYECKHUX MPUCTYIIOB JUTUTCS JOTIO
CEKYH/Ibl, MAKCUMYM — CEKYHJY.

@eOpuiIbHbIC PUCTYNBI: BO3HUKAIOT HCKIIOUYUTENbHO IPU BBICOKON TEMIIEpAType
Tena.

MuoTonnueckue MNPUCTYNBI: XapaKTEPUIYIOTCA COKPAIICHUEM MBI IIII.

MuoKJI0HNYECKH-ATOHHYECKIE NPUCTYNbI: XapaKTECPUIYIOTCA NMOACPTUBAHUAMHA
i IJ.IOKOHOI[O6HBIMI/I COKpaICHUsIMU MBI, IPUBOAAMINX K IIOHMKCHHUIO TOHYCaA
MBIIII], YTO MOXKET IPUBECTH K ITAJACHHUIO.

NudanTniasabie cna3Mbl: THI CyJOpOXKHEIX MPUCTYNOB, CHCTEMATHY ECKH
BO3HHKAIOIINX y MJIajIeHIIeB B Bo3pacTe 3-10 mecsiieB. IIposBIsIOTCS B OCHOBHOM Cpasy
noclie nmpooy kaeHust. MoryT ObITh Kak SIPKO, TaK U CJIa00BbIPaKCHHBIMH.

9p21.1p24.3 u penenmeii 9p11.2p13.1, y KOTOPO# CYyAOPOKHBIN CHHIPOM Pa3BUIICS €Il
B AercTBe. JlJis IedueHus cy1opor MpuMeHsUIach Baiblpoenas kucioTa. K 13 romam
cynopoxusiii cunpom ucues (Jelin 2010). [Ipyroe uccienoBaHue ONMUCHIBAET CIydai
MaJbuuKa B Bo3pacTe 8 MecsleB ¢ nymukaimen 9p13.3p23 u genenueit 9p24.3, y
KOTOpOro OblIa OOHapyXeHa TsoKenas popMa SIIIEIICHHU 110 HA3BaHUEM CHHIPOM
Becra. /lanHbIii cHHOPOM XapaKkTepu3yeTcsi HHPAHTHILHBIMU ClIa3MaMH, KOTOPbIE
O0BIYHO HAYMHAIOT IPOSBIIATHCS B TEUEHHE HECKOIBKUX MECSILIEB MOCIE POXKACHUS U
COIIPOBOXKAAIOTCS YHUKAIBbHOW DI -KapTHHOM (TUIICApUTMUEH) U YMCTBEHHOM
orcranocteio (Neira 2012).

Cnoco0bl J1eueHus, BKII0Yas IPUMEHEHHE [TPOTHBOIMIICNTHYECKUX NIPENapaToB, Kak,
HaIpuMep, BaJIbIIPOeBast KUCIIOTa, CybTuaM u Kemmpa (JeBetupaneram), 3ppekTuBHBI
JUTS CHIDKEHHS 9acTOTHI U TshkecTd npuctynoB (Jelin 2010; Unique).
(11

CynoposKHbIE MTPUTIAIKH — MHOKIOHHYECKHE, a0CAaHCHBIE Y TOHUKO-KJIOHUYECKHE —
MOSIBUITUCH y Hero B 17 net. Celfyac Mbl JIeunM UX ¢ omomsio Kenmps! u DnumiMa,

L

MIOSTOMY ITOKA YTO BCE B MOPSIIKE —, — Ayrumakanus 9pl12p22/genenns 9p22, 19 ner
(11

[TpumepHO B 3 rosia y HEro HaAYaJINCh MHUOKJIOHMYECKHE TIPHUIAAKNA. MBI TISITh JIET
npuarMany TpuienTain, HO HeJaBHO OTKA3aJIMCh OT IPOTHUBOCYAOPOKHBIX MTPENapaTos,

L

MIOTOMY YTO y HET'O YK€ JIBa T0JIa KaK He CIyJanoch Cy10por —, — MYTIHKALIS
9p13.1p24.3/nenerms 9p24.3, 9 ner
(11

VY Hero ObIBaJIM MHOKJIIOHNYECKHE, a0CAHCHBIE M OOJIBIINE CYI0PO’KHBIC TTPUTIA TKH.
Ms1 naem emy Tpunenran, u emy 310 momoraer. Ceifuac 60nbIINe CyI0pOKHBIE

NPHUNAKH CITYYaloTCs y HEro TOMBKO Pa3 B TOf , — Aymmukarus 9pl3.1p23/nenemus
9p23p24.3, 9 ner
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AHoOMAIUHA Pa3sBUTHUA I'OJTOBHOI'O MO3ra
VY nereil ¢ coueTaHUeM JIeNelNU U AYTUIMKAIIMM XpOMOCOMBI 9p Habmtogaercs
HECKOJIbKO aHOMAJIMM pa3BUTHA T'OJIOBHOI'O MO3Ta, MHOTHE U3 KOTOPBIX HE3HAYUTEIIbHBI.

HecMmotps Ha TO, 4TO 3TO aHOMAJIMK MO3Ta HE OTHOCSTCS K XapaKTEPHBIM MPU3HAKAM
IyIIuKauui 9p wnm aenenuit 9p, CylecTBYIOT CBEACHUS O HATMYUM Psia aHOMAJIHA
Pa3BUTHI TOJIOBHOT'O MO3Ta TP 3TUX JBYX XPOMOCOMHEIX 3a00JieBaHUsX. [I[puMepHO y
onmHOM TpeTH yyacTHUKOB Unique ¢ coueTaHuEeM IYTUTHKALUU U JeTIeud 9p U B IBYX
CITy4asix, OMMCaHHBIX B MEAWIMHCKOHN utepatype, npu MPT wiu KT Obu1a oOHapyxeHa
AHOMAJIUSI Pa3BUTHUS TOJIOBHOT'O MO3Ta, a B HEKOTOPBIX CIydasx Ja)Ke COUeTaHue
anomanuii. [TosBaeHue NTaHHBIX aHOMAIUi Ha JAHHBIM MOMEHT HE CBSI3aHO C KaKoh-I100
OMpEICIICHHON PUYNHON WA Pa3MEPOM U PACIIONOKCHAEM TyIUTHKAIMU/Aeaeimd. Tem
HE MCHee, B OOJNBIIMHCTBE CyYaeB, aHOMAJIHs TOJIOBHOTO MO3Ta ObLIa CBsi3aHa C
Jerienen, BKIItovaromieil yuactok 9p24 (cm. tTabnuny). [Ipu aTom HeoOxoanMo
OTMETHUTh, YTO UCCIIEAOBAHUS MO3Ta BO MHOTUX CIy4asiX He MPOBOAUIUCH, TIOITOMY
HEJNb3s UCKII0YaTh BO3MOXXHOCTh BO3SHUKHOBEHHS IPYTUX aHOMAJIUN Pa3BUTHS
ronosHoro mo3sra (Chen 2005; Temtamy 2007; Vundinti 2007; Hauge 2008; Recalcati
2012; Kowalczyk 2013; Brambila-Tapia 2014; Samanta 2015; Spazzapan 2016;
Unique).

Cepaue
Omnucan pAa Ci1ydaeB CEPACYHBIX 3‘:16()J'lCB‘dHHI\(‘l, MHOTI'M€ U3 KOTOPBLIX MPOTECKAJIN B
OTHOCHUTEJILHO JIETKOM (1)OpMC 1 IPOXOJUIIN CaMOCTOATCIIBHO 0e3 Kakoro-an0o JIeueHus
UIJIN XUPYPIru4€CKOro BMEMIaTE/IbCTBA.

HecmoTtpst Ha TO, 4TO HOPOKHM Ceplla HE ABISIOTCS XapaKTEPHOH 0COOEHHOCTBIO
CHHZpPOMA IYIUTMKALIMU WU JENeLMH XPOMOCOMBI 9p, b0 coueTaHus TyIUTMKALK 1
JieIeul XpoMocoMbl 9p, uccienoBanue, nposenennoe Unique B 2017 rony, nokasaino,
YTO y IIECTU U3 AEBATH AeTel ObUTH OOHAPY)KEHbI aHOMAJIUK Pa3BUTHS CEpALIA.
Briocneacreun B Unique ObLI0 3a(pHMKCUPOBAHO €l1Ie /IBa CIydast aHOMaJIHi cepna.
Cxorkast KapTHHA ONKCaHa U B MEIUIMHCKOI IUTepaType, I1ie B IECTH CIydasix 13
MSTHA/ILATH Y HCCIIeyeMbIX ObLTH 0OHapyxeHbI mopoku cepia (Fass 2007; Swinkels
2008; Di Bartolo 2012; Recalcati 2012; Schlade-Bartusiak 2013; Unique). Y HeKOTOpbIX
JieTei ObLTO BBISIBIICHO CPa3y HECKOJIBKO 3a00ieBaHui cepia. B oTnenbHbIX ciyyasx y
JeTell ¢ aHOMaJMAMH CepALia Taroke ObLIH BBISIBJICHBI aHOMAIMU Pa3BUTHS TOJIOBHOTO
Mo3ra (CM. IPEeIBIIYIHHA pa3ae).

CamMoii pacrpocTpaHEeHHOH MaTOJIOrHel 0Ka3alMCh IIyMBI B cepile (BBISIBICHO 6
ClIy4aeB), KOTOpBIE B OOJIBIIMHCTBE CBOEM HE OMACHBI M CO BPEMEHEM IPOXOIAT CaMH
o cebe. Takxe BcTpeyauch Ooliee cepbe3HbIe CeplIeUHbIe 3a00JIeBaHMsl, TAKHE KaK
nedext Mexmpeacepanoi neperopoaku (JAMIIIT — 6 ciyuaeB), OTKPBITHIi
aprepuanbHbIi mpoToK (OAIl — 5 ciydaeB), neeKT MEeXOKETYI0UYKOBON TIEPErop OIKU
(AMXKII — 3 cmyuast), HEYTOYHEHHBIH MTOpOK cepama (1 ciaydait), CHHycOBast apuTMHUS
(1 cirygait), yBenmaennoe cepame (1 cmydait) u oTkpbeiToe oBanbHOE okHO (000 — 1
cirydait) (cM. Tabmuiy «Cepiednsie 3a001€BaHUs). 3a4acTyIO BhIIICYKa3aHHBIE
3a0oneBaHMs cepAra MPOXOaTi 0e3 KaKoro-Inoo BMEIIaTeNbCTBA MITH OBLTH YCIICITHO
BBUICYCHBI.

B 2017 romy 6611 mpoBenen onpoc cpenu cemert Unique, y ieTeif KOTOpBIX ObL1a
oOHapyKeHa AYIUIMKALIS XPOMOCOMBI 9p pa3ndHOro pa3mMepa M pactoloKeHUsL.
Pe3ynpraThl onpoca nokasanu, yTo npumepHo y 20% nereil ¢ nyrumkanueii Bcero
KOpOTKOT'O TIJIeYya MIIM YaCTH XPOMOCOMBI 9p OBIIM ANarHOCTUPOBAHBI PA3IMIHBIC
3aboneBanus cepaua. Cpenu eTel ¢ KpymHBIMH AYIUIMKAIMSIMH, KOTOPBIE 3aTparuBajn
Y4YacTOK JUTMHHOTO IIjIeya, 3Ta nudpa gocturana 40%. JlaHHbIEe pe3ynbpTaThl
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AHOMAJIMH Pa3BUTHS I'OJI0BHOI0 MO3ra

AHoMaJus
pa3BuTHs
rOJIOBHOT0 MO3ra

Onucanue

B or/iene roJoBHOro Mo3ra, KoTopslii otBedaer 3a | 1 ciywait CAY Lg[yrzulugxazlang
KOOPAMHALMIO ABIKEHUH (MO3)KEUOK) U CBSI3aH C (mmarno3 gm' H’; 24% 24.3
YETBEPTBIM JKEIIyJOYKOM, agnonomeﬂa KHCTa, HOI[TBCp)KI[CH) ?KOV‘I;IalCZP k 2 13)
Cunapom JpHau- KOTOpast IPEeICTaBIIsIET COOOI MOIOCTh CO Y
VYoxkepa (CLY) CITUHHOMO3T0BO# KMIKOCTBI0. CHHIpOM J[9H TH- 1 coryqait AYTUTHRALS
VYoxkepa (CAAY) sBisieTcst OHON U3 IPUYHH HETONHOH (opMBI 9p13.1p24.3 u
ruapouedanun. Kak npasuiio, 1aHHass aHOMaIUst CHY (nomo3penue gne' H’; on24.3
YCTPaHSAETCS € NOMOIIBIO IIYHTHPOBAHHUSL. Ha CHHJIPOM) ?Uniu p=4.
que)
T'unonnasus Mo3xe4Ka — 3T0 aHoMalvs,
XapakTepu3yrmascsa HEI0Pa3sBUTHEM MO3KEIKa
(oT/1e712 TOJIOBHOI'O MO3T'a, PACHOJI0XEHHOI0 B €r0
3aj(Hel HKHel yacTn). MO3XeuoK ydacTBYeT B il Eres JyTUIMKaLAs
Tumomwasus TaKMX MPOIIeccax BHICIIEH HEPBHOH €ATEILHOCTH, (m OI[y(;;pCHPIC o 9p13.32p24.2 n
MO3KEUKA (I—-M) KaK MBIIIJICHUH U OCO3HAHHBIC ICUCTBUS. le/l JIETKYI0 CbOpMy JCJIeust
THIIOIUIa3UH MO3)KeUKa HaOI0aeTCs 3a/iepXkKKa B THNGA3HH) 9824.21)24.3
Pa3BHUTHH, 3aI€PKKa PEUYCBOr0 Pa3BHTHSI, (Unique)
THUIIOTOHH S, aTaKCHs (HapyIIEHHE KOOPAUHALUA
MBIIICYHBIX HBHM(CHHﬁ) 1 HENIPOU3BOJIBHBIC
JIBUKCHU A T'JIa3HBIX SIOJTOK.
TTpu ruaporedanmy B roJOBHOM MO3re
HaKarmBaeTCs )XUIKOCTh, KOTOpask OKa3bIBacT Ha
Her(G) JaBiieHre. Bo MHOruX cirydasix jedeHue He bi) 3113141%‘11?;{
TpeOyeTcst, MOCKOJIbKY JIaBJICHHE YMEHBIIACTCS C o . 3u
Tuppouedamis TglIC}};HCM BPEMEHH, 0};[Ha1<0 m—mrﬁa MOXET 1 coryait Een@u%m 9p24.3
MoTpe6oBaThCsl MIYHTHPOBAHHE (BBEACHUE TOHKOM (Unique)
TPYOKH B MO3I' JUISl YCTPAHCHUS U3JHIIKOB
JKHJIKOCTH).
ApaxHouIaTbHbIE KHCThl — MOJIOCTH B TOJOBHOM
MO3re, 3al0JTHCHHBIC CITHHHOMO3I OBOM
skukoctbio (CMXK). BonpmHcTBO ni/nmmaum
ApaxHoujanbHas apaxHOUIATBHBIX KUCT HE IPUBOJSAT K MpobIeMam il ErrEs pl3.1p24.3 n
KHACTA €O 3/10pOBBEM H HE TPEOYIOT JICUCHNUSI, HO B CIIydae Wl nenenus 9p24.3
BO3HUKHOBEHHS CHMIITOMOB MOXET (Unique)
1noTpeboBaThCs ONEPaLys 10 YIAJIEHHUIO KUCThI
MM BBEJICHUIO LIYHTA (CM. BBILLE).
JYILIAKALAS
9p13.1p24.3 u
nenenus 9p24.3
LiepeGpatbhas TTpu nepeGpabHOl aTpoduu POMCXOIUT (Unique)
OTMHPAHUE KJIETOK FOJIOBHOI'O MO3ra (HEHPOHOB) 2 ciydas
atpodust U TI0Tepst CBsA3el MeXky HUMH. JyTUTHKALAS
9p12p24.2 u
nenenus 9p24.3
Unique)
IIpu nepuBEHTPUKYISIPHON JIeHKOMAIALUI él'IB)'[)
MPOUCXOIUT HOBPEKICHUE (pa3MsaryeHue) 6enoro
BEIECTBA, PACIIOIOKEHHOTO 110/ KOPOii FOJIOBHOIO JYILIAKALAS
[lepuBeHTPUKYIIAPHAS | MO3ra 1 OTBEYAIOLIETO 3a [epe/iady NMIYIILCOB 1 ctyuait (e 9p21.1p22.3 n
JICUKOMAJIALUS MEX1y HEPBHBIMH KJIETKaMH, CIIMHHBIM MO3IOM H nporpy;{e )] JETCIHS
(TIBJT) 13 OJHOTO MOJIyLIapHs FOJJOBHOIO MO3ra B APYroe. 9822.3p24.3
IepuBenTtpukysipHas nerikomansuus (I1B. (Unique)
MOXKET II] HBGCTI/‘I, K HapyIICHUAM JBUTATECJIIbHBIX U
JIpyrux QyHKIUI opraHusma.
Heuop&sn‘me MO30JMCTOro TeJia MPUBOAUT K
HapyILUICHUIO CBA3U MEXKIY IONYIIapusiMUA
rooBHOro Mo3ra. Kaxnoe monyrapue mosra
KOHTPOJIMPYET ABUKECHUA U OLYIICHUSA B
TIPOTHBOMOJOKHOM MOJIOBUHE TEa 1
I'unonnazus 0bpabarbIBaeT onpe/eneH bl THIT HHO)OPMALUH
(HemopassuTHE) (HarpuMep, SI3bIKOBYIO UIIH MTPOCTPAHCTBEHHYIO Jél 1 :J;IiKaZHZPH
MO30JIACTOr0 Tea U | undopmaruio). Takim 0Opasom, s ) 1 cayuaii ;[gneﬁp& 50243
CTBOJIA TOJIOBHOT'O KOOPJIMHALINH JABIKEHUN U 00pabOTKH CII0XKHOM (Recalcati %01'2)

Mo3ra

MHOPMALMHY TTOTYLIAPHS JOIKHBI
B3aUMOJIEICTBOBATD APYT ¢ ApyroM. Mosomucroe
TEJIO SABJISICTCA CBA3YIOIIUM 3BEHOM, KOTOPOE
COCIUHACT NPaBOE U JIEBOE IMOIYIIapHsi TOJIOBHOTO
MO3ra U 00eCIeYnBaeT CBSI3b 1 BSZHMOHBﬁCTBHC
MEXKAY HUMH.
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TTOJITBEP K TAIOTCS CBEACHUSMU M3 METUIIMHCKON ytuTepaTypsl (Wilson 1985; Haddad
1996; Nakagawa 1999; Canton 2016; Oh 2016; Brar 2017; Unique). [Topoku cepama n
IIyMbI HAaOJIIOANTUCE Y JIeTel ¢ enermeii XpoMocoMBbl 9p, Kak, HalpuMep, Y IeBOYKH C
nenenuent 9p23, y KoTopoii ObIIM ANArHOCTUPOBAHBI AE(EKT MEKIKETYI0UKOBON
TIepeTOPOIKY, OTKPBITHIN apTepHaIbHBIA IPOTOK M OTKPHITOE OBAIBHOE OKHO.

