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[Jeneuns xpomocombl 13q — 3TO pefiKoe reHeTuYecKkoe oTkoHeHUe. OHO
BbI3BAHO NoTepei YacTn oaHOM 13 46 xpomocom. B uenom, oTcytcTeme
XPOMOCOMHOro MaTepuana yBeiMunMBaeT PUCK BOSHUKHOBEHNA BPOXAEHHbIX
OedeKToB U 3a4epiKek B pa3suTuu. MNpu geneummn xpomocombl 13q
KAMHUYECKan KapTMHa CUIbHO BapbUpPyeTCs, B 3aBUCMMOCTM OT TOTO, Ha KaKOM
yyacTKe NpoM30LWIa AeNeuuns, U CKONbKO MmaTepuana 6110 noTepsaHo.
XpOMOCOMbI - MUKPOCKOMUYECKME CTPYKTYPbI B AAPaX KNETOK Tesla YenoBeka,
KoTopble HecyT B cebe reHeTu4eckyo nHbopmaLMio. XpOMOCOMbI pPa3/inyatoTcs
no pasmepy. Kaxaol XxpoMocome, 3a UCKNHOYEHNEM MO/IOBLIX XPOMOCOM (4,B€
X XpOMOCOMbI Y KeHLMH, ogHa X 1 ogHa Y XpOMOCOMA Y MYKUMH),
npuceamneaeTca Homep oT 1 4o 22, oT camoit 60bLION A0 CaMO MasleHbKOW
COOTBETCTBEHHO. Y KaXXA0M XPOMOCOMbI €CTb KOPOTKOE (p) 1 A/MHHOE (q)
nnevo. Npu geneuum xpomocombl 13q noTeps XpOMOCOMHOr0 MaTepuana
NPOUCXOANT B ANMHHOM MJiede XpOMOCOMbI 13.

B AaHHOM bpowwtope npeacTaBieH ONbIT I0AEN C NoTepet XPOMOCOMHOTO
MaTepuana Ha KOHLLe XPOMOCOMbI. XpOMOCOMa MOT/1a MPOCTO Pa3opBaTbCsA B
OZIHOW TOYKE, IMBO KOPOTKOE U AJIMHHOE MJIEYO MOT/IN COEANHUTLCA U
06pa3oBaTb KO/bLLO, UM Ke MaTepuan APYroi XpoOMOCOMbl MOT
NpUCOeAMHUTBECA K Pa3pbiBy Ha KOHLLE XpomMocombl 13q.

Kak vacro BcTpeyaetca aeneumnsa xpomocombi 13q?

K 2006 roay, Koraa B MeauLMHCKOM anTepaType bbi1o onncaHo 6onee 140
YyenoBeK ¢ Aeneumeit xpomocombl 134, B Unique yxe 6bi10 3aperncTpmpoBaHo
b6onee 100 yenosek ¢ geneumnen atoro Tuna. Unique nomoraeTt ceMbam-
yyacTHULLAM CBA3aTbCA APYr C APYrOM NPU UX KenaHuu.
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TouKa pa3pbiBa B cermeHTte 34
Mpw pa3pbiBe xpomocomMbl 13 Ha yyacTKe 34 KOANYECTBO NOTEPAHHOIO
maTepunana Ha KOHUEe XPOMOCOMblI OTHOCUTE/IbHO Mano.

[JaHHble uccneoBaHmnii, ony6MKOBaHHbIE B MEAULMHCKON MTepaType,

MOKa3blBalOT, YTO Ae/IeLMs MaIoro KONMYeCcTBa reHeTUYECKoro
maTtepuasna B cermeHTe q34 MOKeT NPoABAATLCA abCOMOTHO No-
pasHOMy. BepoATHbI 3a4ePKKMN B Pa3BUTUU, HO UX CTEMNEHb MOXKET
BapbUPOBATLCA OT HYNEBOM 4,0 TAXKENOMN.

HeKoTopble toaM COBEPLUEHHO 340P0BbI M MO BUAY HUYEM He
OT/INYAIOTCA OT APYIUX Ntogeit. Y apyrmx HabntoaakoTcA XxapakTepHble
0COBEHHOCTU U OTIMYUTE/IbHBIE YEePTbl INLA, HEKOTOPbIE U3 KOTOPbIX

TUMUYHBI 4NA Aeneuun XpoMmocombl 13g. K XxapakTepHbiM ocobeHHoCTAM

aeneumm xpomocombl 13q oTHOCATCA: HapylweHre GOpPMUPOBaHUA
MATKUX TKaHel cBoAa Yyepena, Npy KOTOpom 061acTb, He ABAAIOLLAACA
TUMUYHBIM POAHWYKOM, HE MOKPbLIBAETCSA KOCTbIO NPU POXKAEHUU, HO B
KOHLLE KOHLL0B 3apacTaeT; /IbICUHbI; OTBEPCTUE B CTEHKE MEXAY
Kamepamu cepgua — AedekT mexnpeacepaHon neperopoaku (AMIM)
nnn nedekT MmexKenyao4kosol neperopoaku (AMHKI) — koTopoe
MOKET 3apacTh CaMO MW HYKAATbCA B XMPYPrMYeCcKol KOppeKLmm;
runocnaaus (HapyKHoe OTBEPCTUE MOYENCTYCKATENbHOrO KaHana
pacnonaraeTca Ha HUMKHe NOBEePXHOCTU MOJI0BOTO Y/ieHa); HU3KUI
YPOBEeHb onpeaeneHHbIX XMMUYECKMX BELLLECTB KPOBM, B YaCTHOCTU
¢dakTopoBs ceepTbiBaHUA KpoBK VII 1 X, HO 06bIYHO HEAOCTATOYHO
HW3KWUIA, 4TOObI MPUBECTU K MOABNEHMIO KPOBOMOATEKOB MU
KPOBOTEYEHWI; HapyLleHne GOopMUPOBaHUSA OTAE/bHbIX MO3BOHKOB
(BpOrKAEHHOE HELOPA3BUTME MOMOBUHBI MO3BOHKA), YTO MOXKET
NPUBECTN K UCKPUBIEHWIO NMO3BOHOYHMKA, KOTOpOe HabtogaeTcs npu
POXKAEHWUW U MOKET NporpeccupoBaTb. [lpyrue n3BecTHble
OTNIMYMTENIbHbIE YepTbl — MUKpoLedanms (ManeHbKUIM pasmep rososbl)
1 inmdosgema (aHomManbHOE KOANYECTBO IMMbATUYECKOW KULKOCTU B

TKaHSX, Bbi3blBatoLLee HabyxaHwue) (Pfeiffer 1982; Flint 1995; Fryns 1995;

Brewer, 1999).

Ha faHHbIM momeHT B Unique 3apernctpmpoBaHo 6 YenoBeK C geneumen

1334 — aBoe B3pOC/bIX U YeTbipe pebeHKa, cTapemy M3 KoTopbix 33
roga, a miagwemy — 2. Y AByX 4eNIOBEK NPOCTan AeNeLUna Ha y4acTke
13934, a y ocTa/ibHbIX MPUCYTCTBYET AOMNOJHUTENbHbBIA MaTepuan n3
Xpomocombl 3, 4, 12 unu 20, nprucoeanHeHHbIN K KOHLY 13-4
XpOMOCOMbI. MprcoegmHeHne reHeTUYeCKOro MaTeprana MOXeT UMeTb
TaKOWM e cuNbHbI 3¢ deKT, Kak 1 aeneums B 13 xpomocome. Pogutenmn

PaCCKa3blBaKOT, YTO OCHOBHbIE NPOAB/EHUA 06bI4YHO He APKO Bblpa*KeHbl

1 BapbupyeTca oT pebeHKa K pebeHKy. Y aBoux aetel Habaroganocb
TONIbKO HapyLUeHMe CAyxXa, Y O4HOro 6blAM OYEHb Y3KME CIyXOBble
KaHasbl; y apyroro pebeHka 6bi1 06Hapy»eH aedeKT ceTuaTky,
M3BECTHbIM Kak KOMBMHMPOBaHHAA ramMapTOMa CeTYaTKM U MUTMEHTHOrO
3NWUTENINA CETYATKU; INLLIHKUE NajbLibl HA PyKax U HOrax U HeobblyHan
dbopma cTonbl; MaseHbKME reHNTaIMmn 40 NON0BOro CO3peBaHus;
MasieHbKMe MOYKM; CYA0POXHKHbIN CUHAPOM; MaxoBble U NyMNoYHble
TPbIXW; BPOXAEHHDIN BbIBMX Ta306eApeHHbIX CYCTaBOB; KOCoraasue
(cTpabusm).