Beimeykazannble 3a00meBaHus cep/na HaOMOAaINCh Y JeTel ¢ codeTaHneM
JOYIUTMKAIWK U IENIEIUH XPOMOCOMBI 9p, HaUWHAsI OT CPABHUTEIILHO HEOOJBIINX
IOYIUTMKanui 1 nenennit 9p (Hanpumep, OTKPHITHIN apTepHaIbHBIN MPOTOK MPH
nymukanun 9p23p24.1 u genermu 9p24.1p24.3 1 gedeKT MeNOKEITYJ0UKOBON
NIEPEropOIKH, OTKPBITHIN apTepUalIbHBIN NPOTOK, OTKPBITOE OBAJIBHOE OKHO U
CHUHYCOBas apuTMUs Npu gyrukaiu 9p21.1p22.3 u neneruu 9p22.3p24.3), Brintoyast
JYIUTMKAIUK MPAaKTHYECKH BCEro KOPOTKOro rieda 9p u neneunu 9p (Hanpumep, nedext
MEXIIPEICEPIHON MEePEeropoaku npu ayrukaimu 9pl13.32p24.2 u neneunu 9p24.2p24.3
U 1eeKT MEeXOKETyI0UYKOBOM MeperopoaKy npu nymmkamu 9p12p24.1 u neneunn
9p24.3 (Mo3auyHas popma)) 0 KPYIHBIX TYIUTHKAIMN, OXBATHIBAIOIINX BCE KOPOTKOE
IUIEYO M YYaCTOK JUIMHHOTO IIeya, U JISJICIIMU BCEro KOPOTKOrO Iieda (Harpumep, IryMm
B cepaue npu aymiukanuu 9q12p22.3 u genenun 9p22.3p24.3 (Swinkels 2008; Schlade-
Bartusiak 2013; Unique).

Takum 00pa3om, JaHHBIE N3 MEIMIIHCKOW JINTEPATYpPhl U CBEICHHS, TIOJy4eHHBIE OT
cemeii Unique, MO3BOJISIIOT MPEANIONOKUTD, YTO COYETAHHE NYIUIUKAIMH U JeICIUH
XpOMOCOMBI 9p CIOCOOCTBYET PAa3BUTHIO aHOMAJIHMH CEp/ILIa, a TAKKE MOATBEPKIAI0T
THIIOTE3y O BIMSAHUU KOMIUIEKCA TeHETUYECKUX M 3KOJIOTHYECKUX (haKTOpOB Ha
pa3BUTHE BPOXKACHHBIX MOPOKOB cepaua (Schlade-Bartusiak 2013; Oh 2016).

“ Mocne poxkmeHus y HEro HAILTH AeeKT MeXIpeacepaHoii neperopoaku (IMIIIB) u
yBeIU4eHHOe cepALe. B BoceMb MecsiieB emy crenanu onepaiio. Ilocie oneparuu y

HErO MOPO30BENa K0Xa, K eMy CTAJI0 HAMHOTO JIerde JIbIIaTh ~, — AyIUTMKALHS
9p13.3p21.3/nenenust 9p22.1

“B neBaTh neT y Hero 611 0GHAPYKEH BPOXKICHHBIH TIOPOK CepAua (OTKPHITHIH

apTepHanbHbIii IPoToK — OAIT), MOATOMY CKOPO HaM TIPEJICTOUT OMepanus , —
nymnkanus 9p23p24.1/nenerms 9p24.1p24.3

“V mero 6611 HEGOMBIION AedeKT MeKTpencepAHoil neperopoaxy (JIMIIIIB), KoTopbIit

3aKpBUICA CaM, KOTJIa My MCTIONHIIICS To ), — aymmakamms 9p13.32p24.2/nenemms
9p24.2p24.3

“ IMocne poskeHus y Hero GbUTH OOHAPYKEHBI IIYMBI B CEPIIIE U JIBA OTBEPCTHS,
KOTOpBIE 3aKPBUTICH B TEUEHHE EPBOT0 MECSIIA JKU3HH *, — ayruukamus 9p13.31p23
u geneuus 9p23p24.3

I'naza u 3penue
VY 1pex u3 aesatn aereit Unique OblIi 00HAPYKEHBI POOIIEMBI CO 3p€HNEM. Y OIHOTO
MaJIbuiKa B PaHHEM BO3PACTEe JHATHOCTHPOBAJH JAIEHO30PKOCTh (THIIEPMETPOITHS), HO
mmo3/1Hee OBLT MOCTABJICH JUArHO3 OIM30PYKOCTh (MHUONHS). Y Opyroro MaibyuKa OblIa
JMarHOCTHPOBaHA YaCTHYHAS TIOTePsl 3pEHHS, [IPU ITOM HapyIIeHHE NeprpepHIecKoro
3peHus OBUTIO MEHEE BBIPaXKEHO. Y €eIlIe OTHOH JIEBOYKH HAOJ0AaIach YaCTHYHAS TTOTEps
3pEeHHs Ha O/THOM TJIa3y M OJIM30pYKOCTh Ha JpyroM. st KOppeKIy He3HAUYUTEIbHBIX
HapyIIEHUH 3pEHHS MOT'YT UCITOIb30BaThCS OUKH.
Hucrarm siBisieTcst XapakTepHBIM IPU3HAKOM JIeNIennH 9p, KOTOPBIH ObLT OOHApYKEH Y
4eTeIpex u3 AeBsATH aereil Unique ¢ coueTaHneM AYIUIMKALUK U fenenud 9p. Y Tpoux
13 HUX ObUTa fenenust 9p, OXBaTHIBAIONIAS KPUTHIECKUH YIacTOK sl CHHAPOMaA
nenerun 9p. s aToro 3aboneBaHus xapaxg;pﬂm HETIPOM3BOJIEHBIC TOBTOPSIFOLIHECS



3360ﬂeBaHHﬂ ceplllla KpoBs uzer ko BceM

Ilym B cepiue: M yMbl B CEPJIIE — 3TO Bepxian " opranaw tena

HEOOBIYHBIC I HEXapaKTEPHbIE 3BYKH, KOTOPHIC )

BO3HHKAIOT IIPU IPOXOXKICHUH KPOBH Yepe3 CepALe \

U [P OTKPBITUX U 3aKPBHITHH KIANIAHOB CEpAIIa. Aopra

[ITymbI MOTYT CBUIAETENBCTBOBATH O 3200JICBAHHH Jéroutias aprepus
” » § (mo Heil kpoBB

cepana, HalpuMmep, o I{e(beKTe MEXIIPEACEPAHONU — UIET K NETKAM)

MIEPErOPOKH (CM. HIDKE), HO, KaK IPaBUJIO, OHU

COBEPIICHHO HE ONACHEL

Yaine Bcero myM B CEpALE HE IPEIICTABISET

OIIACHOCTH U HE TPeOYeT JIeUCHHUs, HO B HEKOTOPBIX

CIIydasix peOCHKY MOXKET MOTPEOOBaThCS OMEPALIHSI.

OTKpBITHIA apTepuadbHblii NpoTok (OAII): 510

MIPOTOK MEXIY a0PTOH M JISTOYHOW apTepuei, 1o erousi

KOTOpPOH KpOBB Momnanaet B Jierkue. OObIMHO OH Knanan

3aKpBIBACTCS Cpasy ke MOocie POXKACHUS. ECIM OH  Tpexcrsopuar

0CTAeTCsI OTKPBITHIM, B JICTKHE MOIAaeT OoJIbIIe b knanan

KPOBH, YeM HY)KHO, M CEPALLY PUXOIUTCS

YCHIICHHO paboTaTsb.

ITpoTOK MOKET OBITH 3aKPHIT C TIOMOIIBIO Dol

MaJIOMHBA3UBHOM OIepanuu, BO BpeMs KOTOPOI Hoas Beta

qepe3 OSAPEHHYI0 apTEPHIO BCTABIISIETCS CIIAPAIb.

Boxkpyr crnimpanu pa3pacTaioTcs TKaHH, 3aKpbIBas

OTBEpCTHE MPOTOKA.

Hedext mexxnpeacepanoii neperopoaku (JAMIIII): sto oTBepcTHe B CTEHKE MEXIY IIPABBIM H

JIEBBIM HpejicepAusaMU. YacTb KpOBH IepeTeKaeT U3 JIEBOTO NpeJicep i B IPaBOe, YBEIUUMBAs IPUTOK

KpOBH B JieTkue. JIedeHne 3aBUCHT OT BUIA Je(eKTa, pasMepa OTBEPCTHS X BOSMOXHOCTH €ro

CaMOIPOM3BOJIBHOTO 3aKPBITHS.

JleueHne MOXeET BKIIIOYATh B CeOs TIPHEM JICKapCTB, HOMOTAIOMINX paboTe ceple, KOHTPOIb

MOTSHINAIBHBIX HHOEKIHiT BHYTPEHHNX MOBEPXHOCTEH CepAla M PEKOHCTPYKTHBHOE XUPYPTHIECKOE

BMELIATEIbCTBO.

Jedext mexakemynouxkoBoii meperopoaku (JIMIKII): 570 oTBepCcTHE B CTEHKE MEXIY IBYMS

KaMepaMu cep/ua (3KedyJouKaMu), uepe3 KOTopoe KPOBb IIepeTeKaeT U3 JIEBOH KaMephl B IIPaByIo,

YBeJINYKBas IIPUTOK KPOBH B JIETKUE.

Jleuenune neekTa MexOKeIyJ0YKOBOIT IIEPErOPOIKH ONpPEJIENAeTCs B MHANBUIYILHOM mopsiKe. PeOeHky

C JaHHBIM Je()eKTOM HEOOXOMMO PEryIsIpHO IPOXOAUTH 00caenoBaHne. Hebonbmme nedexTst

ME}OKETyJOUYKOBOM IepEropoaKU MOTYT 3aKphIThCs 03 KaKoro-a10o BMeIIaTenbeTBa. bonee KpymHbIi

Je(heKT MEe}HOKEITYI0YKOBON ePEropoIkn TPpeOyeT XUPYPrHIEeCKOr0 BMEIIATeIbCTBA TS

IpeJOTBPAIleHHs IPOOIEM C JErKUMH, KOTOPbIE MOTYT BOSHHUKATh U3-3a YBEIMUYEHHOIO IPUTOKA KPOBH.

OtkpsITOe 0BasIbHOE 0KHO (O0O0): 5T0 OTBEpCTHE MEXKIY IBYMS BEpXHUMHU KaMepaMu cepaua,

KOTOpOE B HOPMe JI0JKHO 3aKPhIBAaThCs B IIEPBBII IoJ )KU3HU peOeHka. Eciu 0HO 0cTaeTcst OTKPHITHIM,

YBEIMYUBACTCS IPUTOK KPOBU U3 JIEBOTO IPEJCEpHs B IIPaBoe.

Kapanomuonarusi: 5T0 mopa)xeHUe CepAe4HON MBIIIIBI, XapaKTepU3yIolleecsl H3MEHEHHEM ee

pa3mepa, GOpMBI U CTPYKTYPBL. BBIIEIAI0T pasnuyHble BUAbl KapAUOMHOIATHH, HO Yallle BCETo

BCTpEYaeTCs TUnepTpodrieckas KapAHOMHUONATHUs, IPU KOTOPOU MBIIIEYHAs CTEHKA yTONIAETCs, U

JUIAaTalMOHHAs KapAUOMHOIATHS, 71 KOTOPOI XapaKTePHO PACTLKEHHUE U HCTOHYEHUE CepIedHOM

MbImnel. HecMoTps Ha T, YTO TIpu 1:000M BUJIE KapJUOMHONIATHI CHIKAETCS CIOCOOHOCTH CepaLa

MOJIHOLICHHO NePeKaunBaTh KPOBb, MIOCIEICTBHS U3MEHEHHUS CEPICUHON MBIIIIBI B KaXKIOM CIydae

UHIUBHUIYaJIbHBL.

IIpoaanc murpansHoro ki1anana (IIMK) u ero HeocraTo4HOCTh: MUTPaIbHbBI M KJIallaH MEXIy

JIeBOM BepXHEH U JIeBOM HIKHEH KaMepoii cep/ilia 3aKpbIBaeTCsl He MOHOCTHIO, TeM CaMbIM JOITyCKast

00paTHBIN TOK KPOBU BO BPEMs COKpAIIEHHUS Kelynouka. CTBOPKM MUTPAIbHOTO KJIANaHa IPOITyCKAIOT

KPOBB U3 JIEBOTO JKEIyA04Ka 0OPAaTHO B JIE€BOE Mpeacepaue.

AHoMmajusi J0mTelHA: IPH 5TOM HapyIIeHUH TOpa)xkcaeTcs MpaBas CTOPOHA CepAla.

TpexcTBOpUATHIH KIaNaH, peryIUpyONIHi TOK KPOBU U3 BEPXHEH KaMeps! (IIPEeACEepars) B HIKHIOKO

KaMepy (PKeIyJ0ueK), CIMIIKOM CHIBHO CMEIeH BHU3. B pe3ynbTaTe cMeleHus KIanaHa BEpXHsd Kamepa

YBEJIMUYMBAETCS, 4 HIDKHSSA kKaMepa yMeHsbIIaeTcsl. K ToMy ske KpoBb, KOTOpast JOJDKHA OBITh B XKEIyI0UKe,

MO>KET TIONaJaTh Yepe3 KIamaH o0paTHO B pecepaue.

¢ Jlérounas BeHa

MutpanbHbIit
KIanan

AopranbHblit
KITanaH

Hopmanbhoe cepaue
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JBIDKCHUSI T1a3a win 171a3. Hanbosee yacto BcTpeyaercst
TOPU3OHTAJIBHBIN HUCTArM, OJHAKO OH MOXKET OBbITh
BEPTUKAJILHBIM WK BpamarelbHpiM. Huctarm 00bIdHO
00HAPYKUBACTCSI B TIEPBBIE MECSIIBI TIOCIIE POXKICHUS U TPEOYyeT
HAOIOACHUS Y o(TaIbEMOJIOra (CIEeIHAIACTA TI0 3PSHHUI0). XOTS
HHUCTArM HEU3JIEUYUM, O()TATILMOJIOTH MOT'YT IIPOBECTH JIETATBHOE
o0cren0BaHme, B X0/Ie KOTOPOro Oy/IeT onpeeNneH XapakTep
HapyIIEHHUs 3pPEHUsI, U MPEIIOKUTH CIIOCOOBI KOHTP OIS
3aboneanus (Unique; www.rnib.org.uk).

Crpabusm (Kocoriasue) — COCTOSTHHE, TIPH KOTOPOM OJTHH HJIH
00a rJ1a3a MOBEPHYTHI BOBHYTPh, HAPYXKY, BBEPX HITH BHH3.
Ctpabu3M OTHOCHUTEIBHO YaCTO BCTPEUALCTCS Y JIFOJCH KaK ¢ TyIUTHKAIAME 9p Beex
pa3mMepoB (Kak, HAMPUMED, Y ABOUX JIETeH ¢ AyMUIHKANUsIMU 9p24), Tak U ¢ AeNCIHIMH
9p (Brambila-Tapia 2014; Cuoco 1982, Unique). CTpabu3M MOKET OBITH OCTOSIHHBIM
WITH BO3HUKATH BPEMsI OT BPEMEHH, OCOOCHHO MPH YCTATIOCTH.

Kaxk npaBuio, st JIeUeHHUst ITOr0 HAPYIICHHUS UCTIONB3YIOTCS OKKITFO3UsI (3aK/ICHBAHHE
OJIHOTO TJ1a3a), CIEIHAIbHbIC YIIPAKHEHHS WM OYKH. B HEKOTOPBIX CIydasx JeueHne
cTpabu3Ma BO3MOXHO JIHIIb C TOMOIIBIO XUPYPrUUECKOro BMeIarensctea. Kpome Toro,
CITEICTBUEM MMOCTOSIHHOTO KOCOTJIA3HsI Ha OJIHOM M3 TJIa3 MOKET CTaTh aMOJIHOIIHS, HITH
«JICHUBBIN TJIa3». HpI/IHI/IMaSI BO BHUMAaHHE BCE (baKTI)I, BE€CbMa YAUBUTEIIBHO, YTO JINIIb
y OJJHOTO yyacTHHKa U3 Tpynnsl Unique ¢ coueTaHneM NYIUTUKALUK U JIeNeind 9p
HaOJIFOAJIOCh KOCOTTIa31e IPH PAaCCMAaTPHBAHUHU IIPEIMETOB BOIM3NY, a ele Y OTHOTO
OBLITO THAaTHOCTUPOBAHO MHUMOE, WIH BPEMEHHOE KOocorasue. B MequimHckoit
JIMTEpaType BCTPEYaIoch OJHO YIIOMHHAHKE JCBOYKH C KOCOTJIa3HEM, Y KOTOPOH TaKkKe
ObLIa BBISIBIICHA alIbHO30pKOCTh (Schlade-Bartusiak 2013; Unique).