NMokasaTtenu pocra u Beca

OnbIT Unique NOKa3blBaeT, YTO HOBOPOXAEHHbIE C XPOMOCOMHbIMU
OTKIOHEHMAMMU MO POCTY U BECY HE OT/INYANNUCL OT 340P0OBbIX
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Hu3Kui ypoBeHb
¢akrTopos
CBepTbIBAaHUA KPOBU
Vilu X

CBepTblBaHME KPOBU
OCyLLEeCTBNAETCA 33
cyeT 6bICTPON LenHoM
peakumu,
BK/1IOYalOLLEN OKONO
20 pa3nunyHbIX
CBEPTbIBAOLLMXCA
6enKkoB, KoTopble
HaXo4ATCA B KPOBU
(dakTOpOB
CBEPTbIBAHUA KPOBM).
Ecnn HeKkoTopble
baKTopbl OTCYTCTBYIOT
WU NPUCYTCTBYIOT B
HeZ0CTaTOYHOM
Ko/MYecTBe, LenHasa
peaKkLuma HapyLLIMTCA.
l'eHbl, oTBEYatowue 3a
dakTopbl VIl n X,
HaXo4ATCA Ha y4YacTKke
13qg34. Ecnm 3Tu reHbl
OTCYTCTBYIOT, Y
pebeHkKa nosbIwaeTca
BEPOATHOCTb PA3BUTUSA
HapyLleHus
CBEpTbIBAEMOCTH
KpoBu. 3TO
HapyLlleHne MoXeT
6bITb HE3AMETHbIM, HO,
KOrga ypoBeHb
dakTopa VIl chvwkom
HU3KUI, MOTYT
BO3HMKaTb YacTble
KpoBOTEYEHUA U3
HOCa, BHYTPEHHMWE
KpOBOTEYEHUA U
aHemuA.

JleyeHre BO3MOXKHO
npv NoMoLm
npenapaTos ANA
CBEPTbIBAHMA KPOBU
WU 3aMeLLeHunA
dakrtopa VII, a Takxke
Kenesa npu aHemum
(Pfeiffer 1982;
Battin1988; Hewson
2002).



6 MNnageHueB. Bec HOBOPOXKAEHHbIX,

3apernucTpupoBaHHbix B Unique, BapbupoBanca ot
2788 r po 4195 r. 3aTem et pocan ctabunbHo.
[axe cambllii ManeHbKuii pebeHOoK Npu PoXKAEHUM
K 8 rofam 6b1n1 fOCTaTOYHO BbICOKMM. PocT oaHoro
13 B3pocablx coctasnset 190 cm (6'3"). Y oboumx

‘or roga 8o 4 net oH 6bIcTpPoO Habupan
Bec, ¢ 4 no 14 net Bec 6bI1 cpegHUM Unu
4yTb BbllWwe cpeaHero; ¢ 14 no 20 oH cTan
6bICTPO HabupaTb Bec.

pOCT Bbile CpeaHero.
O6yueHue

[Jeneumns gaxke He6ONLLIOrO KOIMYECTBA XPOMOCOMHOIO MaTepuaa U3 AJANHHOIO njeva
XPOMOCOMbI 13, MO-BUAMMOMY, MOXKET abCONOTHO MO-Pa3HOMY NOBAWATL HA CNOCOBHOCTbL K
obyueHuto. Huxke nprBeseHa KpaTkaa nHGoOpMaLMA 0 YeTbipex y4acTHuKax Unique:

® B BO3pacTe 2 f1eT pebeHOK Ha YPOBHE pa3BUTUA AEBATUMECAYHOrO pebeHKa

® B Bo3pacre 7 sieT pebeHOK Ha YPOBHE Pa3BUTMA NATUAETHEro pebeHKa No BCEM acnekTam
06y4yeHunA. OHa yunTca B 0bweobpasoBaTenbHoOM WKone. EM npegocrasnserca
HeobxoaMmasn NomoLLb Kak pebeHKy ¢ ocobeHHbIMM 06pa3oBaTeibHbIMM NOTPEBHOCTAMM.

® B Bo3pacTe 15 neT UcnbITbiBaeT CepbesHble TPYAHOCTU B 06yyeHUn. OHa MOKeT
pacnosHasaTb HaMMCaHHble UMEHa 1 MOXKET KOMMPOBATb Kakoe-To MUCbMO

® B Bo3pacTe 23 s1IeT YNTAET ra3eTbl U }KYPHaJbl Ha MHTEPEeCYIoLLMEe ero TemMbl.

MosKeT nucaTb c0Ba ¢ HeboNbLIOW NomoLblo ¢ opdorpadueit, aa NMCEM B OCHOBHOM
MCMO/Ib3yeT KOMMNbIOTEP. Y HEro OT/IMYHAA NaMATb, M OH OT/IMYHO OPUEHTUPYETCS HA MECTHOCTH,
HO OH NJIOXO0 KoHLUeHTpupyeTcA. Mocne obyyeHna B cneumanbHoM Wwroie Ao 18 net, oH
roceLan LeHTp NpodpeccroHanbHOM NOArOTOBKM (TEXHUKYM) Ao 21 rofa v Tenepb nocelaer
[HEBHOW LeHTp AN18 B3POC/bIX.

Peub 1 A3bIK

B uenom, pesynbratbl OBNAAEHWUA PEYblO U A3bIKOM OTPaKatoT CNnocobHOCTb pebeHKa K
obyueHuto. Bece uneHbl Unigue, 0 KOTOPbIX y HAac ecTb MHbGOPMAaLMA, TOBOPAT, HO peyb
HeKOTOpPbIX toAeN HesAcHan 1 ee TPYAHO NOHATD.

® B Bo3pacTe 2 /€T y)Ke pa3roBapuBaeT

e B BO3pacTe 7-mu net roBOPUT NpeanoXeHnAMM U3 4eTblpex-nAaTmn CN0B. OHa Ha4vana
roBOpUTbL B BO3pacTe 4-x net. Horaa en TPYAHO BblPa3nTb CBOK MbIC/b, el No HEeCKObKO
pPa3 npmnxoanTca 06BACHATL O4HWU U Te XKe BeLln.

e B BO3pacTe 16 net roBopuT, N ee ceMbA ee NOHMMaeT. Ee pPacCTpanBaeT TO, YTO 104K,
KOTOpPbIX OHa He 3HaeT, He MOryT ee NOHATb.

® B Bo3pacTe 23 f1IeT OT/IMYHO 06LLAeTCA, ero erko NOHMMalT OKpyKatowwme. C 2 neT XopoLo
roBOPUT, OAHAKO BOCMIPMHMMAET pPeyb OH Xy»Ke. Y Hero xopollee npousHoLleHne.

(1] o

OH 3a43eT A/IMHHbIE, C/IOXKHbIE BOMPOCHI M MHOTAA HE A0XKMAAETCA OTBETA Ha NpeablayLwuii
Bonpoc. Horga emy He yaaeTtca HalTy NpaBuibHbIe CI0BA, HO B LLEIOM, OH MOXKeT
BbIPa3UTbCA.

CupeHue, cTosHMe, ABUXKEHUe

Mo paHHbIM Unique, 3afiepKKa pa3BUTUA KPYNHOW MOTOPUKM Ha pasHbIX 3Tanax y MaajeHues
He cunbHas. MnafeHUpbl, 3aperucTpupoBaHHble B Unique, HauvHatoT nepeBopaynBaThbcs B
BO3pacTe oT 6-9 mecsAueB; cuaaT 6e3 nomoluy B Bo3pacTe oT 9-12 MecALEeB; U AeNatoT CBOU
nepsble Waru B Bo3pacte 2 neT. Y ogHoro pebeHka 6binn obHapyKeHbl npobaembl ¢



paBHOBECMEM U KOOpAMHaLI,VIeﬁ, KOrga OHa Ha4an Xo4guTb.

Mpo6nembi co 3g0poBbEM

Y oaHoro pebeHKa o4Ha NoYka MeHbLe 4pyroi. ITo He Bbi3biBaeT Npobiem, HO OHa PerynspHo
HabtogaeTca cneumanmctom. Korga oHa NpocTy»KaeTcs, y Hee 4acTo pa3susaerca actma. [o
NOJI0BOrO CO3PEBaHMA Y O4HOTO U3 B3POC/bIX OblIM MasieHbKue reHuTanun. Ceityac pasmep
HOPMaAbHbIN. Y ABOWX AeTell NErko NOABAAIOTCA CUHAKKU. Y 060MX U3 HUX - NPOCTan Aeneuus Ha
KOHLLE XPOMOCOMbI 6€3 AOMNONHUTENILHOTO XPOMOCOMHOrO MaTepuana.