Y HEKOTOpBIX JieTel ¢ AyruuKaiuei 9p ObuT 0OHApYXKEH NTo3 (AHOMAaIBHO ONYIIEHHOE
BepXHee BEKO, YaCTHYHO 3aKpBIBAIOLIee I71a3) WU JarodTaisM (MIaIeHIy WK peOeHKyY
MOXKET OBITh CIIOKHO ITOJTHOCTBIO 3aKPHITH I71a3a), OOHAKO 3TH HapyLIEHHs He ObUTH
OoOHapy)XeHbI y AeTell ¢ codeTaHneM NYIUIMKALWK U Jelend 9p, HECMOTpS Ha TO, YTO
OJIMH MaJIbYUK CIaJI ¢ OTKpbIThIMU riazamu (Unique).

“ TepBble HeCKOBKO JIET y HETO ObLTA IATLHO30PKOCTH JIETKOH CTENEHH, HO TOTOM Y
HEro JAMarHoCTUpOBaJK HeOoblyto Onn3opykocts. K 14 rogam ero 3penne
YXYIIIAIOCh, U €My ITOHaT00MTHCh 04Uk (-1 Ha obonx rimasax). Ha camom mere, o
MIOYTH HE HOCUT OUYKH, TOCKOJIBKY OUY€Hb 4aCTO JIOMAET UX, HO sl HE CUUTAIO 3TO
cepre3Hoit mpodieMoit. Kpome Toro, Mbl HUKaK He MOTJIN TIOHSATB, OBLIO JIN Y HETO
KOCOIJIa31e WIN MHUMOE Kocorasue. V3-3a MMpOKOro SMUKaHTyca eMy ITOCTABUIN
JIMarHO3 MHUMOE KOCOIJIa3ue, HO MHE Ka)KETCsI, 4YTO Y HETro OBLIO JIETKOe BPEMEHHOE
KOCOTJIa3He, KOTopoe mporwio camo. Ceifgac Bee B TOPSIKE -, — JAyTUTHKAITHS
9p13.32p24.2/nenenns 9p24.2p24.3, 16 ner

(17 o
OH craboBusamuii, HO IepuepuIeckoe 3peHre Y Hero pa3BuTo Jydmie. Kpome Toro,
OH BUJIUT JIy4Ille, KOT/Ia CMOTPHUT Ha TIepeBepHYTHIC TIpeAMEeThl. OH PerysipHO
MIPOXOMUT MPOBEPKY 3PEHMUS, M BpAUl CUUTAIOT, YTO M3-3a TIOBBIIICHHOTO
BHYTPHYEPEITHOTO IABJICHUS y HETO OBLT MMOBPEK/CH 3pUTEIBHBIN HEPB, KOTJIAa eMY
LE)
OBLTO BA-TpH rofa —, — Myruukarwst 9pl2p22/nenenus 9p22, 19 ner

“ Harmra 104b YaCTHYHO HE BHIAT MpaBbIM T71a30M (-17 Ha oHOM TTasy u -4 Ha
npyrom). OHa HOCHT OYKH. MBI ITBITATHCH 3aKJICUBAThH €1 OJIFH TJIa3, TIOKa OHa ObITa
pebeHKOM, HO €if 9TO He HPAaBUIIOCh, TAK YTO MBI CTaJIH MCIIOIh30BAThH KATUIH, YTOOBI OHA
BHjena pasMeiTo. CKopee Beero, B OyaymieM eif moTpeOyeTcs oneparys, Tak Kak y Hee
clTa0bIe MBIIIIIBI IPABOTO T71a3a, BElb OHA UM COBCEM HE CMOTPUT e JTYTUTAKATTAS
9p12p24.2/nenerust 9p24.3, 13 ner 1



Cayx
CornacHo ompocy Unique, mpoeaeaHoMy B 2017 rofy, y IIECTH U3 IEBSATH JCTEH C
COYCTaHHEM JYIUTHKALUH U JCNeIUH 9p, B CBSA3U C COYETAHHEM DKCCYIATUBHOTO
CpeIHEro OTHTa, RaHOMAITBHO ITUPOKHUX CIYXOBBIX MPOXOJIOB M MOBBIIICHHOTO
KOJIMYECTBA YIIHON cepbl, HAOMIOAANach ONpeIeliCHHas: CTEIeHb TIOTEPH CITyXa.
AHaNOrHYHbIe CITy4al TAKXKE OMHUCAHBI B MEUIIMHCKOM uTepaType. CornacHo
HUMEIOIMMCS CBEACHUAM, TIOTEPsI CITyXa OOBIYHO HOCUT BPEMEHHBIIN XapaKTep U B
OCHOBHOM HaOitoziaercs y nerei B nepsble roasl xu3Hu (Hauge 2008; Schlade-
Bartusiak 2013; Unique).

DKCCYIaTUBHBINA CPETHHUI OTHT BO3HHKAET, KOT/Ia B YX€ HAKAIUTUBAETCS JIUTIKOE
BEIIECTBO (IKCCYAAT). ITO MOKET IPUBOANTH K CHIKEHHIO JIABJICHUS B CPEIHEM yX€ H,
KaK CIIEICTBUE, K YXYAIIEHHUIO CiTyxa. OOBIYHO DKCCYIATUBHBIN CPEAHUI OTUT JIEUUTCS
MOCPEICTBOM BBEJIEHHS adPAIMOHHBIX TPYOOK (TPYOOK JIsi BEHTHIISAIMU CPETHETO yXa)
B OapabaHHBIE MTEPEMOHKU. B HEKOTOPBIX ClTydasix peOEeHKY MOKET MOTPEOOBAThHCS
omnepanus. Ciiyx He Bcerna yaaeTcss BOCCTAHOBHUTH MyTEM aspailiy IPOCTPAHCTBA 3a
OapabaHHBIMU [IEPEITOHKAMHM, TO €CTh CPEIHErO yXa, II0ITOMY B KAYeCTBE BPEMEHHOM
nin HOHFOCpO‘IHOﬁ MCEPEBI B TOBOJIbHO PEAKUX CJ'[y‘{aﬂX MOFyT HCIIOJIb30BAThCS
CITyXOBbIe anmmapathl. [IOCKONBKY y eTeil 4acTo MPOMCXO/IST 3a/ICPIKKH B PA3BUTHH
peUn, poAUTEIN TOJKHBI TPUHUMATD MEPbI y)Ke Ha paHHeﬁ CTaauu U 3aHUMATHCA C
peOCHKOM JIOMa HJIH C JIOTOMEIOM.

“ On pomuics TyXuM, HO Yepe3 HECKOIBKO JIET HauaJl CIIbIaTh, MHe KakeTcs, y Hero
ObLIT SKCCYIATHBHBIN cpemHuii ot *°, — nymmmkamus 9p13.1p23/nenerms 9p23p24.3

“ OH nepeHec MHOTo onepanuii ¢ Tpydkamu. Kpome Toro, eMy yaaimim
J0OpOKaYeCTBEHHYIO OMyXO0Jh Ha OapabaHHON mepernoHke. Y Hero Oblia moTeps ciayxa,
U OH HOCHJI CIIYXOBOM armapar, HOTOM, KOTJia C BO3PAcTOM Y HEro yBEIUYMINCh
CITyXOBBI€ KaHAJIBI, CIyX yiaydinmics. Ham ckaszanu, 4To y Hero oueHb MaJleHbKUE U
M30THYTBIC YIIHBIEC KAHAJBI, U 9TO HE TOJIBKO YXY/IIIANO CIIyX, HO ¥ MOTJIO IIPUBECTH K

TIOABJICHUIO YITHOM HH(peKIHH *, — Ayrukanus 9pl3.1p24.3/nenemms 9p24.3

[11

Korna namemy cpiny 65110 4 — 6 JIeT, TO CTENICHb MOTEPHU CITyXa BapbUPOBAIACh OT
HE3HAYUTENbHON 10 yMepeHHOH. EMy ycTaHaBIMBaIM TpyOKH A1 BEHTHISALMH
CPEIHEero yxa, HO OHM He O4eHb omorany. HekoTopsle U3 HUX BbINaaliy, a O1HA

3amaza BHYTpPb, U e IPHIILIOCh YAAIUTh *, — mymmakamus 9p13.32p24.2/ nenemus
9p24.2p24.3

Heoo
V nereli ¢ myrutMKaryen/ nenenueld XpoMocoMbl 9p 4acTo HaOJI0AI0TCSl aHOMAJTHH
pa3BuTHA Heda.
VY nereit Unique, a Takke B MEAUIIMHCKON JINTEPATypE, BCTPEUAIOTCS CITydad MaTOIOTHH
pasButHs Heba (BepxHel yacTu noioctd pra). OHKM MOTYT OBITh HE3aMETHEI, KakK,
HampHuMep, BBICOKOE CBOJYATOE HEDO, MM MOT'YT OBITh OYEBUIHBIMH, KaK paciieinnHa
HeOa (0HAKO BCTPEUYAIOTCS OHM HE 9acTo).

Pacmienina ryOsl 1 HeOa MOSBIISICTCS B pe3ylbTaTe HapYLICHHS MpoLiecca CpaIleH s
nipu popmupoBaHuy mioza. ['yda u He60 00pa3yroTcesl U3 TKaHeH, KOTOpble HAUNHAIOT
pacTy Ha MPOTHBOMONOXKHBIX CTOPOHAX roJAO0BEL. PaciienyHa BO3HUKAET, KOrja 3TH
TKaHH HE CPACTAIOTCs 10 KOHIA. AHOMAJIMK Pa3BUTHs HeOa, B YACTHOCTH, pacIICIUICHHE,
MOT'YT BBI3BIBaTh POOJIEMBI C KOPMIIEHHEM, CITyXOM, IPOpE3bIBaHNEM 3yOOB H
pedeoOpa3oBaHreM. XUPYPIUIECKOE BMENIATELCTBO IOMOTaeT HE TOIBKO YIIydIIUTh
BHEIITHWH BHJI, HO M OOJIETYNTH WIN JTaKE TTOJTHOCTHIO YCTPAHUTD JaHHBIE TIPOOIEMBI.
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Cunraercs, 9TO KPUTHIECKUM Y4acTKOM IPH BO3HUKHOBEHHH aHOMAJIMK Heba SBISETCS
JOyIUITMKanus Ha ygactke 9p22.1p22.2, ogHako Takue nmpoodiIeMbl BOSHUKAIOT HE Y BCeX
JeTel ¢ qyruinKanueil TaHHoro ygactka. Coo0Imanock, 9to y pedeHka ¢ TyruiiKaiuei 9p,
KOTOpast He 3aTparuBajia 3TOT y4acTOK, HAOJI0IAI0Ch BEICOKOE cBO4aToe He0o. Bricokoe
cBomUaToe HeOo Takxke xapakrepHo mis aenerwit 9p (Fujimoto 1997, Fass 2007; Swinkels
2008; Hulick 2009; Jelin 2010; Recalcati 2012; Kowalczyk 2013; Pedurupillay 2014;
Unique).

“ 'V Hee Gbl1a BpOXKIEHHAS pACIIETHHA BEpXHEii I'yObl, KOTOPYIO HEOOXOIUMO OBLIO
MIPOOIIEPUPOBATH, KOT/a €l ObLT0 BoceMb MecsitieB. [3-3a pacuienuHbl TyObl y Hac
BO3HHKAJIN TPYAHOCTH C KOPMJICHHEM, U ceiuac eil TpyJHO roBOpUTh. UTOOBI YMEHBIIUTH
MOJIOCTh BO PTY M UCIPABUTH 3Ty MPOOIIeMY, el HeJaBHO C/Ieai (papHHTOIUIACTUKY
(MIacTHKy rIoTKH) *, — aymmukanus 9p12p24.2/nenenus 9p24.3, 12 ner

“ 13-3a BBICOKOr0 HEGa y HAC GBLTO MHOTO POOIEM C KOPMIEHHEM, HO MBI HUKAaK 9TO He
JIeYNITH ¥ He JIeNajy onepanuuii *, — aymmakanus 9p13.1p23/nenenus 9p23p24.3

“ MbI McnpaBmIIM BBICOKOE HEGO C TIOMOIIBIO OPTOIOHTHHN *, — pyrmKamus 9p23p24.1/
nenenus 9p24.1p24.3

3yobI
VY neteif 4acTo BCTpEUaIOTCs MPOOIEMBI C 3y0aMH, KOTOPBIE MOT'YT OCTaBaThCs U B
3peJioM BO3pacTe.
ITo mauubiM Unique, IeTH ¢ XPOMOCOMHBIMH OTKIIOHEHHSIMH B O0LIEM CKJIOHHBI HMETh
Ooubiiie IPo0IIEeM ¢ 3y0aMu, yeM OOBIUHBIE JETH. ITO OCOOCHHO MPOSIBIISETCS IPH
COYCTAHHUH AYIUTUKALIMY U Jeneruu 9p.

Poxurtesnn OnUCHIBAIOT Psi PoOieM (HEKOTOPBIC U3 HUX TAKKE YIIOMHHAIOTCS B
MEIMIUHCKOH JIUTepaType, B KOTOPOH, TEM HE MEHEe, COICPIKUTCS HE TaK MHOTO
noapoOHocreit). K Hanbonee pacnpocTpaHeHHBIM MpodiieMaM ¢ 3y0aMu OTHOCSTCS
HEOOBIYHbIH pa3Mep YENIOCTH, IPHUBOMSIIMI K CKyI€HHOCTH MK GOMBLIINM IIPOMEKYTKAM
MEXIy 3y0amu, uepecuyp TOHKasl, ciiabast sMaib (TUHoIUIa3us 3yOHOH aManu), OpyKCH3M
(ckpexeraHue 3y0aMu BO BpeMsI CHA), UTO PHBOAUT K MPEKICBPEMEHHOMY HCTOHUCHHIO
aMaini. 3yObl MOTYT ITO3HO IIPOPE3BIBATHCS, & MOJIOYHBIC 3yObl — IIO3IHO BBINAIATh.

B ompoce, npoBenennoM B 2017 romy, Bce CeMbH-YUYaCTHUKU 3aBUIM O HAIMYHH y AETEH
mpobieM ¢ 3ydamu, Jare BCero Ha3pIBasi HECKOIBKO MmpobiieM cpaly. Cpenu HuX Obuin
Opykcu3Mm (6 ciydaeB u3 9), CKydeHHOCTb 3y00B (4/9), mo3Hee mpope3biBaHue 3y00B
(4/9), cnabas amans (3/9).

BasxHo cremuTh 3a 3y0amMu M BOBpPEMsI UX JICUUTb, YTOOBI MUHIMH3HPOBAThH PUCK
BO3HHKHOBEHHS OCIIOKHEHHH M3-3a Kapueca 1 9po3uu. JIeTH U B3pocible TakiKe MOI'yT
BOCITOJIb30BATHCS CIIEHUATU3UPOBAHHBIMHA CTOMATOIOTMYECKIUMH YCIIyraMH B OOJBbHHIIE
1 TIPOBOAMTH JiedeHue moj oomum Hapkosom (Hauge 2008; Jelin 2010; Unique).

[11

OH IOCTOSTHHO CKPHUIIUT 3y6aMI/I, 0COOEHHO eCITH C€MY KTO-TO HC HPABUTCA NI HE
HPABUTCS HOBAs 00CTaHOBKA WU 6OJ'ILHI/IL[a, a ClIIC KOorjaa OH HCPBHHUYACT. 3y6Ha$1 SMallib
Y HETO O4YCHb cna6a${, 1 BO3BHUKACT 3y6HOI>i HAJICT, HO CTOMATOJIOTHU CUUTAIOT, YTO B IICJIOM

ero 3y0bI B XOPOIIEM COCTOSIHUHM *°, — jymmmakamus 9p12p22/nenemus 9p22, 19 mer

“V mero ouens GoMbIINE TIPOMEKYTKH MEXKIY 3y0aMu. MosodHbIe 3y0bl BBIIAIN TI03IHO
¥ — nymmakanms 9p13.1p24.3/nenerms 9p24.3, 9 ner

“ TMocemuuit MONOTHEBII 3y0 y Hee BT, Korja eif Opi10 14, a ToCTIeTHI TOCTOSTHHBIN
3y0 TOSIBUJICSI, TOJBKO KOTIa € HCIIOTHIIOCH 16 ”, — nymmukanms 9p23p24.1/nenenus

9p24.1p24.3, 16 ner
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MAJIMU KUCTEW W CTOI

4 4

Kuctn Cronbl
. .
WckpuBneHHBIH HUckpusnennas 1/9
TaJIeIy/ mabIbl 6/9 CTOI1a/CTOMBI
pPyKu Koportkwuii nanen/ 3/9
Kopotkwuii maery 2/9 Najblbl HA HOrax
MAJTBIBI PYKU =
= JmuHHbBIH maneny/ 2/9

JiiaHbI# naneny 3/9 MaJIbIBI HA HOTaX
MAJTBIBI PYKU
Konnaeckie By ITnockocromnue 9/9
TaJIbLE! pyK Crona-kaJaiaka 0/9
Cpocuuecs 19
NajbLbl pyK Koconanocts 1/9
Henocratouno q
pa3BUTHIE 1/9 E1632}3(])40:])&[1;Olmo
HOTTH EOFTI/I Ha nmajblax 2/9
Bonbiiee uncno 1/9 HOT
CyCTaBOB
TloBblcHHAS Horru Ha
rHOKOCTh 1/9 Hanplax Hor 2/9
CyCTaBOB pacTyT BBEPX
Jlomkue/ Jlomkue/
HEPOBHBIC HOI'TU 1/9 HEPOBHBIE HOT'TH 1/9
Ha HaJbIax pyk Ha maiblax HOT

Kucru u crombl
Oco0eHHO pacpOCTpaHeHbl AHOMAIIUK KUCTEH U CTOIL.
VY nereii ¢ coueTaHreM IyIUIMKAIMU U AENEIH 9p 4acTo BCTPEUAIOTCS MPUIHAKH
AQHOMAJIbHOT'O Pa3BUTHUS KMCTEW W/WIK NajblieB (cM. Tabnuiy). Haubonee yacro
BCTpEYAIIUCh UCKPHUBJICHUS, IPU KOTOPBIX MaJIbIbl ObLIH CKOILIEHbI BOBHYTPb
(KMMHOJAKTIITNS ), HEOOBIYHO JUTMHHBIE MTATBIBI (ApaxXHOAAKTUIINS) HIIH OY€Hh KOPOTKUE
manbIbl (OpaxumIaKTHIINS).