Y 0ZHOTO U3 B3POC/biX OYEHb 6O/bLLME HOMM HEODBIYHOM POPMbI U ManeHbKUe bonblume
nanbLbl. Y HEFO C POXKAEHWA MO LWECTb NasbLEeB Ha HOrax U pyKax.

Cnyx

Y ABOMX AeTel HapyLlweHue cayxa. Y o4HON NeBoe YXO He C/bIWUT, U OHA HOCUT CyXOBOWM
annapar; 4pyroi HOCUA CYXOBOM annapart, Ho ¢ 16 1eT OH B HeM He HyXK4aeTcs.

3peHue

Y opHoro pebeHka c npoctoit geneumeit 1334 Habno4aeTCa COCTOSHME, U3BECTHOE KakK
KOMOMHWPOBaHHasA raMapToma CeTY4aTKU U MUTMEHTHOTO 3MUTENUA CETYATKU, NPU KOTOPOM
ceTyaTKa MOPLLMHUCTAA U COAEPMKUT U3BUIUCTbIE KPOBEHOCHbIE cocyAbl. JleueHune ¢
MCMO/Ib30BAaHNEM KPUOTEpannuM MOXKeT NpeaoTBPaTUTb KPOBOTEYEHUA.

MosepeHue

B Unique 3apeructpupoBaHo HEMHOTO /itoJel ¢ 3ToW Aeneuueit, N03TOMY HEBO3MOXKHO BbIABUTb
KaKyto-n1b0 TeHAeHUMIo B noBeaeHun. Huke npreeseHa KpaTkan MHGopMaLma O Tpex 0asx.

® 7 /leT, o4eHb yBePEH B cebe. [oCTaToOuHO TPYyAHbIN pebeHoK. MorKeT 6bITb A0CTaTOYHO
rPOMKMM, YacTo TOIKaeTcA

® 16 /1eT, KaK NpaBu/IO, O4EHb CHACT/IBbINI, 1ACKOBbIN, IIOBUT NOKa3bIBaTb CBOM YyBCTBA.
Niobut ogHoo6pasmne, HyKaaeTca B YyBcTBE 6€30MaCHOCTU U B MOCTOSSHHOM 0Z06peHun.

® (CnoXHoe noBeAeHune Brnepsble NpoABMaock B 14 neT. B 23 roga cTan HAMHOTO CNOKOMHEE,
BCTPEYAtoTCA INLWb C/TyYaiHble BCMJIECKM 3MOLMUIA, eCIM OH He fobuBaeTca ceoero. Emy
HUKOrZa He CTaBUIM OPULMANBHOIO AMarHo3a "aytmsm", Ho y Hero npocneXKmBatoTca
ayTUcTMyeckune YepTbl. OH MOKET BbITb KanpU3HbIM U CI0XHbBIM, HO MHOTZAQ OYeHb NOOUT
nomorartb.

CamocToAaTeNbHOCTb?

Unique He o6nagaeT uHGOpmMaLmeit 0 B3POC/bIX, }KUBYLLMX CAMOCTOATENbHO. M0/1040M Yenosek,
KOTOpOoMy 23 roAa, XMBET CO CBOMMM POAUTENAMM B CNIOHEHHOMN CeEMbe U 0BLMHE, rae ero
BCeraa NoAAeprKMBatoT, U B KOTOPOI OH MOXKET BHEeCTM CBOM BKnag,. OH paboTaeT B LeHTpe ans
B3POC/bIX, FAe emy BbiNaaynBaeTca Hebobluas cyMMa AeHer 3a paboTy No KOHTPakKTy. OH MoXKeT
CaMOCTOATE/IbHO COBEpPLLATb MOKYMKM B CynepMapKeTe M No/1b30BaTbCA 06LLEeCTBEHHbIM
TpaHCnopTom. OH He MOXKET YrpaBaATb TPAHCMOPTHbIM CPEACTBOM. 1A nepeapliluku oH
NPOBOAMT KaXKAbli TPETMI BbIXOAHOM B rpynnosom gome. OH oyeHb 06UT niasaTh B 6acceitHe
M Urpatb B 6ackeTb0N 1 XOAMT Ha CeKLMM NnaBaHUa n 6ackeTbona. Ero poauTenm roBopsaT, YTo OH
XOPOLIO NAZAWT C NNEMAHHUKAMMN U NIEMAHHULAMM U TOBOPUT, YTO XOUET KEHUTLCA.

Touka pa3pbiBa B cermeHTe (33

KAnHuuyeckaa KapTuHa BCAeACTBME NOTEPU FreHEeTUYECKOro maTepuana Ha ydactke 13q33 3asucur,
no KpalrHel mepe YacTUUYHO, OT TOYKM pa3pbiBa. TOUKY pa3pbiBa MOXHO onpeaenuTb Npu
nomotuy dayopecueHTHoM rmbpuamnsauum in situ (metog, FISH) v apyroro monekynspHo-
reHeTMYeCcKoro nccnefoBaHuA. Baw reHeTUK 06BACHWUT Bam pesy/bTaTbl UCCNef0BaHUA.
HecmoTpsa Ha TO, YTO HEBO3MOXKHO NPOBECTM YETKYIO CBA3b MEXAY TOYKOWM pa3pbiBa U



KMHUYECKOM KapTUHOW, Yem Bosblue reHeTUYecKoro matepuana B cermeHTe 13g33 yTpayeHo,
TemM cepbe3Hee NocneacTsua. Ho Yalle BCcero noteps reHeTMYeCKoro matepumana NpMBOAUT K
3a4epiKKe B Pa3BUTUKN. HUKe NPMBOAMUTCA CMIMCOK BO3MOMKHbIX MOCNEACTBUI Aeneuuu,
BbIAB/NIEHHbIX B pe3y/ibTaTe U3ydeHna MeanLMHCKON nTepaTtypbl. CTeneHb 3a4epKKu B
pasBUTUM, TEM HE MEHEe, MPOABAAETCA He Y BCeX AeTei. Y O4HUX NOCNeACTBUSA MUHUMANbHBI, Y
Apyrux 6yaeT BbipaxkeH oAnH-ABa Hanbonee TUMUYHBIX NPU3HAKA. Y HEKOTOPbLIX MOKET BbiTb
3ageTo 6onblie opraHoB. Kak NoKasbiBaeT NPaKTUKa, y YneHos Unigue nocneacteus He Takune
cepbesHble, KakK ONm1caHo B MeAMLMHCKOM nnuTepaTtype.

ITa To4Ka pa3pbiBa XPOMOCOMbI 13 MOMKET NPUBECTU K HapYLUEHMAM Pa3BUTUA Pas3/IMYHbIX
CUCTEM OpraHoB M YacTei Tena: No3BOHOUYHUK — HeA0pPa3BUTHE OTAE/bHbLIX MO3BOHKOB; PYKM
— YKOPOYEHHbIE MU3MHLbl; 3aKPbITOE NONOMKEHNE aHyca (HUXKHEN OKOHEYHOCTH
3a4HenpPoOXo4HOro KaHana); pag OTKIOHEHMI NONOBbLIX OPraHOB; MOYKK; CepALLe; ronosa —
06bIYHO ManieHbKas (MuKpouedanma); ywm — obbI4HO 6onbluMe ¢ 60NbLMMMU MOYKaMU; r1a3a
— pedeKTbl B CTPOEHUN U Pa3BUTUK, HaNpumep, Konoboma (popma pasy*KHo 060104KM,
M3BECTHAA KaK «3amo4Has ckBaxmHa) (Turleau 1978; Mucke 1983; Stoll 1998; Kuhnle 2000;
Luo 2000).