Kpowme Toro, ectb cBeneHHs 00 0COOBIX aHOMAJIHMAX CTOII U MAJbIEB HOT. B yacTHOCTH,
cornacHo onpocy Unique, Bce y4aCTHUKH OIPOCa COOOIIMIIH, YTO Y UX JieTel ObLIo
00HApPYKEHO TIOCKOCTOIHE. Y OZHOro peGeHKa OblIa KOCOIAmOCTh — COCTOSTHHE, TIPU
KOTOPOM CTOIIa BBIBOPAUMBAETCS BHYTPb, @ ISTKH MOBEPHYTHI APYT K Apyry. Bo MHOrux
CITy4asx IMaJbIbl HOT OBUTM HEOOBIYHO JUTHHHBIMU HIIA KOPOTKHMH C HEIOCTATOYHO
Pa3BHUTHIMHU JIOMKHMH WJIM HEPOBHBIMU HOT'TSIMH, KOTOPBIE HHOT/IA POCIH O]
HEOOBIYHBIM YTIIOM.

Yacro aHOMANIHHN TPOSBISIOTCS Y ASTEH JINII B HE3HAUUTENBHOHN popMe U He TpeOyIoT
MEIMIIMHCKOTO BMEIIATEIbCTBA, OAHAKO JAETSM C IIIOCKOCTONMEM PEKOMEH TyeTCS
HCTONB30BaTh CIIEIUAIBHBIE CTENIBKH JUIs1 KOPPEKIUU MOI0KEHHS CTOIBL. B npyrux
CITy4asix, TaKMX KakK KOCOJarocTh, PEKOMEHTyeTcsl Maccak, (pu3ndeckas Teparvst 1
MHOT/Ia HAJIOXKEHHE IIUHBI IS TOTO, YTOOBI UCTIPABUTH (DOPMY CTOIBI M YMEHBIIUTD
MOTPEOHOCTH B MPOBEACHHUH IJIACTHYECKOH OTIepaliiy M HaJIOKEHUH TUIICOBOH MOBS3KH.
Kaxnomy peOeHKy Ha3HA4aeTCsl MHANBHUTyaJIbHOE JICYCHHUE, U B PsiZie CITydacB
HAWIYqIIAM CIIOCOOOM YIyYIIeHUs! JBUTaTeIbHON aKTHUBHOCTH SIBIISIETCS
XUpYyprudeckas KOppeKuus. m



HoBooOpa3oBanus KOKH
Tonbko y onHoro ygactauka Unique ¢ ayrummkanmeit 9p12p24.2 u nenenwmeit 9p24.3
OBUTO OOHAPYKEHO JOOPOKAYECTBEHHOE HOBOOOPA30BaHUE KOXKH, U3BECTHOE KaK
MTUJIOMAaTPUKOMa, IIMIIOMaTPUKCOMa, KalbIM(UIMpyomascs snurenioma Maiep6a, nin
TPUXOMAaTpUKOMa. AHAJIOTMYHBIE 00pa3oBaHus ObUIH OOHAPYKEHBI Y HECKOIBKHUX
JoJiel ¢ mymukanuen 9p, KOTopble TaKkKe SBISIOTCS MPU3HAKOM TeTpacoMuu 9p.

[TuoMaTprKOMBI BO3HUKAIOT U3 KJIETOK B OCHOBAHHH BOJIOCSIHBIX (POJUTMKYITOB (0OCOOBIX
00pa3oBaHMii, M3 KOTOPBIX PACTYT BOJOCHI), M, KaK MPaBUIIO, IX MOXKHO OOHAPYKUTh Ha
TOJIOBE WM 1Iee, HO MHOTJa U Ha pyKax, TyloBuUIle U HoraXx. OHM UMEIOT TeJIeCHBIN WU
0arpsHUCTHI OTTEHOK C OEJIBIMH Y4acTKaMH, BOSHUKAIOIIMMH B PE3YJIbTATE OTIIOKEHUS
KaJIbIHs, BCIEACTBUE YErO OHU CTAHOBSITCA OYEHb TBEPBIMU HA OLIYIIb.

[TuoMaTpUKOMBI HE OMACHBI, HO MHOT'Ia OHHU JIOMAKOTCS M BBIAEISIOT OETYI0 WITH
HKEITYIO MEJIOBYIO KHUAKOCTh. QUYeHb PEKO, B Cydae HH(EKIUK, OHM BOCTIAJISIOTCS U
KPOBOTOYAT, TOATOMY HE CIIEAYET UX KOBBIPSTH M BHIIABINBATh. B HEKOTOPHIX Clydasx
MMAIOMATPUKOMBI HEOOXOIMMO YIAIATh XUpypruueckuM myrem (www.bad.org.uk,
Unique).

VY onHoro pebenka u3 rpymnmbsl Unique Oblta Ko)KHasi FeMaHroMa (aHOMalbHOE
CKOIIJICHHUC KpOBeHOCHbIX CocyﬂOB Ha HOBerHOCTI/I KOXHU WIH 110 Heﬁ B BUIC
POAMMOrO MATHA KPaCHOTO I[BETA), KOTOpas He TpeboBaa Hukakoro jeuenus (Unique).

I'pblxku
o nanubiM uccnenoanust Unique, npoBenenHoro B 2017 rony, 3 u3 9 cemeit
COOOIMIIH, YTO Yy UX pedeHka Obuia rpbbka. O HATMYUK TPBDK (KOT/Ia OpraH Wik
KHUPOBas TKaHb BBIITYNBAIOTCA Yepe3 yI3BUMOE MECTO B MBIIIIIE WM TKAaHHU) y JIeTeH C
TyIUIMKanuei win aenenreit 9p coobianocs paHee.

VY tpoux nereit u3 rpymmsl Unique u, 1o kpaiiHeit Mepe, y ABOHMX JIeTel, 0 KOTOPBIX
coolmaeTcst B MEIUIMHCKON TUTepaTtype, Oblla MyIoYHas Ipbbka (Ha MecTe WK B
paiioHe ITyTiKa), KOTopasi B OTHOM CIIydae COTMPOBOXKIANIACh TAXOBOH TpbLkKeH (B
axoBoii obnactu). Y elie oHOro pedeHka Oblia maxoBasi rpbbka. [ peikH TakKe MOTYT
BO3HHUKHYTh B JuadparMe (MbIIIIE, KOTOPasi OTJENSEeT TPYAHYIO TOJIOCTh OT OPIOIIHO),
MUIIEBOTHOM OTBEPCTHH (B BEpXHEH YacTH KeTy/IKa) Win OPIOLIHON MoNocTH (Ha
XKHBOTE). 'pbDKM MOT'YT Micue3aTh caMH M He TPeOOBaTh MEJUIIMHCKOI'O BMEIIATENbCTBA,
HO B OOJNBIIMHCTBE cy4aeB HeoOxomuma xupyprudeckas koppekmms (Teebi 1993;
Recalcati 2012; Pedurupillay 2014; Unique).

Ompanounene
Owmdarnornene (3x30M(}ano3) — 3To BPOXKICHHBIN IePEKT, KOTOPBIi SIBISETCS PEIKUM
cnencteueM aenenuit 9p (Hou 2014) i qpyrux peakmx XpOMOCOMHBIX OTKJIOHEHHUH,
BKIItOYas Tprcomuto 13 u tpucomuio 18.

Opranbl OpIOITHOH ITOTOCTH (KUBOTA) HOBOPOXKICHHOTO ¢ OM(aiorerne pacioioKeHbl
CHapyXH Tela (COSIUHSACH C HUM Yepe3 MyIOK) ¥ HaXOIATCSl BHYTPH TOHKOTO, OYTH
MPO3PAaYHOT0 TPEDKEBOr0 MEIIKa. B 3aBUCHMOCTH OT pazMepa oMdaorese, Bce Wl
HEKOTOpbIE U3 KUIIOK, IEYCHb WM APYTHe OpraHbl MOI'YT HAXOJHUTHCS BHYTPH MEIIKa.
Owmoarnormene nHOTIa OOHAPYKUBAETCSI B XOJIC TIPEHATAFHOTO CKPUHIHTA, HO JHAarHO3
MOXeT OBITh ITOCTABJIEH TOJIBKO HEMTOCPEACTBEHHO TIOCIIE POXKJICHUSL.

HUccnenoBanne Unique 2017 rona He BBISIBIIIO ciTydaeB oMgaliolierne, oJHako B 6aze
naaHbIX Unique ecTs MHGOpMAIMA 0 ABYX MJIAJICHIaX C COYETaHHEM IYIUINKAILN 1
Jenenun 9p, KOTOpbIe POAMINCH € 3THUM Ae(EKTOM, PU 3TOM O JIBYX APYTHX CIydasx
coobmaercst B MeaunuHekoi aureparype (Swinkels 2008; Pedurupillay 2014; Unique).
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Crnoco0 JeueHus 3aBUCHT OT psiga dakropoB. Eciiu ombaromnene HeGombIIoro pasmepa,
KaK [PABUIIO, OTIEPAIHS 110 MIEPEMENICHUIO OPraHOB 00PAaTHO B OPIOIIHYIO MOIOCTh
MPOBOJIMTCS BCKOPE TOCTIe poxkIeHus. B ciydae 6onee kpymHoro oMmdarnorerne,
3aTParuBaroIero OOJbIIYIO YaCTh KUIIEYHUKA HIIH OOJbIIIEe KOJTHYECTBO OPraHoB,
XUPYpruvecKkasi KOppeKIius pacTsruBaeTcs Ha OoJiee JTUTENbHbIN nepro. CHapyXu
OpraHbl MOKPHIBAIOT MPO3PAYHBIM ITACTUKOBBIM HITH CHITHKOHOBBIM MEIIKOM C
CHJIACTHKOBBIM TIOKPBITHEM, YTOOBI OPTaHbl TOCTENEHHO TIEPEMEIAINCh 00PaTHO B
OPIOLIHYIO MONOCTB J0 TEX MOp, MOKa OTBEPCTHE B HEl He OyIeT 3aKphITO.

“ Cmycrs 1Ba 1HA TIOCIIE POKJIEHHS MY MPOOIIEPHPOBAIH oM(aIolese, KOTOpoe
3aTPOHYIIO YaCTh €ro MeveHy , — aymiukarms 9pl3.3p21.3/nenerms 9p22.1p24.3

3anopsl
BaHOpI)I MOT'yT IPUIUHATD 3HAYNUTEIbHBIN )II/ICKOM(i)OpT Ha IPOTAKCHHUN MHOT'HX JICT.
BaHOpI)I 4acTo OLIBAIOT y z[eTeﬁ C XpOMOCOMHBIMHU OTKIIOHEHUAMH U MOT'YT OBITE
CBs3aHHbI C HU3KUM MBIIICYHBIM TOHYCOM, HHM3KOM (bHSquCKOﬁ AKTUBHOCTBIO,
O[[HOO6pa3HI)IM PafMOHOM U HEAOCTATOYHBIM HOTpe6J'I€HI/I€M KHJIKOCTH.

Mo manueiM Unique, 3amopbl 0COOEHHO 4acTO OBIBAIOT Y MJIA/ICHIIEB U JIETEH C
codeTaHueM QYIUTUKALUY U Jenenuu 9p (a Taxke y AeTei ¢ CHHAPOMaMHU AyIUIMKALU
9p u nmeneryu 9p) U YaCTO OCTAIOTCA MPOOIEMOI BO B3pOCaIoM Bo3pacte. Pomurersim
HE00X0IUMO 0OCYANTH BO3MOXKHBIE IIPHYMHBI 3aTI0POB C MATPOHAYKHOI MEICECTPOI HITH
neauaTpoM, KOTOPbIC MOT'YT TIOPEKOMEHAOBATh U3MEHUTH palluOH peGeHKa WJIN naBaThb
€My pa3MsIrYUTeNH CTya, HarpuMmep, MOBHKOI W/WIK TaKue Cl1a0uTeNbHbIe CPENICTBA,
kak Jlakrynosa u Cenna. JleTsiM ¢ 0COOEHHO TSXKEIBIMH 3a1I0paMH PEKOMEHIYEeTCs
JeNIaTh KIU3MBIL.

“ Ham cbIH cTpajan OT 3amopoB TIPUMEPHO ¢ 5 jieT. Jledenne npu momomy JIakTyio3sl
06110 3(p(hEeKTUBHBIM B TEUEHHUE MEPBBIX HECKOIBKUX JIET, HO IOTOM CTOMATOJIOT
MIONPOCHIT IPEKPATUTh IIPUEM Mpernapara, Tak Kak OH MOT BBI3bIBaTh Kapuec. 3aTeM MBI
poOoBaNX U Ipyrue BapUaHThI, BKIIOUAs THKOCYTb(AT HATPHUS (CIaOUTENbHOE) H
MoOBHKOI, HO OH OTKa3bIBaJIcs €ro MUTh. HaM nmpunuiock 1Baskabl BbI3BIBATH CKOPYIO U3-
3a mpo0JIeM C KMIIEYHUKOM, U TaM eMy anu Mosukoi. CTy HopMaau30Bajcs TOJIBKO B
14 ner, xorga OH Ha4YaJ MPUHUMATH OoJiee MPUATHBIN Ha BKyC (paHIly3ckuii MOBUKOM U

IIPOBOUTH YaC B TyaJeTe KaX/Iblii Beuep *, — myruukanus 9pl3.32p24.2/ nenerms
9p24.2p24.3, 16 ner

AHOMAJINHU MOJIOBBIX OPraHOB M HAPY:KHbIE I0JIOBbI€ OPTraHbI

NMPOMEKYTOUHOI0 THIIA
VY MaJIbYMKOB YaCTO BCTPCHUANOTCA HC3HAYUTCIbHBIC aHOMAJIMHU, HO ooiee CCPBEC3HBIC
aHOMAJIMH1 U'cl6ﬂ]0}'[‘cl]0TCﬂ PCAKO.

Hannbie o ceMbsix Unique U psif ClTydaeB B MEIUIMHCKOM JUTEpaType CBUIETEIbCTBYIOT
0 TOM, YTO HE3HAUUTEIIbHBIE AaHOMAJINH HAPYKHBIX MIOJIOBBIX OPIaHOB OYEHb YaCTO
BCTPEYAIOTCS Y MaJIbYMKOB C COUSTAHWEM JYIUTHKALMU | Jesieln 9p (a Takxke
SIBIISTEOTCSI TIPH3HAKOM CHHAPOMOB AyTDIHKAImu 9p u menerwn 9p) (Muroya 2000; Neira
2012; Recalcati 2012; Unique).

Cornacno uccnenosannio Unique 2017 rona, y 4 13 4 Manb4nkoB ObUTH OOHAPYKEHBI
aHOMAJIMU Pa3BUTHS HAPYXHBIX ITOJIOBBIX OPTaHOB, HANOOIEE pacIpOCTPaHEHHBIMH U3
KOTOPBIX OBUTH HEOIYIIEHHE SIMUKA/INYeK (KPUIITOPXU3M), OYC€Hb MaJICHBKHUII MTOIOBOI
wieH (MAKPOIIEHHC), U Yallle BCEro HaOMOAaINCh cpa3y 00e aHOMAaIHH.

SIMYKY HAYMHAIOT OMYCKAThCS M3 OPIOIIHON MOJIOCTH BO BPEMs SMOPHOHAIBHOTO
TIepro/ia 1 OOBIYHO OKA3BIBAIOTCSI B MOIIOHKE K MOMEHTY POXKACHHS. Y MHOTHX
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MAJTbYUKOB 0€3 XPOMOCOMHBIX OTKJIOHEHHH SMYKH OMYCKAOTCS B MOLIOHKY HE K MOMEHTY
POXICHHUS, a CITYCTsI HECKOJIBKO MECSIIEB Moclie Hero. Ecu 3Toro He mpOMCXO/IUT, SHYKH
MOT'YT OBITh IIEPEMEIICHBI BHU3 M IPUKPEILICHBI K MOIIOHKE MPH MOMOIIH XUPYPrHYECKOro
BMEIIATEIbCTBA (OPXUIIEKCHH), YTO U OBLIO CIETaHO B OONBIIMHCTBE CIy4acB Y MaJbYHKOB
n3 rpynmsl Unique.

HeCMOTpH Ha TO, YTO TPpU MAJIbUYMUKaA U3 T'PYIIIbI Unique pOaANINCH C MAJICHBKUMU
MOJIOBBIMHA WICHAMHU, U Yy ABOUX MAJIbYNKOB OBLI CKpLITLIﬁ ITOJIOBOM WICH, pOAUTCIIN
COO6HIaIOT, YTO 5TU AaHOMAJIMU COXPAHAIOTCA TOJIBKO B JICTCKOM BO3pacTe, U TOJIOBOM YJICH
an06peTaeT ((HOpMaHBHBIﬁ)) BUA 110 JOCTHXKCHHUHN MAJIbYNKOM TTOJIOBOM 3pCJIOCTH.

VY oHOrO MajbyMKa TaKkKe OblIa THIIOCTa NS, IPH KOTOPOI OTBEPCTHE
MOUEHCITYCKAaTeIbHOr0 KaHaja, KOTOpOe B HOPME HaXOIUTCS Ha TOJIOBKE, CMEIL[EHO BHU3.
[Tpy HEOOXOAMMOCTH THIIOCTIAZNST MOXKET OBITh UCIIPaBJICHA XUPYPIUYECKHM MTyTeM
(Unique).

Ouensb peako (y ogHoro yyactanka Unique U B BYX CiTydasiX, OHMCAHHBIX B MEJUIIMHCKON
JUTEpaType) peOEHOK C MY)KCKHMHU MOJIOBBIMU XpoMocoMaMH XY OKa3bIBJICS JEBOYKON
TIOCJIC POXKACHUS, WU K€ Y HETO 6I>IJ'II/I HapYXHBIC ITOJIOBLIE OPI'aHbI IIPOMEKYTOUIHOI'O
THUIIA, YTO XapakTepHO A aenenuit 9p. Xotrs y Beex JeTel ¢ TaKMMU aHOMaJIUsIMK ObL1a
JieTIeusl, BKIIFOUAOIasi KpUTHYECKYI0 00actb 9p24.3, octanbHble MalbYUKH C 3TOM
Jleneuneﬁ POAWINCH TOJIBKO C HE3HAYUTEIIbHBIMU aHOMAJIUSIMU HAPYXKXHBIX ITOJTOBBIX
OpraHoB (CM. BBIIIE). Y OJHOTO TPEXJIETHEr0 MajbylKa C MO3aUIIM3MOM M COYETAHUEM
AYIIIAKAUU 1 ACJICUH 9p 6])IJ'II/I «CHOPMAJIBHBIC) MYXCKHC HAPY>KHBIC ITOJIOBBIC OPI'aHbI
(mymumukarms 9p13.1p22.1/neneuus 9p22.2p24.3 [24]/nenenms 9p22.2p24.3 [14]). Touno
TakK ’k€ HE Y BCeX MaJIbUMKOB C Jeieluel 9p (3a UCKIIIOYEHHEM CITy4acB COYETaHUs
JeNIeny U TyIUKanuy 9p), 3aTparuBaomniei yaactok 9p24.3, ects anomanuu. Kpome
TOro, y OOJNBIIMHCTBA MAIBYUKOB € TYIIIMKAUAMH 9p pasHOro pasmepa,
PacHoIOKEHHBIMU Ha Pa3IMYHBIX y4acTKaX, Talkoke ObIBAIOT HE3HAYUTEIbHbIE aHOMAIMN
HapyKHBIX NOJOBBIX OpraHoB. OHAKO 3apPErUCTPUPOBAHHBIX CIIy4aeB TOJOBBIX OPraHOB
MIPOMEKYTOYHOI'0 THIIA WJIH MOJHON PEBEPCUU T10JIa TOIBKO MPU AYIUIHKAIUX 9p
3adukcupoBano He 6bu10 (Muroya 2000; Neira 2012; Pedurupillay 2014; Unique).

Bruto ycranosneno, uto red DMRT, pacTiooKeHHBIA Ha y9acTKe XpOMOCOMBI 9p24.3,
BEPOATHO, OTBEYAET 32 ITU AHOMAJIUH, HO, TOCKOJIbKY MX TOSBJIEHUE HEIIOCTOSIHHO, U
CTEINECHb BBIPAXXEHHOCTH BAPBUPYETCSl OT HE3HAUUTEIHHOTO KPUIITOPXU3Ma JI0 TIOTHOM
peBepcuH 1oja, ObUIO BRICKA3aHO IPEIIONI0KEHNE, YTO Ha CTENICHb BBIPAKEHHOCTH
aHOMAaJIMM MOTYT BIIMSATH JOITOJHUTENbHBIE (pakTopsl. Hampumep, cTeneHsb BEIPaXKEHHOCTH
aHOMAJIMM MOXKET 3aBUCETh OT MYTAlllH, SIS WIH AYIUIMKAIMN APYTroro reHa (Win
TeHOB) WM PETYIATOPHBIX 3JIEMEHTOB, KOTOPHIE BIUSIOT Ha dKcpeccuto reHa DMRT]
(Recalcati 2012; Quinonez 2013).

VY neBoueKk aHOMAIIMU BCTPEYAIOTCS TOPa3Io pexe. Y meBodek u3 rpymsl Unique He OBLTO
AHOMAJIMM HapY>KHBIX MOJIOBBIX OPTaHOB, M TOJILKO y OIHOM JI€BOYKH, Y€l Cllydaid ONrcaH
B MEIUIMHCKON JINTEpaType, Obljla BBIABICHA HE3HAUNTEIbHAST aHOMAJIHS, 3aKITI0YarOIIasics
B HEJIOCTATOYHOM Pa3BUTHH OonbImx monoBsX ry0 (Hauge 2008 — mymmkanms
9p13.3p24.1/nenerust 9p24.1p24.3). Y npyroii 1eBoYKH OBUTA HOpMaJbHEIE MTOJIOBBIC
OpTaHbl, 32 UCKIIOUCHUEM MaJICHBKOW MAaTKN M OOJBIINX ITOJMKUCTO3HBIX TMUYHUKOB (Al
Achkar 2010 — nyrummkanms 9p22p24.2/nenenust 9p24.2p24.3).

(11
OH pouiICst ¢ YaCTUYHO CKPBITHIM MTOJIOBBIM WIEHOM, HO 3TO OBIJIO HCIIPaBIICHO
L1
XUPYPrUYECKUM ITyTeM. Takke eMy IPOBEIH OIEPALIO MO OMYIIEHHIO STHIKa ~—, —
myrakanus 9pl3.1p24.3/nenerms 9p24.3

(11
Hamemy cbiHy OBIIO TPOBEICHO JIBE OPXHUIIEKCHH, Koria eMy Obi1o 5 1 6 jer. Onepanun
OBbUTH ITPOBEICHBI OT/IEJIFHO, TAK KaK OJIHO SIMYKO OBLIO PACIION0KEHO O4Y€Hb BBICOKO U
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omnepanys Ha 000HX 3aHsuIa ObI CITUIIIKOM MHOTO BpeMeHH. Ele y Hero 0bu10 4T0-TO Bpoje
MUKPOIICHHCA, TIOKa HE Ha4aJ0Ch MOJIOBOE CO3PEBAHME — ITEHNUC OBLT CIPSITaH 3a
OKpYIKAIOMIEH ero KPymHOU YKHUPOBOM MPOCIOWKOH. 1 cliblmalia, 9To 3To Jactas mpodieMa
y aereii ¢ qyrunkanueit 9p. Ha camom nene nennc 6pu1 HOpMabHOTO pazmepa. Temneps,
TocIie MOI0BOIO CO3PEBAHMS, OH BBITVIAAUT HOPMAIbHO *, — Ayruinkamus 9p13.32p24.2/
nenenust 9p24.2p24.3, 16 ner

THoukn
Cornacuo ganHbM Unique, y HEKOTOPBIX JIETeH ¢ TyIUIHKAUSIMA 9p BCTpedaroTes
HC3HAYUTCIIBHBIC aHOMAJIMH, TAKHUEC KaK yBeJ'IPI‘IeHHLIfI pasMep HO‘IKI/I/ ITOYCK
(TuapoHedpo3) BCISACTBUE CKOIUICHHUS TAM MOYH, OTCYTCTBUE OJTHOM MOYKH, a TAKKE
OTACJIBHBIC cnyan/I yI[BOeHHOﬁ TIOYKH, HOZ[KOB006paSHOﬁ IIOYKH U )IOGpOKa‘IeCTBeHHOﬁ
HO‘Ie‘IHOﬁ KAJIMKOOKTAa3UuU.

VY nereii ¢ neneuuneit 9p MoxxeT ObITH OOHAPYKEH TOUEUHBIH PEQITIOKC, MPU KOTOPOM MOYa
10 MOYETOYHUKY TTOJIHUMAETCSl U3 MOYEBOTO MY3BIPsi 00OPATHO K MOYKaM, YTO MOXKET
npuBecTH K nHekusiM MoueBbiBosux myreit (MMII) (9pminus.org; Unique) Otn
UH(DEKIHH JiedaTcs aHTUOMOTHKaMH, HO B OUY€Hb PEAKUX CIIydasx, YTOObI YCTPaHUTh
CKOIUIEHHE MOYH M TIPEIOTBPATHTH IOBPEXKICHHE TIOUKHU, TPEOYeTCsl BBOJ KaTeTepa.

VY unenoB Unique ¢ coueTaHreM AYIUIMKAIMU U Jeeu 9p Oblii 0OHApYKEHBI Clly4an
MIOYEYHOTO peIroKCca, YMEHBIIIEHHBIE TOYKU M HE(PPOKATBIIMHO3, IPH KOTOPOM
I/I36LITO‘-IHOC KOJIMYECTBO KaJbUA OTKIAAbIBACTCA B ITOYKAX, IPUYEM B OCTAJIBHOM HX
MIOYKH HUYEM HE OTIIMYAIIUCh OT 3J0POBBIX. B MequimHCcKoH nutepaType ObLIN ONUCaHbI
ellle JBa Cilydyasl IOUYCUYHbIX AaHOMAJIMH: OIMH CIIydald IPaBOCTOPOHHEN I1OUYEYHON
MIMEJI09KTA3UH — HE3HAUUTENIFHOI'O YBEIMYEHHS LICHTPAIbHOM YacTH, WY JJOXaHKH MTOYKU
(Hulick 2009), 1 oguH cityuait mpaBOCTOPOHHET'O TIOUEYHOI0 areHe3a, T0 €CTh OTCYTCTBUS
onuoit nouku (Kowalczyk 2013).

Ileuenn
JBe cembu Unique cOOOIIMIIN O TOM, YTO Y UX peOeHKa ¢ Aenerueii 9p win ¢ coueTaHrueM
JOYIIMKAIUK U enennu 9p Obl1a oOHapy:KeHa reraToMeraius, Win yBeIUdeHHas [IeYeHb,
XOT$ paHee O MOJOOHBIX aHOMAIKSX Y JIIOAEH ¢ IYIIMKAUAME 9p He COOOIaIoCh.
OcHOBHBIE MPUYUHBI TOJOOHBIX aHOMAJIMK HESICHBI, HO Y 000HX OBUIN BBISBIEHBI
3a0oeBaHus cepla, YTO MOIJIO IPUBECTH K yBenmdyeHuto nedenn (Unique).

Tpaxeomajasiuusi/JTapUHTOMAJSIIIAS
VY nByx winenoB Unique ¢ coueTaHHeM AYIUIMKAIMU | Aenelun 9p Obuin 3aQUKCHPOBAHbI
OT/ZEINIbHBIE CITyYad TPaXeOMAaJLIIUH 1 JIAPUHTOMAIISIMY, KOTa Tpaxes (AbIXxaTelbHOe
TOpJIO) WITH TOPTaHb HOIEPKHUBAIOTCS MATKHM XPSIIOM, B CBSI3H C YEM Tpaxes YaCTHYHO
paspymaercsi, 0cOOEHHO IPH YBEITMUYESHHOM MOTOKE BO3/IyXa. DTO MOXKET IIPUBECTH K
mpobeMaM ¢ JIbIXaHWeM, BKIII0Yas CTpUIop (TPEphIBICTOC/IITyMHOE ABIXaHHE), a TAKKe
PELUIMBHBIM ¥ POAOIDKUTENBHBIM PECIIUPATOPHBIM HHEKIHAM. B Gonee TsmkenbIx
CITy4asix 3TO BBI3BIBAET TPYIHOCTH MPH IPYIHOM BCKapMIIHBAHUH (Pe(IIIOKC) H OCTAHOBKU
JBIXaHUS, YTO MOXKET IIPUBECTH K HEOCTATKY KUCIOPO/a, a B TIOCIICICTBUE K CHHEMY THITY
a((HeKTHBHO-PECTIHPATOPHBIX MIPHUCTYTIOB («IOCHHEHUIO»). YacTo 3a0oneBaHus TOI00HOTO
poza MCYE3al0T B TEUCHUE TIEPBBIX JIET XKU3HH peOeHKa CaMOIIPOU3BOJIBHO U 6e3
XUPYPrHYECKOr0 BMEUIATENBCTBA, KOTOPOE TPEOYETCs JINIIb B UCKITFOUUTENBHBIX CITydasx
(Unique).

“V mero nerkas cTeneHb TpaXeoMaAIMN *, — Ayrumnkarus 9pl3.32p24.2/ nenerms
9p24.2p24.3, 16 ner

(11 o o
V Hero Obu1a JIApUHI OMAJIAUA. W3-3a CIIUIIKOM MSTKOU 1 YBCIIMYCHHOU
‘IepHaHOHaI[FOpTaHHOﬁ CKJIaAKH1 [TpI/I CKJIaIKH1 CIU3HUCTON 000JI0UKHU pOTOBOI>’I IIOJIOCTH Ha
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TpaHHMIE MEKIY S3BIKOM W HaJITOPTAHHUKOM | Y HETO TIOCTOSTHHO OBITH OCTAHOBKH
JIBIXQHUS, MBI [T Pa3 NPOBOAWIM PE3EKIIUIO, HO ATO IOMOraJlo HEHa0Nro, oKa OHA
CHOBa He BbIpacTaia. B pe3ynbrare B Bo3pacrte 11 sieT emy Obuia npoBesieHa

TPaxeocTOMHS, ¥ Bce HalauiIoch -, — aymiukanus 9p12p22/nenerms 9p22, 19 ner

CycraBbl
[IaToiorun CYCTaBOB OTHOCHUTECIIbHO IIUPOKO paCIIPOCTPAHCHBI U MOT'YT HOCUTD TSXKCITYIO
bopmy.
Upe3MepHas OABWKHOCTbD, WIA THIIEPMOOMIFHOCTh CYCTaBOB, KOTOpasi ObLTa 0OHapyXeHa
y 6 u3 9 nereid, coriacHo omnpocy Unique 2017 rona, MOXXET 3aTparuBaTh JOKTEBBIC
CYCTaBBI, 3aI5ICThsI, KOJICHHBIC CYCTaBbl U Ta300€IPCHHBIC CYCTaBbl. ITO 03HAYAET, YTO
MJIaJICHIIBI MJTH JISTH MOT'YT HEECTECTBCHHO BHIBOPAUMBATh KOHEUHOCTH. CaMma 1o cebe
TUIIEPMOOMIBHOCTh MOXKET HE MPEICTABIIATH OCOOBIX MPOOJIEM IS 3J0POBBSI, HO HHOT/IA
MOJKET MPUBOIUTE K OOJIU M TYrOMOJBI)KHOCTH B CYCTaBax M MBIIIIAX, YACTHIM BhIBHXaM
CyCTaBOB (BBIXOJIOM M3 CYCTABHBIX MOJIOCTEH), a TAK)KE TPaBMaM, BKJIFOUAs PACTSIKCHUE
CBSI30K.

JleTsiM ¢ TUIepIIOABHKHBIMHU CYCTaBaMU MOTYT OBITh HA3HAYEHBI CEAHChI (PU3NUECKOI
TeparuH, MaccaXka MU HOIICHUE TOMOIHUTEIbHBIX (PUKCATOPOB (IIUH, OaHIaKeH) ere 10
TOr0, KAK OHU HAYHYT XOJHTb.

VY 2 u3 9 nereii HaOmoAaeTCs TUCTUIA3US Ta300€IPEHHOr0 CYCTaBa, MPHU KOTOPOi
Ta306ellpeHHble CyCTaBbI HO}IBep)KeHl)I BbIBUXAaM. I[I/ICHJ'IaSI/IH MOXECT HpOﬂBI/ITI)CSI KakK
cpasy nociie poXJeHuUs, TaK 1 Mo3Hee. B 00oux citydasx IucIuia3us JISYUTCS ¢ TIOMOIIbIO
LIMH WIA TPH HEOOXOAUMOCTH C MOMOIIBIO HAJIOKEHHS TUIICa, HHOTIa TpeOyeTcst
xupyprudeckoe BmeniarenscrBo (Huage 2008; Unique).