B HacTosLee Bpems B Unique 3aperncTpvpoBaHo LECTb Y4aCTHUKOB C TOUKOW paspbliBa B
cermeHTe 33, y YeTBepbIX U3 KOTOPbIX - NPOCTada aeneuma B cermenTe q33, 933.2 uam g33.3. Y
OZLHOTO - C/TO¥KHbIN KAPMOTUN, B KOTOPOM UFPAET Po/b LONONHUTENbHbIN MaTepuan
Xpomocombl 8. Mo cnoBam poauTenel, Bce AeTh 0YeHb YacTo 60netoT MHOEKLMOHHbIMM
3a60/1€BaHMAMM. Y TPOUX FO/I0Ba MEHbLLETO Pa3mepa, eLle y
TPOUX HapyLLUEHUWE CNYXa, Y ABOWX NPO6IEMbI C MOYEBLIBOAALLEN
CUCTEMOW MM NOYKAMMU, 1 eLLe Y ABOMUX Kocornasue (cTpabusm).
Y opHoro pebeHKa bbln BbIABAEH OTKPbITbIA apTepUanbHbIi
NPOTOK (CoXxpaHuBLIeecs IMBPUOHANbHOE KPOoBOOBbpaLLeHNe
cepAua, KaHai KOTOpOro 3apacTaeT Noc/ie POXKAEHNUA, HO UHOTAA
MOXKeT NoTpeboBaTh U XMPYPruiYeCcKoro BMeLLaTeNbCTsa). A
TaK)Ke NaxoBas rpbirKa U CTPUKTYpPa (Cy>KeHue), BAMAoLWan Ha
ceneseHKy, B 060mnx ciyyanx 6bina npoBeseHa XMpypruyeckas
KoppeKkums. TonbKko y ogHoro pebeHka B Unique BcTpeyatoTca
OTK/IOHEHWSA, ONUCAHHbIE B MeAULMHCKUX UCCNef0BaHUI, cpean
KOTOPbIX MHOFOYMC/IEHHbIE KPOBONOATEKN N 0BU/IbHbIE
KpoBoTeyeHun (cm. MHbOopMaLMio 0 ToUKe paspbiBa 13g34), a
TaKXe 0coboe NonoxKeHue aHyca, PacnosioKeHHoro 6ansKo K reHutanmam (U).

B MeauMLMHCKOW nTepaType onucaH caydal paspbiBa XpOMOCOMbI B cermeHTe 13g33.3 'y
oAHoro pebeHka: y Hero 3afiepiKKa pocTa, HO ero CnocobHOCTU K 06y4YeHUIo He CUNbHO
noctpaganu. Y storo pebeHKa maseHbKasn rososa, rMnoTOHUA (HU3KUIM MbILLIEYHbBIV TOHYC) U
HEeMHOro HeobblYHble YepTbl ANLA: KPYMHbIE M HU3KO NOCTaB/IeHHbIE YLK, HU3KaA nepeHocuua,
LUMPOKO MOCaXeHHbIe r1a3a, MaseHbKNit Noa60POA0K, BbICOKMIA U LWMPOKKIA 106 (Stoll 1998). B
Unique ecTb YenoBeK ¢ faHHOW Aeneunenn. Y Hero oTMeyeHbl reHUTaIMn NPOMEKYTOYHOTO
TUNA, KOHAYKTUBHAA NOTEPO CyXa, MHEKLMM MOYEBbIX NyTel, cnabblit UMMYHUTET,
KOCOr/asune, ManeHbKas ro/I0Ba, YaCcToe NOAB/IEHWNE CUHAKOB Ha Tesle U 06UbHble
KPOBOTEYEHWA, PACcroNoKeHNe NPAMONM KULLKK NOA ANYKamMK. Kpome TOro, Y Hero runoToHuA v
paccTpoicTBO ayTUCTUYECKOTO crekTpa (U).

B meauuMHCKOM nTepaType onucaHbl TpU ManbymKa C TOYKoM paspbiea 13933.2 uam 13g33. Y
0fHOro 6bin fedeKT HePBHOM TPYBKM (MMENOMEHUHIOLLENE), @ TaK}Ke MasleHbKasn ro/1oBa,
LUMPOKO MOCAXKEHHbIE [1a3a U FTeHUTAIMM NPOMENKYTOYHOro Tuna. Kpome sToro, HelporeHHas
ANCOYHKLMA MOYEBOTO My3blps (HapyweHne HopMmaabHOM paboTbl MOYEBOIO My3bips,
BbI3BaHHOE NOBPEXAEHMEM YAaCTU HEPBHOM CUCTEMbI), HEOMNYLLEHUE ANYEK, CKOTMO3 U
rmgpouedanua nerkoi cteneHu, 3a4epiKKa B pasBUTUM 1 3HAUUTENbHbIE TPYAHOCTU B
0byyeHuun. Y opyroro masbumnka Takke Obliv reHUTannum NPOMEKYTOUHOTO TUMNA, MasieHbKMUMA
NoJI0BOM YNEH, PACMONOXKEHHbIN MO MOLWOHKOM, @ 0TBEPCTUE MOYEUCNYCKATENBHOIO KaHana
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pacnonarasocb He Ha roJI0BKe NO/I0BOro OpPraHa, a Ha ero HUKHe NoBepxXHOCTK (rnocnaamsa).
Y70 KacaeTcs aHyca, TO OH HaXxOAM/ICA B NPOTOKE PAAOM C MOLLIOHKOM. Y nocsieAHero masbumKka
TaKxe 6bla1 HebobLIOW N0M0BOM YneH n rmnocnaamns (Turleau 1978; Kuhnle 2000; Luo 2000).

Tem He meHee, 04MH y4acTHUK Unique ¢ aToi geneumeit B cBou 12 neT NoAHOCTbIO 340P0B.
HecmoTps Ha To, UTO y Hero He crmbaeTtca 60/1bLUION Nanew, Ha MPaBoW pyKe, U Nepes, CHOM emy
NPUXOAMUTCA HALEBATb KOPCET U3-3a UCKPUBNEHUA NO3BOHOYHMUKA, HUKAKMUX BPOXKAEHHbIX
nedeKToB y Hero He 06HapysKeHo.

MNMokasaTtenm pocra u Beca

Mo nHdopmaumu, KoTopol pacnonaraeT Unique, LeTH YacTo poXKaatoTcA ¢ Hefobopom Beca,
XOTA 3TO HabatoaaeTcs He y Bcex. Bec ogHoro HoBopoxkaeHHoro coctasnan 3320 r. O6bluHO
3a/lepKKa pocTa COXPAHAETCA, XOTA Y ABOMX AeTel pocT Hopmanusosancsa. Mocne ypeTpotomum
y ofiHOro pebeHKa BOCCTaHOBMAACh HOPMasibHas paboTa MOYEBOTO My3bIpsA, M NMOKasaTen BECa,
KOTOpble ObIN HUKE O4HON NATOM NPOLEHTUASA, MPULLAIW B HOPMY B TeueHue roga. Poct gpyroro
pebeHKa NnocTeneHHo HOPMaAN30BaACA K AEBATU rOAaM.

Epa n KopmneHue

M3 Bcex aeten, o KoTopbix Unique pacnonaraet MHGopmaumen, TONbKO y 4BOUX HE BO3HMKANO
TPYZLHOCTEN C PaHHUM KOPMIEHWEM, OAMH M3 KOTOPbIX YCNELIHO KOPMUACA rpyabio 40 8
mecsues. OgnH pebeHoK cocan ¢ 6oAbWNM TPYAOM, HO 3aTem cpasy 3acbinan. Emy gasanu
CLEXeHHOe MOJIOKO. PebeHKy, UCMbITbIBAOLWEMY TPYAHOCTM C MUTbEM U3 BYTbIIOYKM, Aaan
cneumanbHoe npucnocobieHne Ans BCKaPMIMBaAHWA AeTel ¢ paclienieHHbim Hebom (Bonubs
nacTb). Ho, HECMOTPA HM Ha YTO, BCE AETU NMPUCMOCOBUNUC K TBEPAON NULLE U, KaK
CO06LWAETCA, HN Y OAHOIO U3 HUX HET NPOBAEM C MUTAHMEM, 338 UCK/IIOYEHMEM NPEANOUYTEHNN B
ege.

O6yueHue

® [leBOYKa B Bo3pacTe 2,5 neT yMeeT pUCOBaTb KPYr U IMHUK C MOCTOPOHHEN MOMOLLbGIO U, MO
C/I0BaM poauTenei, MMeeT XopoLUyto NamaTb. Y Hee paccesHHOe BHUMaHWe, a YpoBEHb
YMCTBEHHbIX CNIOCOBHOCTEN COOTBETCTBYET YMCTBEHHOMY Pa3BUTUIO BOCbMUMECAYHOTO
pebeHKa.

® B Tpu roaa AeBoYKa CaMOCTOATE/IbHO PUCYET KPYrK U JIMHUU, HO HE YMeeT YUTaTb M Nucathb.
Ee namATb ONMCbIBAIOT KaK OT/IMYHYIO. OHa xoauT B cneynanbHyto WKONy.

® B yeTbipe roga ManbyvK Hayaa pucoBaTb Kapakyau. Ceiivac emy yKe BOCEMb, U OH y3HaeT
HeKoTopble BYKBbI, HO HE MOXKET HM NPOYMTATh, HA HaNUCcaTb UX. Y MasbyMKa OT/IMYHan
[ONrOBPEMEHHAsA NamATb, U eMy HPaBUTCA 3aNOMMUHATL AJ/IMHHbIE U C/IOXKHbIE C/10B3, a
3aTe€M NPOU3HOCUTb UX B HY>KHbI MOMEHT. OH yUMUTCS B CMELManbHOM LKOE, U Y HEro ecTb
[LOKYMEHT, MOATBEP}KAaOLWLMIN 0cOBeHHble NoTPe6HOCTU B 06yUYeHUM.

® B 6 /16T Ma/IbuMK He YMeeT PUCOBaTb, YNTATb U MUCATb, HO MOJIb3YETCA KPYNHOWM
KOMMbIOTEPHOM MbILWKOW. OH MOKET BKIIOUMTb KOMMbIOTEP, N0 KAPTUHKE BOMTU B YUETHYIO
3anucb NoNb30BaTeNA U 3aNyCTUTb MPOrpPammy. Y Hero Henioxas NamaTb, CKIOHHOCTb K
My3bIKe, ¥ OH JI0BWT, KOraa ero XxsanaT. [TOMUMO OCHOBHbIX 3aHATUI B LLIKOJIE OH MOCELLAET
[OMOTHUTE/IbHbIE Pa3BUBaAIOLLME 3aHATHA.

® B Le/IOM Y 3TUX AeTell CTeNeHb 3a4ePKKU MHTENNEKTYaIbHOIO Pa3BUTUA BapbupyeTca OT
YMEPEHHOW A0 TAXKEN0N.

Peub u A3bIK

® B /Ba C NONOBUHOW rofia AeBOYKA BbIPAXKAET CBOM KeMaHMA U YyBCTBA NPU MOMOLLYM 3BYKOB,

YKECTOB U 3pUTENbHOTO HaxoXaeHuA npegmetoB. OHa BbIrOBapuBaEeT OTAe/bHble cnoru: 6a,
Mma, na.



® B Tpu rofa 4eBOYKaA YKe NOHMMAET UCMAHCKYIO M aHIIMCKYIO Pedb, HO CAaMOCTOATENBHO
C/10Ba ele He ucnosb3yet. OL4HAKO MHTOHALMA U KeCTbl MOMOratoT ell B obLieHmm. Ha
[OaHHbIA MOMEHT ee CeMbA KAeT 0ULMaNbHOIo NOATBEPXKAEHNA AMArHo3a anpakcuu.

® B uyeTbipe roga ManbyvK Hayan roBopuTb. Ceityac emMy BOCEMb, M NMPU PA3FOBOPE OH TaKXKe
MONb3YyeTCsA 3BYKaMM U KecTamu. B peun oH B OCHOBHOM MCMO/Ib3YeT NPeasioKeHMs 13 Tpex
C/10B, HO OH /IOBUT A/IMHHbIE U CNIOXKHbIE C/10Ba. Y HEro Bo3HWKatoT 60/1bLume TPYAHOCTU C
apTUKYALMEN 3BYKOB.

® B 6 1eT MaNbUMK UCMO/Ib3YeT OTAENbHbIE C/I0Ba U MHOTAA CBA3bIBAET MX MO CMbICAY,
Hanpumep, «aobpoe yTpo». OH XOPOLLO BOCMPUHUMAET Pedb Ha CyX, HO OYeHb
paccTpamnBaeTca M3-3a TOro, YTO Yy HErO CAMOTrO He NOJyYaeTCs BblPasuTb CBOU MbICAU. Emy
TPYAHO YyNpaBAATb CBOMM A3bIKOM, MO3TOMY BO3HUKAIOT TPYAHOCTM C YETKOM apTUKyAaLmMei
3BYKOB.

® B 12 net manbuunk roBOPUT, HO NOHMUMAIOT €ro TO/ZIbKO Y/1eHbl CEMbMN.
CupeHue, cToaHUe, ABUXKEHUe

BecbMma xapaKTepHOW ABNAETCA 3afePKKa PAa3BUTUA KPYMHON MOTOPUKM Ha pasHbix cTaamax. Mo
naHHbIM Unique, ¢ 10-Tn mecaLeB AeTU HaYMHAIOT NepeBopaYMBaTLCA, K cepegmHe BTOPoro
rofla CamoCTOATENIbHO CUAAT, Yepes HECKO/IbKO MecALEeB MOTYT ABUraTb Ta30M M N0/13aTb U
HauYMHaIOT XOAMUTb B BO3pacTe ABYX-TPEX C N0NI0BMHOM neT. OAHAKo 3TO He Bcerga Tak. [leBoyka
Tpex feT yAMBAAET Bpayei CBOel aKTMBHOCTbIO U CNOCOBHOCTbIO 6eraTb, @ MaNbyMK B BOCEMb
NIET HE MOKET cnaeTb 6e3 noaylek n nepeasuratbea 6es cneumanbHo obyBu 1 XO4YHKOB.
[pyroit wectnnetHnin pebeHoK Havyan xoauTb B ABa C NOJIOBUHON roAa, HO OH HeyBEPeHHO
CTOWT Ha Horax, bbICTPO yCTaeT, a A1A ucnpasieHna GOopPMbl HOT HOCUT HOXKHble 06XBaTbl U
HY}KZaeTcs B perynsapHon dpusnyeckom Tepanuu.

Mpo6aembl co 340poBbEM

UHdeKumnoHHble 3a6oneBaHua

[etv 60/1e10T MHOEKLMOHHbIMM 3a60/1€BaHUAMM HaLLe, YEM O3KMAANOC, @ camu 601e3HM
NPOXOAAT AOCTATOYHO TAXENO. Tak, ABOMM AeTaMm, yacto 6onetowmm OPBU, Tpebyetcs
rocnutanusaumsa. [lpyroi »e noaxsatbiBaeT BUPYC 38 BUPYCOM, @ Y YETBEPTOro cnabbli
UMMYHUTET. Y oaHoro pebeHka bbi1a 06Hapy»eHa CBA3b MeXAy NULLEBOAOM U AbIXaTe/bHbIMM
nytamu (Walsh 2001).

Moukn

Y ogHoro pebeHKa paHblue 4acTo 06HapPYKMBaANW ciefbl KPOBM B MOYE, YTO CBUAETENbCTBYET O
ANUTENbHbIX MHOEKLMAX MOYEBbIBOAALLMX NyTel. Y apyroro pebeHka us-3a HebobLMX NoYeK
yacrto Habnoganca pedatoKc U3 MOUYEBOro Ny3bipa B NOYKK. [MoTpeboBanock xupypruyeckoe
BMELLATe/IbCTBO.

AHOManum Pa3BUTUA NONI0OBbIX OpraHoB

CumMTaercs, YTo reH, PacnoioKeHHbIM NpubaM3nTenbHO B cermeHTe 13933.2-g34, oTBeyvaeT 3a
HOpManbHOE Pa3BUTME NOJIOBbIX OPraHoB. Mpy OTCYTCTBUM AAHHOTO reHa y AeTel HabaogatoTeA
HapyLleHWA pa3BUTUA reHnTanni. HapyLueHna BCTpeyatoTca KaK Y MaibiuKoB, TaK U Y AeBOYeEK,
HO Y ManbYMKOB OHM BblpaxkeHbl 6osiee ABHO. HapyLueHne pa3BnUTMA reHUTanuii o110
obHapyKeHO y TpeTu AeTei, 3aperncTpmpoBaHHbix B Unique. CywiecTByeT Lenbii pag,
OTK/IOHEHWIA TaKMX, KaK rMnocnagua (HapyKHOe OTBEPCTUE MOYEUCTYCKaTeIbHOrO KaHana
pacrnonaraeTcs Ha HUXHEeW NOBEPXHOCTU NOJIOBOTO Y/1eHA), O4eHb MANEHbKUIA NMOIOBOK YEH,
pasfaeneHne MOLLIOHKW M PacnosioxKeHne NofoBOro YaeHa nos MOLLIOHKOW. Y AeBoyeK —
pasgeneHHan MaTka, yBeIMYEHHbIW KANTOP, @ TaKXKe OTCYTCTBME BAAraiULHbIX CKAAAO0K.