[11 1% >
Omna poaumnach ¢ AucCIIa3nuei Ta300eAPEeHHOT0 CycTaBa U MOBHIIICHHOH MOABMKHOCTHIO
cycTaBoB. Y Hee JIHIIHUE CYCTaBbl HA MATblaX PyK ¥ MOHIKEHHBIH MBIIIEYHBIH TOHYC *,

— nymuikanust 9p12p24.2/nenenus 9p24.3, 13 ner

“ Omna ropamTcs cBoeit THOKOCTBIO M TEM, 4TO MOKET TIPMHUMATH CAMbIe HEBEPOATHEIE
nos3sl 7, — nymmkanms 9p23p24.1/nenenns 9p24.1p24.3, 16 ner

AHOMAJIMHU CKeJIeTa
3'clll'chTyK), B ITOAPOCTKOBOM MJIM B3POCJIOM BO3PACTEC, Y HCKOTOPBIX f[eTeﬁ MOXET
Pa3BUTLCS UCKPUBJICHHUC ITIO3BOHOYHHKA.
PomuTeny coo0maioT o ciaydasx CKOIno3a, 00KOBOT0 S-00pa3HOTro HCKPHUBIICHUS
o3BOHOYHMKA (4 u3 9 cirydaes, cornmacHo onpocy Unique, Ba Ipyrux cirydasi OIMHCAHBI
B MEAMIMHCKOHN JUTEpaType), Kudo3a u JIopJo3a, B pe3ylIbTaTe 4Yero NosBisercs ropo
(1 cnyuait u3 9, cornacuo ompocy Unique, eliie oAnH Cliy4aii OUcaH B MEAUIIMHCKOM
srepatype). Onuna u3 nered Unique Mitaamero Bo3pacTa ¢ paHHUMH NPH3HAKAMHE
cKonno3a ObLT HampaBieH Ha obcienoBanme (Swinkels 2008; Jelin 2010; Recalcati 2012;
Unique).
[purHaAMU UCKPHUBJICHHS MOTYT CIY)KUTh HApYIICHHS MBIIICYHOTO TOHYCa, a B
HEKOTOPBIX CITy4asXx — CpalllBaHUe WM HepaBHIbHOE C(HOPMUPOBAHUE TTO3BOHKOB.
Takoe HCKpUBIICHHE TTO/IAETCS JICUCHHIO TIOCPEICTBOM (DM3UUECKOI Tepanui, Je4eOHon
(GU3KYIBTYpBI WiIN KopceTa. Ecin McKpHUBIIeHHE CTAHOBHUTCS SIPKO BBIPAYKEHHBIM, MOXKET
MOTPeOOBATHCS OIEpalys 0 CTAOMIN3AaNH IT03BOHKOB M BRITIPSIMIICHHIO TIO3BOHOYHUKA
mpu oMoty mrudToB. O6a 3a00MeBaHNS MOTYT YXYIIIAThCSA C BO3PACTOM U TPEOYIOT
TIIATETHHOT0 HAOIIOICHHSI.
VY cemuineTHel 1€BOYKH C codeTaHueM Tyrmukanuu 9p21.1p22.3 u nenerm 9p22.3p24.3

0611 0OHApYKEH CHHIPOM (PUKCHPOBAHHOTO CITUHHOI'O MO3Ta. DTO peiKoe 3a0osieBaHne
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BO3HHKAET, KOI/[a KOHEI[ CIUHHOI'O MO3Ta MPUKPEIJIEH K MMO3BOHOYHOMY CTOJI0Y BMECTO
TOro, 4TOOBI CBOOOIHO TJIABATH B CIMHHOMO3TOBO# HKOCTH, PEMSATCTBYS TEM CaMbIM
HEOOXOAUMOMY JUTS POCTa, THOKOCTH M PACTSDKEHUS IBIDKSHUIO BBEPX-BHH3.
DUKCHPOBAHHBINA CIIUHHOM MO3T COMPOBOKIAETCS CIA00CTHIO MBIIIILL, OOJISIMU B MOSICHHULIE,
CKOJIO30M U HenepykanueM. OTabIX, hU3rdYecKas Teparus 1 JeKapceTBa MOTYT 00JIErYuTh
CHMITTOMBI, HO B 00JI€€ TSOKENBIX CAydasX MOCTOSHHBIN pe3ybTaT MOXKET JIaTh JIUIIb
orepanys o ycTpaneHuto ukcarym cmmaHoro Mo3ra (Unique).

“ C mrectu net y Hamiero chiHa ObUT CKOIMO3 HEPBOi CTEMEHH, KOTOPHI pe3ko
YXYALMICS, Korjaa eMy ucnonuuinock 14. IlociaenHuii peHTreH nokasan yxe oonee
cephe3HOe UCKpUBIIeHUE B 28 rpaaycoB. Teneps oH HocHT KopeeT Gensingen®,
Ha3HAa4YEeHHBIH YaCTHBIM BPAauOM B Ka4eCTBE OoJiee CEPhe3HOM MephI JISUEHHUSI, YeM KOpCeT
Boston TLSO, pekoMeHI0BaHHbIH HAIMOHATLHOM CITYXk60i 3paBooXpaHeHus >, —
nymukanust 9p13.32p24.2/ nenemst 9p24.2p24.3, 16 ner

(13
[Toka ero kuo3 He TpeOyeT JicueHusl. 3a ero 3a00JIEBaHUEM CIICST, TAK KaK OHO MOXKET
MOBJIMATH Ha JIbIXaHUE WU TPYIHYIO KJIETKy. EMy Hy)HO crnienmaibHOe Kpecio U
LL)
HaOJro/IeHNe Y (pU3MyYecKoro Tepanesra , — aymakaiust 9pl12p22/nenenus 9p22, 19 ner

Koctn
CooO1manock 00 OTAEIBHBIX CITy4asix c1a0bIX KOCTEH C HU3KOM IUIOTHOCTBIO, a TaKKe
3aMECJICHHOI'O poCTa KOCTeﬁ, B TOM YHUCJIC Y MaJIbUMKa YE€TbIpHAAUATH JICT C KOCTHBIM
BO3PACTOM OIMHHAJLAaTUIETHEro pedeHka. Ha camom xnerne, Takue 3a00neBaHus MOTYT
OBITH OoJiee pacIpOCTpaHEHbl, IOCKOIbKY MHOTHE POJUTENH HEe MOTJIM TOYHO CKa3ath,
€CTh JIM Y UX JIeTell KaKhe-JIn0o0 mpoOieMbl ¢ KOCTAMHU. B MeIMIIMHCKOI TuTeparype
ONMCAHO HECKOJIBKO CIIY4aeB JIETEW U B3POCIIbIX, YEW KOCTHBIM BO3PACT OTINYAJICS OT
6uonoruueckoro. [Toxoxue 3a0oseBaHus BCTpEUarOTCs U npu ayruimkaiusx 9p (Al
Achkar 2010; Kowalczyk 2013; Unique).

'V Hee ocTeomopos, 1 OHA yIKe JIBa pa3a JoMaia Hory *, — Ayrmukarus 9p21.1p22.3/
nenerus 9p22.3p24.3, 7 ner

FHHBpCﬂJII/IBaIII/IH H CJIIOHOOTAC/JICHUEC
BonbimacTBO poauteneit Unique (6 u3 9) oTMevaroT, 4To y ux pedeHka HaOmo1aercs
00HMIbHOE BBIJIEJICHUE CIIOHBI (THIIEPCATUBALIUS) H/HJIH CIIIOHOOT/IENICHHE (Chaopest).
CIIIOHOOT/IETICHUE MOXKET ObITh 0€3 OOMIILHOTO BBIJICJICHNUS! CIIFOHBI B CITy4ae, eClid peOCHKY
TPYIHO AepKaTh POT 3aKPBITHIM, a TAKXKeE, €CIIM HaOllfoaeTcs HapymeHne ()yHKIUH WA
YaCTOTHI INIOTAHUSA, YTO MHOT' 1A BEIABIISIIOT IPH HEBPOJIOTHYECKHX 3a00IeBaHMSX,
Harpumep, IIpH JETCKOM IiepeOpanbHOM Napainie U YMCTBEHHON OTCTAIOCTH. JlOCTYIHBI
Ppas3iIM4YHbIE CIOCOOBI JEUEHHMS, B CIIydae HEOOXOMMMOCTH MOT'YT OBITh BBIITHCAHBI
JIEKapCTBa, OJHAKO OOJNBIIMHCTBO POAUTENEH COOOMIAET, YTO CUTYalusl Yay4IlInIIach,
KOT/1a IeTSM MCIOIHUIIOCH YeThIpe nin math Jet (Unique).

“ Jlo maTH NeT y Hero TeKJM CIIOHM, U M3-3a 9TOr0 TIPOMOKAJIA OMIEAkKIA , — JyTUTHKATIHS
9p21.3p24.2/nenerms 9p21.3p21.3, 10 ner

“V Hero obumpHOE CTIOHOOTAENEHHE. MBI TIPOGOBATH MHOTO JTIEKapCTB, HATIPHMED,
I'mocumH (ckomoraMuHOM), HO Oe3pe3ynbTaTHO. M3-3a nekapcTBa y HEro 00 CHITBHO
TIepeChIXaeT BO PTY, TH6O OHO COBCEM €My He IIOMOTaeT *, — JyrmuKamus 9p12p22/
neneuus 9p22, 19 ner

¥Y3kue niau 3216.]'IOKI/Ip0BaHHbIe HOCOBBbI€ XO0AbI
ATpesust XoaH, IpH KOTOPOI OMH WK 00a HOCOBBIX X0/a 3a0JIOKMPOBAHBI (aTpe3ust)
TKaH;IMH WM KOCTBIO, — 3TO PEIKOe 3a00JIeBaHNEe M OCOOCHHOCTb, MEPHOANIECKH
BcTpevaromasicst mpu Aenenusx 9p. Ona Obita auarHoctupoBana y Tpetu (3 u3 9) nereid,
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cornacHo ompocy Unique 2017 roga. B nerkoit ¢popme HOCOBBIE XO/IbI IPOCTO OYECHB
y3KHe (CT€HO03), HO He 3a0JI0KUPOBaHBbI IIOJHOCTHI0. DTO BPOXKIECHHOE 3a00JIeBaHIe
BBI3BIBACT IIPOOJIEMBI C pIXaHHeM. Ecii HOCOBBIE X016 3a0JIOKUPOBaHBI, peOCHKY
HOTpeOyeTCs oepalys.

Jpyrue MeqMuuHCKHE IP00JIeMbl
[epBUuHBII UMMYHOIEPHUIUT (BHIOOPOUHBIN NEPHUIUT aHTUTEN):
OnuH cnyyait (mymmukarwst 9p21.1p22.3/nenerms 9p22.3p24.3).
VHBbEKIMH KaXKIy 0 HEJIeII0 B TEUCHUE IIECTH MECSIICB IS YITydIICHUSI IMMYHHUTETA:
Onun ciygait (mymmukarms 9p13.1p24.3/nenenus 9p24.3).
lurornukemus (HU3KOE ColepiKaHUe caxapa B KPOBH):
OnuH cnyyait (nyrummkarust 9p21.1p22.3/nenerms 3p.9p22.3).

IonoBOE co3peBaHMe
Hubopmariust 0 HOJIO0BOM CO3pEBaHKUH MOAPOCTKOB U3 rpymibl Unique ¢ coueTaHrem
JYTUTHKAIIWY U JIeelnd 9p BecbMa orpannucHa. TeMm He MeHee, y OOMbIINHCTBA
MOIPOCTKOB TIEPHOJT TIOJIOBOTO CO3PEBAHMUS HAYMHACTCS B TO K€ BPEMSs, UTO U Y
CBEPCTHUKOB, a MHOT/Ia HEMHOT'O Mo3xe. Kpome Toro, ObLT OMHcaH ciy4aii, Koria nepBbie
IIPU3HAKH ITOJIOBOT'O CO3PEBAaHUs MOSIBUIIUCH Y CEMHUJIETHEHN JCBOYKU. Hpe)KlleBpeMeHHOC
(paHHee) MOJI0BOE CO3PEBAHME SIBIIICTCS XapaKTEPHOH UepToi nenenuid 9p, Toraa Kak
3aJIeprKKa IOJIOBOI'0 CO3peBaHus (IO3JHEE MOJIOBOE CO3PEBAHKE) BCTPEYAETCS Y MOJPOCTKOB
¢ nyrumkarmeit 9p (Cuoco 1982; Mahjoubi 2011; Cisternino 2013; Stagi 2014; Unique).
ITo mpexBapuTENBHBIM JaHHBIM, IIPEIOCTABICHHBIM CEMbSIMH, IETH XOPOILIO NEPEHECIH
BCE CJIOKHOCTH IIEPHOJIa IIOJIOBOT'O CO3PEBAHMUs, HECMOTPSI Ha NIEpBOHAYANIBHbIE CTPaXH.
ITonoBoe co3peBaHKe MPOXOAUIO, KAaK M 0)KUIAJIOCh, HE BBI3bIBAs IIOBOJOB I
OecniokolicTBa. Heckonbko cemelt cooOIIMIu, 4To IEeBO4KaM ¢ AyIuiuKanuei 9p,
CTOJIKHYBLIMXCS ¢ TPYJHOCTSIMHU B 3TOT IIEPHOA, MOXKET IOMOYb BHYTPUMATOYHASA
ropMoHaibHasi ciupaib (BMC) uist mpekpaiiieHust MeHCTpyalyu.

“V Hee ToNMBKO HAYANICSA MEPHO TOMOBOTO CO3peBanus. OHa HEMHOTO HEPBHUYAET, U 5
JlyMaro, OHa He MOMMET, YTO 3TO TaKOE, II0KA OHO HE Ha4uHEeTCs. MBI pa3roBapuBaeM ¢ Heil
00 5TOM, HO eif CIOKHO OCO3HATh TO, YTO OHA (PU3MYECKH HE MOKET YBHJIETh ) —
nymukanus 9pl2p24.2/nenemms 9p24.3, 13 ner

[Ipumeuanne: Y peGenka B Bozpacte 14 jeT ToMorpamma rnokasaia O4eHb MaJleHbKHUN
pa3mep runogusa (Kejaes3bl, KOTopas UIPaeT Poib B yHPABICHUN HAYAJIOM II0JIOBOTO
co3peBaHms). ITa 0OCOOCHHOCTD BCE €Il U3yJaeTcs 0oee moapo0HO.

“V Hac He GBITO HUKAKHX 0COOBIX TpyAHOCTei. OCHOBHBIE MPOOIEMBI OBUTH CBA3aHEI C
COCTOSIHMEM KajlbIKa 1 Topia. I1o Mepe B3pocieHus n3MEHEHHs B 3TOH 30HE PUBEIH K
3aTPyAHEHUIO TTI0TaHUs U JibIxaHus. KpoMe Toro, 3TH n3MEHEeHns! cKa3alnuch Ha 1 0e3
TOrO y)Ke cIa0bIX Ha/IrOPTAaHHBIX CKJIaIKkax. B pe3ynprare norpeboBanocs npoBeeHue
9KCTpEeHHOI TpaxeocToMun. OH JI0 CHX TTOP BBIHYX/ICH UCIIOJIb30BATH TPAXEOCTOMHUIECKYTO
TpyoKy 7, — mymmukamms 9p12p22/nenerms 9p22, 19 ner

3pesocth
B 2018 roxy B rpynme Unique 051710 BCEro jBa B3pOCIBIX YENOBEKA C COUETAHUEM
IYTUTNKAAHN | JEJIeIUNA XPOMOCOMEI 9p. JIBalaTHICTHII MY>KYHHA, CTPATAIOIIAI
TITyOOKHM PacCTpOCTBOM ABHUTATEIHHON aKTUBHOCTH M OTCYTCTBHEM PEUH, XKHJI B JIOME
poauTenel B criennalbHO 000PYAOBaHHON MPUCTPOHKE M HYKJAJICS B KPYrJIOCYTOYHOH
TIOMOIIHY CHAETOK. Ero poaurenn cuuTaioT, 4To OH «BPS JIM KOrAa-HAOY b Oyer
CHOCOOEH KUTh CAMOCTOSTENBEHOY. TaKkoe e MHEHHE ObIJIO Y ellle OJJHOW CEeMbH, ChIH
KOTOPBIX JOCTHUT CTapIIEro MoApOCTKOBOro Bo3pacTa. JleBylKa ¢ COYeTaHHEM JIyTUTUKAINN
n nenenuu 9p21.1p24.3/ 9p11.3p13.1, koropoit 66u1 21 roj, «Moriaa caMoCTOSTENBHO
0J1eBATHCsI, IOJHOCHUTB JIOKKY KO PTY M IOJIb30BaThCS BaHHOHM kKoMHaToi» (Jelin, 2010 r).
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HcTopusi 01HOTr0 B3pOCJIOrO...

“ Hamemy chiHy «A» IBa/IATh JIET, y HETO OOHAPYKEHO COMETAHME MyuTuKanui 9p12p22 u nenenmn
9p22. OH nro0smui, 3200 TIINBBII U )KU3HEPAJOCTHBIN MAIBYHK C BEIUKOJICTTHEIM TOHKAM YyBCTBOM
OMOpA. «A» OYEHb JIFOOUT JII0JICH U HACIAXKIACTCSl KOMIIAHUEH py3eil U mMOMOUIHUKOB. J{Jist Hac y
HETO BCEr/[a B 3amace Jro0AImas yIbsI0Ka, OH 04apOBBIBACT JKEHIMH U 3aBOEBBIBACT CEP/La JTIOACH,
MOCBUIASI UM BO3YIIHBIE MOLETYH.

«A» pommics 20 et Hazax. Bo BpeMst BRIHANIMBAHKS HU OJIHA TOMOTPaMMa He IOKa3aja HaJiIne
oTKIOHeHHH. [IporHo3 Bpayei ¢ caMoro Hayaia OsuT BecbMa HeyTemmuTeneH. OIHaKo, IEPEKIB
MePBOHAYAIBHBIN IIIOK OT TOTO, YTO Hamle Oyyiiee u Oymyliee HAlero pedeHKa — 3TO TOCTOSTHHAS
6oph0a 3a ero KU3Hb, MbI IPUHSIIA PEIICHAE, YTO HAII MAJIBIII CTOUT 3TOi OOPHOBI, KaKoil ObI CypOBOI
OHA HU ObLIA.

B 18 ner y «A» pa3BmiIach SMUICTICHS, OH NOCTOSIHHO MOJIb3YETCS HHBAIUAHBIM KPECIIOM, CTpaaeT
HeJlep)KaHWeM MOYH U Kajla, HO IIPH 3TOM MOJKET CKa3aTh HaM, YTO XOYET B TyaJleT, IOCTYKUBAsI TI0
MOJYLIKE. Y HEro MOCTOSHHO ObIBAIOT HH(EKIUH JBIXaTSIbHBIX yTeH, KOTOPHIE IIOHAYAITYy BO3HUKAIH
TOJIBKO B 3UMHHIA TIEPUOJ, HO Cevac OH MOXKET 3a00J1eTh B JI000€ BpeMs roga. OHAKO COBEPIICHHO
HE BaYKHO, 4TO «A» MOXKET JIeaTh, a 4T0 He MokeT. OH Halll CBIH, ¥ MBI JJIOOMM €ro TaKuM, KaKOH OH
ecTb. JleT MOTyT pOAUTHCS KaKUMHK yroguo. OJHN yMEIOT 0oJiblie, Apyriue — MeHble. JKu3Hb
Ka)XJJOTO YEI0OBEKa, KOTOPBI 3HAKOMHUTCS C HAIIUM CHIHOM, MTHOBEHHO HAIOJHIETCS PaI0CThIO,
JIF00OBBIO, ClIE3aMHU U YIOBOJIBCTBHEM OT OOLICHHS C HAM.