Mpu poxKaeHUn y pebeHKa MOKET OTCYTCTBOBaTb aHYC (Hapy»KHOe OTBEPCTHE NPAMOI KULLIKK),
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NOTOMY HTO OTBEPCTUE 3aKPbITO KO)Kel‘/'I, UAn Npaman KUWKa ewe OH YacTo BblHMMan

He MOJIHOCTbIO pa3suTa. Mpwu 3TOM, Y AeBOYEK NPOTOK NPAMOA CBOW C/lyX0BOW annapar,
KULLIKX MOKET MMETb BbIXOA, BO B/larajuile, a y MaibiMkos — B ¥eBan ero, Mor NoTepATh, 1
MOLLOHKY. B peaKux cnyyasnx, HECMOTPA Ha o4eHb 61n3Koe pasHuLbl ocoboit He bbino.

pacnonoXKeHne aHyca K MOLIOHKe, OH Pa3BMBaeTCA HOPMANbHO Ceityac ero ciyx

(Urioste 1995; Bartsch 1996; Kuhnle 2000; Walsh 2001; Unique).  yayuwmunca, u emy
NPUXOAMUTCA HAaAEBATb
CNYXOBOM annapart, TONbKO
€C/I1 OH MPOCTY}KAeTcA 1
[ONT0 He MOXeT
BbIJIEUNTHCA.

K npo6semam co 34,0pOBbEM OTHOCAT TaK¥Ke UCKPUBIEHNE
NMO3BOHOYHWKA, KOTOPOE HAabOAAETCA Y OTAENbHbIX toAei
(3ameueHo y ABOUX AeTeil, XMpypruyeckoe BMeLLIaTensCTBo He
TpebyeTcs), KOCONANoCTb U 3K3ema B TAKEeN0N popme.

Cnyx

[iBoe feTeil HocMAW CNyXOBble annapaTbl, HO Y OAHOrO U3 HUX B 6 N1eT CAYX YAYYLWWACA, U
C/lyXOBOM annapat emy 60/blie He Hy»eH. Kpome Toro, y 0JHOTO 13 HUX YCTaHOB/EHbI TPYOKHM
AN BEHTUAALMK CpefHero yxa (yLWwHble TpybKK), a y BTOPOro 6biav YacTble yLHble MHbEKLUH,

nospexaatowme bapabaHHble nepenoHku. [pyroii pebeHoK, HanpPoTUB, OYEHb YyBCTBUTENEH K
3ByKaM.

3peHue

M3 Bcex aeTen, 3aperncTpnpoBaHHbIx B Unique, CTPYKTYpHbIN AedeKT rnas 6bin obHapysKeH
TONbKO Y OA4HOro pebeHKa ¢ acTurmaTusmom. Y ABoux Habatogaetcsa cTpabusm (Kocornasme), uy
0/HOro, BO3MOXKHO, 6/IM30PYKOCTb BbICOKOM CTEMEHU, XOTA AMATHO3 eLLe He NOCTaB/eH.

Touka paspbiBa B cermeHTe 32
“  OyapoBaTenbHbIN CMEX U JOCTAaTOUHO CMIOKOWHbINM XapaKTep.

Paiiyen nocToAHHO cMeeTcA 1 NOeT, PAAOM C Heli o4eHb Beceno. OHa OYeHb ApPKas, Uy Hee
6yayT 6onbwme ycnexu - 12 net

KNnHWYeckasa KapTUHa y /itoeli C TOYKOM paspbiBa B cermeHTe 13932 o4eHb CUIbHO
pa3snunuaetcs.

Mpepgnonaraetca, 4To geneums Ha yyactke 13932 BegeT K Taxkenon Gopme MHBANMAHOCTH, HO,
cyasa no uHpopmaumm Unique, 3To nponcxoamT He Bcerga. [oMMMO OCHOBHbIX NPU3HAKOB,
XapaKTepHbIX AN AeNeLmii C ToYKamm paspbia B cermeHTax 13933 n 13g34, 0CHOBHble YepTbl
[OAHHOW Aeneunmn, onucaHHble B MEAULMHCKON InTepaType, BKAOYALOT B ceba cnepytoluee:
MeZANEHHbIV POCT NOC/Ee POXKAEHUSA, MPUBOSALLMI K MasleHbKOMY POCTY U BECY; Ma/ieHbKan
roNioBa HeobblYHOM GopMbl, MHOTAA HabAoAAETCA HU3KaA IMHUA POCTA BOIOC HA 16y uan
o4yaroBas asoneums; HeJo0pPa3BUTUE HEPBHOWM TKAHW, KOTOPAA CoeAMHAET ABa NOAyLIapuA MO3ra
(areHe3ns mo3onncToro Tena) Uam gpyrue CTPyKTypHble aHOMaIMM MO3ra; Ype3MepHbI pocT
BOJIOC Ha Tesle; TYroyxocCTb; HeAopa3BuTe BONbLINX NaNbLEB UM UX OTCYTCTBUE, UK Apyrue
AHOMaNINM CTPOEHUA PYK MM HOT; 3aboneBaHMA cepala; 60ne3HN rnas, Hanpumep, OTCYyTCTBUE
paayKu; cKonmos u koconanoctb (Telfer 1980; Wilson 1984; Al-Awadi 1985; Brown 1993;
Grindel 1999).

B Unique Ha HaCTOALLMIA MOMEHT 3aperucTpupoBaHo 9
YYaCTHUKOB B BO3pacTe OT 3 40 14 NeT ¢ ToYKoM
pa3pbiBa B cermeHTe 13q32. Y wectn 13 HUX geneums ¢
TOYKOW pa3pbiBa B cermeHTe 13932, a y ABOMX
06HapyKeHbl OTKNOHEHMWA U B APYTMX XPOMOCOMAX. Y
TPOMX M3 HUX TOYKA pa3pblBa B cermeHTe 13g32.3.
NHopmauuma, nonyyeHHan oT cemein-y4acTHuL,
NOMOTaEeT BbIABUTb 0OLLYIO KNMHUYECKYIO KapTUHy. Y
NATU U3 AEBATU leTel BbIABAEHbI CepAeYHble
3a6071eBaHMA U HApPYLLUEHUA Pa3BUTUA Ta30beapeHHbIX
CyCTaBOB; Y YeTBepbIX AeTel yXyALWeHne 3peHnsa u
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HU3KUIA POCT; MaJieHbKasn ro/IoBa UM roioBa HeobblYHOM GopMbl, 3a601EBaHUSA NOYEK,
OTMeYEHHasn CKNOHHOCTb K aCTMe U TYroyXoCTb — Y TPOUX.

Touka pa3pbiBa B cermeHTe 13g32.3

B meauuMHCKOM nTepaType onucaHbl TP YeNoBeKa, B TOM YMcae My»KUnHa 49 neT, ¢
HebOoNbWNM KOIMYecTBOM 06LWmx YepT. OanH pebeHOoK poamaca NpexaespemeHHo Ha 33
Hesene bepeMeHHOCTU. Y maTepu B 3TOT nepuos Habatoganocb manosogme. [ns TaKoro cpoka
pebeHOoK 6bl1 MafieHbKUM U UMEN HEODBbIYHbIE FreHUTaNUW: Pa3aeeHHas MOLLOHKA U OYeHb
Ma/leHbKMI NONI0OBOM YieH. BnocneacTBMM y Masibllla NOABU/IUCL CEPbE3HbIe TPYAHOCTU C
KOPM/IEHMEM U pa3BUAaCb racTpossodarasibHas pedtokcHan 6onesHb. PebeHokK oTcTaBan B
pa3BUTMM, YTO OCOBEHHO CKA3anochb Ha ero peyn. OH Ha4yan XO4WUTb M MPOU3HEC NepBOE C/I0BO
TONbKO B 2 roaa. Ero nHaekc passutua coctasnan 50.

Y BTOporo pebeHKa HabnoAanack cepbesHasn 3a4epKKa B pa3BUTUM, XOTA U be3 ABHO
BbIPa*KEHHbIX PUINYECKUX OTKOHEHUIA. Y MYXUMHbI 3payKu Bblan pa3HOro pasmepa, oH
OTCTaBas B Pa3BUTUK. Y Hero Bbla KOCOMANOCTb JIEBOWM HOTU, UCMPABNEHHAA C MOMOLLbIO
onepaummn. OH 6bIn HU3KOro pocTa. Tpu No3BoHKa cpocauck (Rivera 1985; Urioste 1995; Van
Buggenhout 1999).

Cpeaum yyacTtHmKoB Unique y Tpoux BbiaBaeHa geneums 13q32.3, a y 04HOMO U3 HUX K TOMY XKe
obHapy»KeHa AynanKaLma matepuana xpomocomsl 12. Mo cnosam pogutenei, y Bcex getei
OTMeYeHbl 3aZePrKKa Pa3BUTUA KPYNMHOW MOTOPUKM, TPYLAHOCTU B 06YYEHUN U, B OCOBEHHOCTH,
3a4eprKKa pa3BuTuaA peun. Y ogHoro pebeHka Habatogaetca aucnnasmns TazobegpeHHoro
CyCTaBa, y ApYroro — pacuienseHune Heba (BONYbA NACTb) M OTCYTCTBYET OAUH CEPAEYHDIN
KnanaH; y ABoux npobaembl CO 3peHNEM 1 Yy eLe 0AHOro TYroyxocTb. YTo KacaeTcs
CNocobHOCTU K 06yyeHuto, y 12-neTHel AeBOYKM cepbe3Hble TPYAHOCTU B 0ByYeHUN: OHa
MOKET CMUCbIBATb M NNCaTb, HO HE YMEET YMTaTb; OHA MOJIb3YETCA KOMMbIOTEPOM, U Y Hee
XopoLas namsaTb. Ee cnocobHOCTb rOBOPUTL OTAE/bHbIE C10Ba CTabuabHO pa3suBaetcs (U).

lNMokasarenu pocra u Beca

[eTn 06bl4HO poKaatoTcA ManeHbKMMU. MoKasaTenn Beca Npu POXKAEHUN y AeTen,
3aperucTpupoBaHHbix B Unique, Bapbupytotca oT 2126 r go 3401 r. JanbHenwmii poct
NPOUCXOAMT C 3aZLEPKKOM, U POCT HEKOTOPbLIX AETel o4eHb ManeHbKMI. Tak, AeBATUMECAYHbIN
MaJibill HOCUA OAEXAY HOBOPOXKAEHHOTO, @ TPU CEMbU COOBLLMIN O TOM, YTO UX CTapLUne AeTH
MasieHbKOoro pocTa. Poct 12-neTHeil aesouku coctasnaaeT 120 cm. OguMH ManbymK NPUHUMAnN
rOPMOHbI POCTa B TeyeHue roga, YtTobbl yBEIMYUTL CBOM POCT, XOTA YPOBEHb €10 FTOPMOHOB
pocTa 6bin B HOpMme.

BckapmnusaHue

B Unique 3aperncTpupoBaHO HEMHOTO Ye/I0BEK C AaHHOM AeneLmeit, N03TOMY HEBO3MOXKHO
BblAEUTb 06LLIMe NPobaemMbl NPU KOPMAEHWM, KOTOPbIe Bbl OTIMYAIUCH OT TaKKX XKe Npobaem
y Aetel ¢ 4pYyrMmmu XpOMOCOMHbIMM OTKIOHEHUAMU. Mo KpaitHeit mepe, y ogHoro pebeHka He
6b110 Npo6aem € rpyAHbIM BCKAPMANBAHMEM, U OHA NPOAO/IKAET XOPOLLO NUTaTbeA U B 11 ner.
Kak coobuiaetcs, y ABOWX AeTel pa3Buaach ractpoazodaranbHan pedatokcHas 60ne3Hb.
3aboneBaHve KOHTPOIMPYETCA C MOMOLLbIO KOPMJIEHUA TYCTbIMU HAMUTKAMM U NpK
cobtoAeHMN NPaBUIbHOTO NONOXKeHUs pebeHKa BO BpeMs 1 nocie KopmaeHus. Ecam ato
3aboneBaHune foNroe Bpems He MPOXOAUT, aHTaLmMAHble (HeTpanmsmpyloLme KUCIOoTY)
NekapcTea NOMOryT 3aWmTUTb nuwesod. OgHako ogHoro pebeHka Kopmuau Yepes
ractpoctomy.

O6yueHue

Mo AaHHbIM Unique 3apepsKKa YMCTBEHHOTO Pa3BUTUA MOMKET UMETb Ty UAW UHYIO CTeneHb. B
BO3pacTe 5 NeT AeBOYKA XOANT B 06L,e06pa30BaTeNbHYIO WKOAY, F4e NoayyaeTt
WNHAMBUAYaANbHYIO MOMOLLb, CTaPaeTCA NMUCaTb U TPEHMPYET HaBbIKM YTeHUs. [pyras 4eBoYKa B
3TOM Ke BO3pacTe LOCTUraeT Leselt Ha ropasso 6onee HU3Kom yposHe. OauH pebeHok B 11 net
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MOMKET pMcoBaTb ByKBbl, LMdpPbI U ANLA, NEPENMCHIBATL CNOBA M NUCaTb cBoe MMA. OHa Havana
nucaTtb B 7 1eT U pas3rnaabiBaeT KHUMM, HO He ymeeT unTaTb. B 10 neT oHa Hayana nonb30oBaTbcA
KOMMbIOTEPOM U, KaK COOBLLAeTCs, y Hee o4eHb XopoLas namaTb. CTeneHb 3a4epKKu
YMCTBEHHOIO Pa3BUTUSA Y STUX ZEBOYEK BAPbUPYETCA OT YMEPEHHOM A0 TAXKENON.

Peub u A3bIK

CTeneHb 3a4ePKKM YMCTBEHHOIO Pa3BUTMA BAMAET U Ha peub pebeHKa. JaHHble Unique
MOKa3blBalOT, YTO AETU C MEHbLIMMM OrPaHUUYEHMAMM YYaTCs TOBOPUTb U, A1 BblparKeHUs
CBOWX NOTPEBHOCTEN U KeNaHWI, NONb3YHTCA He TObKO OTAE/bHbIMU C/I0BaMM, HO TaK:Ke
MNCNO/Ib3YIOT KeCTbl U NbITAOTCA HaneBaTb. [eTu ¢ 60AbWMM KONMYECTBOM OTPaHUYEHUI He
obnagatoT NnoAo06HbIMM HaBbIKaMK OBLLLEHUA.

CupeHue, cToiHUe, ABUXKEHUEe

[JaHHble Unique NoKasbIBatOT, YTO Y AeTel ABHO BbIPaYKeHa 3a4ePKKa B AOCTUKEHUN BaXKHbIX
3TanoB pa3suTuA. Camblli PaHHWIA BO3PACT, KOrAa Maibllw HAYMHAET CUAETb CAaMOCTOATENbHO, —
7 mecAaues, camblil No3gHUI — 24 mecaua. Mo KpaiHe mepe oanH pebeHoK He MOKEeT CUAETb
6e3 NoCcTopoHHEen NomoLLM B Bo3pacTe 5 ieT. U3BECTHO, YTO OA4UH MasIbiMK HauYaa XOAUTDb K
OBYM roza, Ho 60/1bWNHCTBO poauTenelt coobuatoT, YTo ux pebeHKy NnoHagobunocs 6onblue
BpemeHu. K 4 unm 5 rogam HeKoTopble AeTU XO4AT C MOMOLLbIO XOAYHKOB U OpTE308, HO AN
OJIMHHBIX AUCTAHUMI MM BCE PABHO HYXXHO MCMONb30BaTb MHBANMAHOE Kpecno. A oHa
[EeBOYKa, HaNPOTUB, OYeHb NOBUT UrpaTb B hyTHON.

Mpob6aembl co 340poBbEM

TasobeppeHHble CycTaBbl

HapyLleHue pa3sutua TasobeapeHHbIX CYyCTaBOB BbISBNEHO Y 5 U3 9 yyacTHUKOB Unique. Y
OZIHOTO Masib4MKa Habto4AETCA OCTEONOPO3 M NPUOBpPETEHHAA ANCMNIA3UA Ta306eaApPEHHOTO
cycTaBa, 060MM Hy¥KHa onepauus, YTobbl OHW CMOT/IN XOAUTb, @ ABOE APYrMX B HacTosLLee
BpeMs Haxo4AaTCA no4 HabaoaeHem.