«A» HE MOXKET pas3roBapuBaTth U I 06]]_[6]-[1/15{ C JIIOAbMU HUCIIOJIB3YET MUMUKY. OH uHorjga 60pM0‘-I€T
YTO-TO, HO IIPOU3HOCUT COBCEM MaJIO CJIOB. C camoro POXKIACHUSA OH 3aHUMACTCA C JIOTONEI0OM. Otn
3aHATHA [TIOMOIVIM EMY PCIINUTH l'[p06J'lCMI>I C IIPUEMOM ITUIIH U TIIOTAaHUEM, HO S HE MOI'y CKa3aTb, YTO
OH CHUJIBHO IIPOJABUHYIJICA B O6HI€HI/II/I " peuu.

HpOHCCC O6y‘{CHH${ " pa3BuTHUA Y «A» IPOUCXOAUT IOCTEIICHHO — OH IIPE0J0JIEBACT HEOOJIbIIIHE
OTallbl, a 3aTEM B TECYECHUE HECKOJIBKUX JIET HE IIPOUCXOAUT HUKAKHUX H3MEHEHUH. «A» He ymeer
YUTATh, ITUCATh U IMOJIb30BATHCA KHaBHaTypOﬁ, OTHAKO HEIIJIOXO YHNPAaBJIACT NEPEKIIOIATECIIEM. 3TOMy
OH HaY4HJICA €€ B CEMB JICT. C 18 et oH crTai 60j1ee BHUMATEIBHBIM U 3aMHTEPECOBAHHBIM, CTAJI
JIEr4C UATU HA KOHTAKT. H03TOMy HUKOTJIa HE CTOMT OT4auBaThcs. Hamn ceiH TOJyYnI 06pa3013a}me B
IIKOJIE JUIS JETEeH C 0COOBIMH HOTpe6HOCT5{MI/I, a ceifuyac oH poA0JIKAET 06yquI/Ie B KOJIJICKE JIJIA
CTYACHTOB C 0COOBIMHU HOTpe6HOCT${MI/I.

Emy HpaBuTCSI My3bIKa U MUTAIOLIIE OTOHBKH, OH JIOOUT TMCKOTEKH, BEYEPUHKH, TAHIbl HA POJIUKAX U
TaHIlyeT B MHBAJIUIHOM Kpecie. OH Takke B BOCTOpre oT Urpbl B 10-KkerenbHbli OOYIHHT, IOX0I0B B
MY3BIKJILHBIA T€aTp, U OH OYEHb JIIOOUT 00IIATHCS. «A)» OYEHb JPY>KEIOOHbIH, OH yCIIeBaeT
00IIaThCs CO BCEMHU JAPY3bsIMU B Kosuiemke. [loxoxke, OHM MOHMMAIOT, YTO OH XOYET, M YTO eMY
HPABHUTCsl, OHH Ja)Ke CIIOPAT U3-3a TOr0, KTO OyaeT nmomorarb eMy ¢ ypokamu. OH 3HaeT 00 9ToM U
HaCcJaXaeTcsi TAKUM BHUMaHUEM, [103BOJISI ce0e HEMHOTO TIOIIAMTh: CHAYaJIa OTKA3bIBACTCSl OT
MIPE/IIO’KEHHOT 0, Kayasi TOJIOBOH, a yepes3 ISITh MUHYT TpedyeT 3Toro cHosa. M BceM Beceno. Y «A»
OUEHb BBICOKUI 00JIEBOH OPOT, TAK YTO IIO-HACTOSIEMY OH ILIaKall He OoJiee MSTH pa3 B CBOeH
JKH3HU.

«A» 04eHb MaJIO CIIUT, TaK ObUIO C CAMOT0 €ro poXKIAeHHs. Bpauu nosaraior, YT0 BUHOH STOMY
MOBBIIIEHHBIH YPOBEHb (DOHOBOW AKTUBHOCTH I'OJIOBHOTO MO3ra. OH CHUT MO MATh-AECSITh MUHYT
MIPUMEPHO IATh Pa3 B JICHb U MPAKTHYECKU HE CIIUT HOUbI0. EMy XBaTaeT 04eHb KOPOTKOro cHa. Mbl
UCTIPOOOBANIN Pa3IMYHBIE CIOCOOBI YIIYUIISHUs! €ro CHa, BKII0Yast TPaBbl, IPUPOIHBIE JIEKapCTBEHHbIE
CPEACTBA, 3aT€M MEJIATOHUH B BHICOKHX 103aX, HO BCE OHU OKa3aJIUCh HEI(P(PEKTHBHBIMH.

Korza «A» cran B3pocibiM, Halllel OCHOBHOM 3aJa4uell CTajo o0ecrneueHue eMmy Heo0X0qMMOro yxoa.
MBbI IPOLIIH CIOKHBIM HEePEeXOAHbINA MEPUO: MBI CCOPHINCH, CIIOPUIIH U yOEKAAIIH TeX, KTO AyMai,
YTO OHU Jy4lIe 3HAIOT, YTO HY)KHO HallleMy ChIHy. M, B KOHIIE KOHIIOB, MbI JOOUIHCH TOTO, YTO
CUUTAIH NPAaBHIBHEIM U1 «A». OH IOIy4aeT HeNPEePhIBHYI0 MEAULIUHCKYIO IIOMOIIb KPYTIIOCYTOYHO
ceMb JHEl B HeJIelr0, HaM IIOMOTAIoT JIBe JHEBHBIE CUMICIKU U OHA HOYHas. KoHeuHO, Korja yraercs
HalTu nepcoHal. YToObI MOIYYUTs (GPHHAHCOBYIO MOMOIIH OT CiTy»KObI HOIEPIKKH BHEPECHHS
meguiuHcKuX ycayr (CSU) u Kitmaugeckoit rpymisl o BHeApeHHI0 MeauiHCKuX yeryr (CCG), Ham
MPHUIIIOCH U [0 CHX 0P IPUXOJUTCS MPUIaraTh HEMano ycuauil. BceM 3BecTHO, UTO ceMbe, B
KOTOPOH KHBET PEOSHOK MIIM MOJIOAOW YENIOBEK ¢ HHBAJMIHOCTHIO, PUXOJUTCS OOPOTHCS 3a JIF00YIO
HEOOXOAUMYIO €My IIOMOIIb, Oy/b TO CHEIMATN3UPOBAHHOE 000PYAOBaHKE, YXO U podee. JTa
00opr0a OeckoHeuHa, U MOPOi OHA MOJHOCTBIO BAaC OIMycTomIaeT... Ho koraa Haul Manb4uk MHE
YIBIOAETCsI, 1 YyBCTBYIO, UTO TOTOBA HA BCE, YTOOBI CIENATH €r0 CYACTIUBBIM .
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ITo Bceit BeposSTHOCTH, OCOOCHHOCTH BEJICHHUS B3POCIION KHU3HU Y JIFOJIEH C cOYeTaHHEM
JYTUTHKAIIAN ¥ JSTIEIIHA XPOMOCOMBI 9p BeCbMa Pa3HOOOpa3HBI U 3aBUCAT OT MHOXKECTBA
(hakTOpOB, BKJIIOYAsT YPOBCHD JIBUTATEIIFHON aKTHBHOCTH, HATMYUE XPOHUICCKIX
TIPo0GJIEM CO 3/I0POBBEM H YITYUIIEHHE COCTOSHUS, HaOI0jaeMoe Ipy paHHEM
BMemIarenbeTBe. B pykoBoacTBax Unique Mo TyIUIHKAUSAM | JETCHHAIM 9p MOXKHO
HaliTu OoJree MOAPOOHYI0 HHPOPMAITUIO O B3POCIIBIX C TAHHBIMH XPOMOCOMHBIMH
OTKJIOHEHUSIMHU.

CemMbu paccka3bIBaKOT

“ Moii onbIT BOCOUTAHMS PefeHKA C HHBAJIHIHOCTHLIO B IIEJIOM IH0JIOKUTEIbHbIA. Mory ¢
YBEPEHHOCTBIO CKA3aTh, YTO MOSI SKU3Hb HHKOIAA He Ob1JA CTOIb HHTEPEeCHOH 1 MOIHOI, Kak
B nocjeaHue 16 Jjer. IloctaBiieHHbI I AMAarHO3 MOBJIMSJ Ha BCIO Hally ceMblo. MHe Kaxercs,
MBI TOpa3/Io Oolree TepIesuBEI 1 (HII0CO(PCKH HACTPOSHEI, YeM Hallll CBEPCTHUKH. B Kakoii-To
CTETICHU HAIM )KU3HH OKa3aJIvCh MOAYMHEHBI IIOTPEOHOCTSIM M MHTEpecaM Moero cbiHa. Moeit
«OOBITHOI JTOYEPH MPHIIIOCH OBITH HE3aBUCUMON ITEPBBIE IEBSTH JIET CBOSH JKU3HH JIO TEX TI0p,
TIOKa CBIH HE MOCTYIVJI B MIKOIY-TTaHCHOH. C pyroif CTOPOHBI, He OY/b Y MeHsI peOeHKa ¢
WHBAJHIHOCTEIO, 5T OBl BPSIL JIM cTasa OoJiee akTHBHOW, BOBJICYCHHOM, TyTKOH MaMoi-
JIOMOXO3STHKOM ISl CBOEH JI04YepH, TIOTOMY YTO 3aHMMaJIach OBl FOPUANIECKON Kaphepoi. MHe
OYEeHB MOMOTaroT coodriectBa B Facebook, mocBsimeHHbIe OTKIIOHEHUSIM XpoMocoMbl 9. Haa
BCTpeya C JPYTUMH CEMbSIMHU 13 9THX coo0IiecTB B Unkaro Oblia BeluKoIenHol. PaHbIire s
ToJTy4aja 3HAUYUTENIbHYIO TTOJJIEPIKKY OT AccolMaliuy Jiroiei ¢ cuaapomoM Jlayna. S mpodna
MHOT'0 KHHT, TIOCBSIIIICHHBIX CHHIIpOoMY JlayHa, a Takke rmoceriana 3aMeyarelibHble yueOHbIe KYpChl,
OpraHu30BaHHbIE MexTyHapOoIHbIM 00pa30BaTEeNIbHBIM LIEHTPOM JIIs JIFoJIel ¢ cuHIpoMoM JlayHa
(panbie onu HasbiBaHch DownsEd). XapakTeprcTrka colaibHbIX 1 00pa30BaTeIbHBIX
CIIOCOOHOCTEH HaIIero ChlHa ¢ poXkaeHUs 10 10 JeT B J0CTaTOYHOH CTETIeHN COOTBETCTBOBAIA
KPUTEPUSIM, XapaKTEPHBIM JUIS JI0AeH ¢ curapoMom JlayHa (BKITHOYasi HABBIKM COLMAIBHON KU3HU
1 OOLIEHHMS, SMIIATHH, BU3YaJIbHOI'O BOCIIPUATHSA). B HACTOAILMIT MOMEHT 3TO COOTBETCTBHE
COXpaHAETCs JIUIIb JJO HEKOTOPOH cTerneH!. Moil ChbIH y4UIICS YUTATh IPU ITOMOLH METOINKH
BU3YaJIbHOT'O BOCIIPUSTHS, pa3padboTaHHoi neHTpoM DownsEd. 3HakoMCTBO ¢ HHCTpyMEHTaMU
AAC (anbTepHaTHBHAS U JIONOIHUTEIbHAS KOMMYHHKALUS) B BU/IE KHUT JUIs albTePHATUBHON
KOMMYHHKAIIUH, a TaKxKe ¢ puioxkerneM Proloquo2Go (reneparop peyus, no3BOJISIOMINH
001IATHCS JIFO/IIM, UMEIOLIMM TPOOJIEMBI C BOCIIPOU3BEAECHUEM M BOCIIPUSTHEM YCTHOH peun)
TIOJTHOCTBIO U3MEHMIIO €ro *ku3Hb. He yBepeHa, 4To OH XOTh HEMHOT'O IIPOJBUHYJICS Obl BHEpe/l B
CBOEM O00Y4YEHUH, ecii Obl Mbl HE OTKPBUIH ISl Ce0sI 9TH PEeCyYpChI eIl TOr/a, KOrja OH BOOOIIe He
MOT TOBOPUTH, a MakaToH (sI3bIK KECTOB M CHMBOJIOB) eliie ObLT B pa3paboTke. B Bozpacre
YeTBIPEX-IISITH JIET MOH MaJb4MK ITOCTOSIHHO BeJI ce0sl arpecCMBHO U ObUT OYEHb
pazpakuTesbHbIM. HO KaK TOJIBKO Y HEro HosiBUIACh BO3MOXHOCTh OOLIATHCS IIPH TIOMOLLH
CHeMAIBHBIX KHUT, OH CTaJl TOpa3/10 JIydlle ceOsi BECTH, U €ro YHUTENsl U Bpa4yM MOHSUIN, HA YTO
OH Ha caMoM JieJie criocoGeH .

““He Gy/y roBOpUTb, YTO BCE 3TO OYEHB JIETKO, HO HAII CHIH JIENAET HAIILY KU3Hb, A TAKKE KU3HHA
BCEX JTI0/IeH, KOTOPBIX OH BCTpevaer, 00oJiee OCMBICIIEHHON. Y HEro eCTh CecTpa, KOTopast MJIa/Iiie
€ro Ha J[Ba rojia, 1 OHA 000XKAIOT JpYT apyra. Hai ceiH — mro0siumii 1 pacrosiaraoiuii k cede
MaJIb4HK, JIIO/IM OyKBAJIBHO TSHYTCS K HeMy. Haiia sku3Hb 11oxoxka Ha myreliectBre. bbiBano, 4ro
y Hac OILyCKaJIUCh PYKHU, U Mbl 4YyBCTBOBA/IN ce0sl OIMHOKUMHU B 3TOM MHUPE, OZHAKO IOpa31o0 Jalie
MOHUMAJIH, YTO OH Hallle CYacThe, U yAUBIISIIUCH €T0 MyXKecTBY. Jlaeko He Bce B Hallel ceMbe
TOTOBBI TIPOMTH Yepe3 BBIIMABIINE HA €ro JOMI0 MCIIBITAHUS, BCE ITH JICKApCTBa, JIe4eOHbIe
npoueaypsl 1 npoyee. Moii coBeT: 10BepsiiiTe CBOEMY POAMTEJILCKOMY HHCTUHKTY. Beerna
3alMINaiiTe NpaBa cBoero pedeHka. Y3HaBaiiTe 00 aJbTePHATHBHBIX METOJAX JeYeHHsl,
UIIHTe Bpaveil, CNeNUAaINCTOB, CeMbH U ApYy3eii, KOTOpbIe FOTOBBI BAC MO/IePKHBATD.
ByabTe peanncramu, Ho He TepsiiiTe Hae:xkabl. He nepecraBaiiTe npo6oBaTh HOBOE, CTABbTE
nepes peGeHKOM U nepest codol HOBbIE 3aJa4i. BocinTeiBast Takoro HeoObIYHOr 0 peOeHKa,
KaK Halll CbIH, MBI CTaJIX HO-IPYTOMY OLEHHBATh Bce BOKPYT. JIr0ObIe TOCTIKEHNMS IepecTaay ObITh
TIPOCTO «IOCTHKEHUSMMY», OHU TIPEBPATHIINCH B MaleHbKHe 1modeapl. Her Huvero crpamtaoro B
TOM, YTOOBI HCTIBITBIBATE IPYCTh, 3JI0CTh MM pa3odapoBaHue. DTH mobeasl Oy yT NPHHOCHTEH BaM
panocTs. Sl mpexpacHO MOHUMAIO, YTO Y KaKIOT0 cBOsl HCTOpust. Ho HamI ChIH MPUBHOCHUT PajiocTh
B HAIlly ’KHU3Hb U B )KM3Hb T€X, KTO €T0 OKpyXkaeT. Jla, HaM COBETOBAIN HE KIATh MHOTOTO OT
HAIIIeTO ChIHA, HO MBI HE CITyIIaIN UX. BOT coBeT, KOTOPBIH MHE ObI XOTEJIOCH YCIIBIIIATh TOPa310
pasblie: He 3a0bIBaiiTe 0 cebde. Jlaiire Bomo dyBCTBaM, €CIIM XOTHTE MOropeBath. WmuTe moeid,
KOTOpBIE TOTOBBI PA3/ICNUTh C BAMHU 3a00ThI, HE KOHTPOIUPYS M HE KPUTHKYS BAIlM ACHCTBHUS, TEX,
KTO TOTOB IIPOCTO TO//IepKaTh B Moboe BpeMs. He cnaBaiitecs. BriagpiBaiiTe B cBoeTo peOeHKa
BCE, 4TO MOXKeTe, Oy/b TO TyBCTBa, (pu3ndecKne %I/sUILI win pUHAHCOBBIE CPEIICTBA .



“ Haur cbIH OKa3ajl OrPOMHOE BIIMSIHHUE HA BCIO HAIIly CEMbIO. B 0COGEHHOCTH 3TO KOCHYIIOCH
HAIIeTO CTapIIEro ChIHA, KOTOPBIH CTal 00BEKTOM ITOCTOSHHBIX HACMEIIEeK B IIIKOJIE M3-3a TOTO,
YTO y HEro (hU3MUECKH HETIOMHOIEHHBIH Opar. OH U ceifdac ele MOJHOCTI0 He CMUPHIICS C TEM,
YTO ero OpaT He MOXO0X Ha APYrHX. MHE Kak MaTepH TOXe MPHIIIOCh OUYCHb HEJIETKO.
Bocnuranne Takoro pedeHKa ejBa He HAHEC/IO HEMOMPAaBUMbIH Bpe/] HAlllM OTHOIICHHUSIM C
MY’KEM, CIIMIIKOM CHIBEHO OBLIO BIMSTHHE CTPEcca, HANPSDKEHHS, a TAKKE OTCYTCTBHE TTOJICPIKKI
n nHpopManuy. 1 Bee e MBI CMOTIJIN HAWTH CHIIBI, YTOOBI TTO/IeP/KUBATE PYT Apyra U He
craBatbes. [IpuMepHO MIecTh JIeT Ha3a/] y MEHS CITyq9HIICSl HEPBHBIH CPBIB B Pe3yIbTaTe
HeTIpeKpaIaronecst 60ppObl ¢ YMHOBHUKAMH U IPEICTaBUTENSIMU BlIacTH. Haso ckasats, uro
Oopb0a 9Ta JuHTCs U 110 ceii 1eHb. Cpasy 1ocie poxkIeHHs ChIHA HaM OKa3aJI0 HEOLCHUMYIO
TIOJUIEPKKY COOOIIECTBO Jrozeit ¢ aenenuneit xpomocomsl, opranuzopanHoe B CIIA. Mer
TIOTYHHIIN CUEPIIBIBAIONTYIO HH(POPMAIIMIO O TOM, KaK OyJeT pa3BUBAThCs HAII ChIH. Ho MBI
TIOHUMAJTH, YTO Y HAIIero MaJIbuMKa €CTh MYIUTHKAUs (TPHCOMHS) XPOMOCOMBI 9p, TTOATOMY €ro
COCTOSIHHE OyZIeT TOpa3io TsKENee, YeM COCTOSIHUE JIeTEH U B3POCIIBIX, MMEIOIIUX TOIBKO
nenenuto xpomocombl 9p. Ha Facebook ects omimunast crpanuna crienianbHO Ul poguTesneit
JeTel ¢ ayrumKanueit win jgenenuei 9p, riie OHM AeNSTCsl TPYJHOCTSIMH, C KOTOPBIMH
cTONKHYAUCh. Celiyac MbI IPOCTO JaeM eMy BO3MOKHOCTb CAMOMY NPOKIAIBLIBATH cede IyTh U
Y4HMcsI ¢ HUM, BMeCTe MpeooseBasi mpensiTcTBusI. [loHagary oueHb cTpamHo, HO
pe3ysbTaT CTOUT BeeX ycuinid. Bo BceM, uTo kacaercs Baiiero pebeHka, NpUCTyIIUBAHTECh K
CBOMM MHCTHHKTaM M HE CTECHSITECH 33/1aBaTh BOIPOCHI, CTABUTH 10T COMHEHHE MIIH OCIIAPHBATh
Jlayke MHEHHE CcrieranncToB. HaM, HanpuMmep, roBOPWIIN, YTO HAII CBIH HE MPOXKHUBET U JBYX
4acoB, MOTOM MTOBTOPSUIH, YTO OH CKOPO YMPET, HO Celdac eMy JeBSITHAAATh, ¥ 5 M TOP:KYCh: OH
HHUKOI/Ia He c1aeTcsl, He OOMTCsl TPYIHOCTel M Beerja Takoi 100poxkenaTe/IbHbI — ero
yabi0Ka o3apsier Bee Bokpyr! ”

“ MbI OTHOCHMCSI K JIOUEPH TaK K€, KaK K APYTMM HALIUM JETSM, Y KOTOPBIX HET XPOMOCOMHBIX
oTKIoHeHni. HaM oueHp C10)KHO TOOUTHCS KaKoi-THO00 HH(OPMALIH HITH HOIEPIKKH OT
CNCIUAINCTOB U FOCYAAPCTBEHHBIX CTPYKTYP, HOTOMY YTO OYEHb YacTO €€ Hy)Kbl HTHOPUPYIOT.
Ham nocTostHHO Ka)KeTcs, YTO Mbl MOTJIM Obl CHIeJaTh UL Hee OOJIblle, YeM y Hac MoaydaeTcs. A
eie Ham TpeOyeTcst OObIle OMOIM U CPEJCTB Ha OILUIATY IPUEMOB Y Bpayel, 4eM JpYrum
cembsaM. Camoe ritaBHoe — nHpopMarus. 1 coBet, KOTOPBIil Mbl MOXEM J1aTh JPYTHM CEMbsIM: HE
cnaaiitecs! He omyckaiiTe pyk 1 OTHOCHTECH K CBOEMY YHHKAJIBHOMY PEOCHKY, KaK K
00br9HOMY. OH /100BeTCsI Ky/1a 60JIbIIero, eciM BbI IaHTe €My BO3MOKHOCTD MONPOO0BATh,
BMECTO TOI0 4TO0bI FOBOPUTD, YTO U3-32 OTKJIOHEHHI Y HEero HU4Yero He MOIY4UTCss. Ml
NPUIIOKUIIU OYEHB MHOIO YCHIIMHM, YTOOBI JIOHECTH JI0 YIUTENIEH oTy MbIcib!

“ TlocrapaiiTech He aHATM3MPOBATH BO BCEX MOAPOOHOCTSX KAXK/LYIO OCOOEHHOCTD BAIIIETO
peOeHKa M He CPaBHHUBATh UX C MOXO)KUMH I'E€HETHYECKUMH OTKJIOHCHUSIMH. Y 00€HX Hallnx
Jo4yepeii couetanue TyIUIHMKALMK U AeNenny 9p, HO CIIOCOOHOCTH Y A€BOYEK JOBOJIBHO CHIIBHO
paznuuatorcs. Kak poauresnsiM, Ham, KOHEUHO, puxoautcst Henpocto. Koraa yuniis peGenka,
KOTOPBIIl HE TIOHMMAeT OOBIKHOBEHHbIE BEIM U HE CYUTBHIBACT SMOLMH, HIIM KAKUM-TO 00pa3oM
IIOMOT'aeIllb €My, JIErKO I04YBCTBOBATH COOCTBEHHOE OEeCCHIIME U BIIACTh B OTHassHUE. Kaxkabiit
JICHb BCEH CeMbe MPUXOANUTCS OYEHb HETIPOCTO C IMICUXOJIOrMYECKO TOuKH 3peHus. YecTHO
rOBOPsI, MBI TPATUM YHMY BPEMEHHU Ha BU3UTHI K BpayaM U NPOXOXKICHUE TIOCTOSHHBIX
o0ciIe/I0BaHui, 13-3a Yero He MOKEM IOIHOILIEHHO paboTaTh. MBI mepecraiu o01aThes ¢
JPY3bSIMH, KOTOPBIC HAC HE TIOHUMAIOT, M Y HAC HOSBUIMCH HOBBIE 3HAKOMbIE, KOTOPBIX 000/IpsIeT,
YTO B CPABHEHHH C HAIIUM PEOCHKOM X PeOEHOK C HHBAIMIHOCTBIO BBIIVIAANT HOPMAJIbHBIM.
BceM poauTesnsm Hy)KHO ObITh FOTOBBIMH 00€CIIeUHBaTh PEOCHKA MATEPUAIILHO BCIO €r0 JKU3Hb.
He Opocaiite padoty. He GoiiTech NeauThCs CBOUMH TPYIHOCTSIMU C OKPYXKAIOIIUMU. Bbl
OOHApYKHTE, YTO KaK TOJIBKO BBl HAYHETE OTKPHIBATHCS JIFOJSIM, OHU C/ICJIAIOT TO XKE caMoe B
oTBeT. [ BCKope BBl MOMMeETE, 4TO He TOIBKO Balll peOeHOK «He Oe3ympeden». byapre nodpee k
caMuM cebe U MOMHHUTE: JKaleTh ce0st — 3T0 HopManbHO. JIrobuTe cBoero pedeHka u OyapTe
nobpee k Hemy. He oOparnaiite BHUMaHHs Ha TO, 4TO O BalleM peOEHKE MM O BaC TOBOPAT — B
JIMILO WK 32 CIUHOM. HUKTO HEe MOXeT aTh BaleMy peOEHKY CTOJIBKO, CKOJIBKO MOXETE BbI.
Hapeiitech Ha jydiiiee, rOTOBbTECH K Xy/auieMy. [1ycTh HCTOPUU APYTUX ceMei He 00HAIeKUBAIOT
BAaC CIIMILIKOM CHJIBHO, HO M HE JIMIIAIOT My)XecTBa. byaylee Baiero peGeHka B €ro 1 B BalluX
pykax. Ecim kro-To 1o6uiicsi 6os1ee BHICOKHX Pe3yJIbTATOB IPH MOX0KEM reHeTHYECKOM
OTKJIOHEHHMM, He MbITATeCh H30 BCEX CHJI I0CTHYB TOro :ke. OTpunaTe/bHbIN pe3yabTaT —
3TO ToxKe pe3yabTaT. [Io3TOMY He 0OTYaMBaiiTECh, €CJIH Y APYTOro pedeHKa ¢ MOX0KUM
OTKJIOHEHHEM Pe3YJIbTAT XYiKe JKeJaeMoro .

“ HaM npuxoauTcst HAHMMATh HSHEYCK Ha HOYHBIE CMEHBI, YTOObI IMETh BO3MOKHOCT XOTh
HEMHOT0 MOCTIaTh, IIOTOMY UYTO €i Hy)KeH IOCTOSTHHBIN YXOA. Y Hac Havaanch (PUHAHCOBBIC
MIpoOJIeMBl, KOTJa MHE IIPUIILIOCH YHTH B HEOIIAYMBAEMBIH OTIYCK Ha ABa roza. [lotom s
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BEpHYJIaCh Ha HEMOJHBIH pabouwnii 1eHs. HeaBHO MEHS BRIHYIMIN BBIITH Ha MOMHBIH pabounit
neHb. Y X0oTs ¢ pMHAHCOBOM TOYKHM 3pEHMS HAM CTaJIo Jierde, aTMoc(epa B CeMbe CTasia eIe
Ooree HanpsDKEHHOH. Bee 3TH 00cTOsITENBCTBA MPUBENH K HAIIEMy pa3Boay. Ho To, kak Hamr
TPHUHA/IATHICTHUH ChIH BeJeT cebsl CO CBOeH cecTpoi, MpocTo yauBHTenbHO. OH ee 000KaerT,
XOTS y HETO €CTh BCE OCHOBAHUS UCIBITHIBATH IPOTHBOIIONOXKHBIE UyBcTBA. OH pajyeTcst
KaXKJIOMY €€ JIOCTHKCHHUIO, 1aKe caMOMy MalleHbkoMy. HecMoTps Ha cTpecc, Ha HEU3BECTHOCTb,
s1 661 Bce oBTOpMIIa. HUKoOr/1a paHbIie 51 He BHUIENA TAKOTO HEBEPOSITHO CYACTIIMBOTO H
JPYKETOOHOr0 YenoBeKa .

“ Ham IIpUXOQMTCS HEMPOCTO, HO MBI CEMbSI, M HaM OBLIO CY)KICHO MPOWTH B )KM3HU UMEHHO
yepes 370. Harma 109b 04eHb co00pa3uTelibHast U OCO3HACT MPEISATCTBUS, C KOTOPBIMHU it
MPUXOJUTCSI CTANKUBATHCs. [Topoil oHa MCIIONB3YET CBOE COCTOSIHUE 3/I0POBbSI Kak OIpaBIaHue,

U OT TIOI0OHOM HECTIPABEUTMBOCTH €€ OpaThsi U CECTPHI TEPSIOT TEPIICHUE. Y HAC HE TAK MHOTO
HH(OPMALMH 0 TOM, YTO HAIIA /104D JeHCTBUTEJLHO MOKET AeJ1aTh, I03TOMY MbI CTapaeMcsi
JIaBaTh el KaKk MOKHO 00JIbIle BO3MOKHOCTE MONnpodoBaTh cedsi, 1 Bce BMecTe CMOTPHUM,
4TO U3 ITOro eii moaxoauT. MBI Opaiiy ee B OXOBI 110 BCEMY MHUPY H ITYTEIICCTBOBATN
Bmecte 1o EBporne, Kanane, Kocra-Puke u CIIA. Ona J1r00UT XOJUTH B TeaTp U Ha Opo/IBEHCKIE
MIO3UKJIBL. B fake MOHpaBUIICS CEKTAKIIb 10 «["aMJIeTy», KOTOPBII JUTUTCS TPU € TIOJIOBUHON
yaca. OHa MEHs yJIUBHIIA, KOHEYHO, HO aKTephl JEHCTBUTEIBHO UI'PAJIH MOTpsicarolie. A erie oHa
oboxaet Jlucueiten . ['ne Obl MBI HU OBLITH, HaM BCETIa HY)KHO HMETh 3allaCHOM TIUIaH Ha CITydaid,
€CJIM OHA CHJIBHO YCTaHET, ¥ ei Hy)KHO OyJIeT OTJOXHYTh. MBI HE MOKEM IpezicKa3arh, Kora 9T0
NPOU30MIET, O3TOMY U €€ T1ala, s JOJKHBI IPOSBJIATH MAKCUMAIBHYIO THOKOCTD .

“ TTonauaiy GbIIO HEBEPOSTHO TSKENIO, IOTOMY YTO BPadd He MOIJIM CKa3aTh HUYETO
KOHKDETHOTO O HalIEM ClTydae. Y HETo IMArHOCTUPOBAIH PEJIKOE OTKIIOHEHHUE, OITOMY MBI HE
3HAJIH, 9ero *1aTh. J[pyrie 4ieHbl ceMbH He MOHMMAIH, B 9eM 3aK/IF0UaeTCsl ero PeIKoe
XPOMOCOMHOE OTKJIOHEHHe. HecMOTps Ha CIIOKHOCTH BHAYAle, MOH CHIH PAacTeT, U HaM
CTaHOBHUTCA TpoIte. JIpyriM pOITUTENISAM 51 MOTY TOCOBETOBATH OBITh TEPIETHBEIMH M JTFOOSIIMMH.
HMHoraa BaM KasKeTcsl, 4TO 0COOEHHDbII peGeHOK TOJIBKO Y BAC, H HUKTO HUKOI/IA He CMOKET
MOHSITH HHU BAc, HU BaIllM TPYXHOCTH, HO HA CAMOM JeJie C TAKHMH 3Ke IpoGireMaMu
CTAIKMBAIOTCSE MHOTHE. Bbl He 0MHOKH. By/1eT ¢/10/H0, HO Ball pefeHoK HAYHET
B3pOCJIETh, M BAM CTAHET mpoie .

CoodmecrBa B Facebook

Cewmbu ¢ Tpucomueii 9p (Trisomy 9p Families) (194)

— https://m.facebook.com/groups/664602633553853

Cembs ¢ Tpucomueii 9 (Trisomy 9 Family) (386)

— https://m.facebook.com/groups/365958293491370

Otkiorenue B xpomocome 9 (Chromosome 9 Disorder) (417)

— https://m.facebook.com/groups/132806160119488

Xpomocoma 9 (Chromosome 9) (795) — https://m.facebook.com/groups/120832324611655
(BPCKO6Kax yKa3aHO KOJIMYECTBO YUYaCTHHKOB COO0IIecTBa Ha ekadbpb 2018 roxa)

Beo-caiiThl

http://www.9pminus.org/

https:/patient.info — nH}popmarHs 0 MEAUIUHCKUX 3a00ICBAHUSIX U TEPMHUHAX
https://www.nhs.uk/conditions/ — uH}pOpMaLHsT 0 MEIUIMHCKUAX 3a00JICBAHUSIX U MIPOLIEAYPaX,
U3JI0KEHHAS! IPOCTBIM SI3bIKOM

https://www.epilepsy.org.uk/ — cOBETBI 10 TOMOIIH JIFOASM, CTPAIAIOIINM ITUICTICUeH U
CYJIOPOXHBIM CHHIPOMOM

https://www.bhf.org.uk/ — Bpuranckuit houz o 6opsde ¢ cepaedHbIMY 3a00TEBAHUSIMH -
HaJeXKHas M IOCTYITHO U3JI0KEHHAask MH(OpMaIHs O CepIeYHO-COCYAUCTIX 3a00IeBaHUAX
https://www.rnib.co.uk — urbpopMaIms 1 To[IepKKa IS JFO/IeH ¢ 3a00IeBaHUsIMU TJ1a3
https://www.actiononhearingloss.org.uk/ — unHbOpMaIHs 0 MOTEepe ciryxa U 3a00IeBaHHIX
OpraHoB clryXa

https://www.clapa.com/ — Acconualyy MOMOLIH JIOASM C PACIICIHHOM TyObl U Heba
http://www.bad.org.uk/ — BpuTaHcKas accolmanus AepMaToIOroB - COBETHI 110 JICYCHHIO KOXKHBIX
3a00neBaHuH

https://www.dsdfamilies.org/ — rpymma nmoaaep k1 st JII0/Iel ¢ HapYILICHUSIMH HOJIOBOTO
pa3BUTHUSL

http://hypermobility.org/ — Accouuarus HOMOLIIH JFOISM, CTPaJaloliM CHHIPOMOM
THIEePMOOHMIBHOCTH CYCTaBOB
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Nudopmanus u nogaepxka
N\

UnidUe

Understanding Chromosome & Gene Disorders

Rare Chromosome Disorder Support Group

['pynma nogaepKKu ceMeit ¢ peIKUMH XPOMOCOMHBIMH OTKJIOHEHUSIMH
The Stables, Station Road West, Oxted, Surrey RH8 9EE, United Kingdom

Ten: : +44(0)1883 723356

infoldrarechromo.org | www.rarechromo.org

IMpucoenunusiitecs k coobiiectBy Unique, 4TOObI HOTYYHTH AOMOTHUTEIBHYIO
HH(pOPMAINIO, HEOOXOIUMYIO ITOMOIIb M KOHTAKTHBIC TAaHHBIC CeMell ¢ aHaJIOrHYHON
POOJIEMOiA.

Unique — 770 611aroTBOpHUTENbHASI HErOCYAAPCTBEHHAsI Oprann3ais. OuHaHCOBas
HOJI/IePIKKa OCYIISCTBILIETCS 3a CUET IPAHTOB U HoXkepTBoBaHui. Caenath
MOXKEPTBOBAHHUE MOYKHO Ha HAIEM O(PUIIHATIEHOM caiiTe:

www.rarechromo.org ITokasyiicta, moMoruTe HaM IOMOYb Bam!

I'pyrma nomuepKku ceMeil ¢ peAKUMH XPOMOCOMHBIMH OTKJIOHEHHSMH
Howmep 6arotBoputensHoi opranmsanmu 1110661
Howmep B peectpe kommnanuii AHrimmu u Yanbca 5460413
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