3aboneBaHuna cepgua

3aboneBaHuA cepaLa pa3BUANCL ¥ 5 fieTeld, HO NPOLLIN eCTECTBEHHbIM NyTem, NO3TOMY
XUPYPruyeckoe BMeLaTeIbCTBO NOHAA06UIOCh TONIbKO 0AHOMY pebeHKy. Y Tpoux aetei
BblABNEH AedeKT Neperopoakmn — 0OTBEPCTME MEXAY KaMepamu cepaLa, KOTopoe 3aKpblIoCh
ro3sKe camo. Y 04HOr0 MasibivMKa 06HapPYKUIM LWYM B cepaLie nerkoi ¢opmsl. Y ogHoOM
[AeBOYKM 0BHAPYKUIM OTKPbITbIN apTepuasibHbI MPOTOK. B 4 roga et caenanu onepawmio.
Bonee TOro, MUTpasibHbIM KNamnaH y Hee CoCTOsAN TONbKO U3 IBYX CTBOPOK, BMECTO Tpex. Y
O4HOro Manbilwa 06HapPyKUAN ManbPopmaLmio BeHbl FaneHa, Npu KOTOpol Kanuanapsl,
coeaMHAIOLLME apTePUM C BEHAMM B MO3TY, OTCYTCTBYHOT, YTO BEAET K NOBbILEHHOMY KPOBOTOKY
1 6onbluel HarpysKe Ha cepaue.

3aboneBaHuA noyek

[lBa Manbilwa poanamnch ¢ HeobbIYHO MaNEHbKMMM MOYKaMU, U Y OGHOTO M3 HUX K 9 rogam
MOYKM HaYaNMn yTpaumeaTb CBOK GyHKLMI0. OanH pebeHoK poanaca C OLHOMN NOYKOM.

PecnupaTtopHbie MHbEKLUK

PecnupaTopHble MHEKLUM 06bIYHO NPOABAAIOTCA Y AETEN, KOTOPbIE OYEHb YACTO OTPLITMBAIOT
nuLLy, B pesyabTaTe Yero oHa nonagaeT B ferkue. M3 Takux AeTeit y TpoMx B Bo3pacTe oT 6 40
12 net HabOAAETCA BblIPayKEHHANA CKIOHHOCTb K TAXEI0M acTme.

Opyrue 3abonesaHuns
Y HeKOTOpbIX AeTel BCTpeyaloTca U Apyrue 3abonesanus. Y AeTelt MOryT BO3HUKaTb Takue



3a60/1€BaHUA, KaK MUIOPOCTEHO3, CYA0POXKHbIN CUHAPOM, CKONMO3, AeduumnT bakTopa
cBepTbiBaHMA KpoBu VI, ocTeonopos, paclenneHue Heba, cpalweHune pebep Ha rpyauHe.

BonesHb MNpunpyHra

Y peteit ¢ geneumeit 13q cnyyaiiHo 6bina obHapykeHa Taxenas Gopma 3anopos, BbI3BaHHasA
OTCYTCTBMEM HEPBHbIX KNETOK B YAaCTU MPAMOM KULIKKM, XOTA HEJIb3A TOYHO CKa3aTb, ABAAETCA /U
3TO HapyLweHue YacTbto 6onesHn MmpwnpyHra (Bottani 1991).

Cnyx

BONbLWMHCTBO AeTel C TaKUM XPOMOCOMHbIM OTK/IOHEHWEM CAbIWAT HOPManbHo. OgHaKo y
opHoro pebeHka HabagaeTca BONHOO6Pa3Han NoTepsa C/yxa OT IKCCYAATUBHOMO CPeaHero
0TUTa, a Y ABYX APYrMx — HeobpaTMmasn TYroyxocTb B 060MX yLuax. Y 0fHOrO MasibiuKa CTeneHb
TYrOyXOCTW Ha OAHOM yXe yMepeHHas, a Ha Apyrom — rnybokas. Y Apyroro e manb4mnka
cTeneHb TYroyxocTu Ha 060MX yLax rayboKas.

3peHue

Y 4 peteii, 3aperncTpupoBaHHbIX B Unique, ecTb npobaembl co 3peHnem. an
CaMOBOCCTaHOB/IEHUSA 3PEHUA NPU TAaKOM OTHOCUTENIbHO HECEPbE3HOM HApPYLLUEHUM, KaK
cTpabusm (Kocornasue), Tpebyercs, Kak OKasanoch, 6osblie BpemeHu. Y ogHoro pebeHka, Tem
He MeHee, BblsiB/IeHbl MHOTOYUC/IEHHbIE MPO6IEMbI CO 3PEHMEM, BKIOYAsA CTPYKTYPHbIV AedeKT
060MX rN1a3: KaTapaKTy U OTCIOEHME CeTYATKM.

Touka pa3pbiBa B cermeHTe 31

[13 o
Y Hero o6bI4HO OYeHb Xopouwlee HacTpoeHue. OH oYeHb cYacTMBbIA ManbumK. OH Xopowo
CMUT 1 NPOCbINAETCA B XOpoLwem HaCTpoeHNHN.

CornacHo MeauLMHCKOWM nTepaType 3TOT TUN Aeflelnn BANAET HA POCT KakK A0, TaK U nocne
POXKAEHMA, @ TAKXKE HA PAa3BUTUE MOTOPUKM U CMOCOBHOCTU K 0byyeHuto. NMommnmo
KAMHUYECKMX ocobeHHOoCTel geneumm B cermenTe 13q (HapylieHme pa3BuTUSA reHUTanun, uam
reHUTANIMM MPOMENKYTOUYHOTO TUNA, aHYC, PACNOJIONKEHHDbIN cnepeau, Uav 3aKpbITbll aHyc,
Hezopa3suTMe BObLIMX NANbLLEB UM UX OTCYTCTBUE, KOCOIAMNOCTb), YacTO BCTPEYaloTCA
3ab6071eBaHMA 1133, BKAOYAA KaTapaKTy M HeOBbIYHO MafieHbKUI pa3mep r/1a3a, HapyLweHus B
pa3BuTMM mo3ra u rugpouedanua (Battin 1988; Vittu 1989; Brown 1993; Karimi-Nejad 1998;
Schinzel 2001; Walsh 2001).

B HacTosLLee Bpema B Unique 3apernctpvpoBaHo 3 YesI0BEKa, C TOYKOM pa3pbiBa B CErMeHTe
931, B TOM YMCNe OAMH B3pOC/blii. Kpome Toro, y oiHOW AeBOYKM HabtogaeTcs aeneums
XPOMOCOMbI 18. KAnHMuYecKas KapTMHa y O4HOMO MasibiMKa TUMMYHA 4S8 TaKOro XPOMOCOMHOTO
OTKIOHEHUA: He6O/bLLOW POCT 4/1A €ro BO3PacTa, KOPOTKME PYKM, MaNeHbKME KUCTU U
oTcyTcTBME 6ONLLUMX MNasbLieBs; paclienneHune rybol u Heba, Koconanve o4HON HOMM U cpaLLeHne
YeTBEPTOro M NATOro NasbLEB Ha Horax. Kpome TOro, y Hero BpOXKAEHHbI BbIBUX
Ta306e4peHHbIX CycTaBoB. ApTepUasbHbIi NPOTOK (MPOTOK MeXAY a0PTOM U NErOYHOM
apTepueit, No KOTOPOMY KPOBb MOCTYMAET K IEFKMM) He 3aKpbIAcA Npu poxKaeHun. OH rayxoi. Y
Hero maneHbKue rnasa, 3puTesbHbli HepPB HEAOCTATOYHO Pa3BuT. Y Hero Takxe HabagatoTca
6bICTPble HENPOM3BO/IbHbIE ABUMKEHUA F1a3aMU — HUCTArMm.

Y 06eunx AeBoyek MMeIoTCa 06LMe KAMHUYECKUE NPU3HAKK, TUNKYHbIE Ana aeneuunn 13q. Y
OLHOW 06HaPYXMUAMN NIyYEBYIO KOCOPYKOCTb U UCKPUB/IEHME NO3BOHOYHMKA. OTCN0eHMe
CEeTYaTKM KOPPEKTUPOBAHO XMPYPrUYECKUM MyTEeM, HO 3pEHME OCTANIOCh NIOXMM, TaK e, KaK U
cnyx. B 20 neT y Hee AMarHOCTUPOBaAAM MOYEYHYIO HEA0CTaTOYHOCTL. Kpome Toro, y Hee
[BYCTOPOHHee pacluensieHme Heba (Bo4bA NacTb). Y elle 04HOro y4acTHWKa Unique oveHb
O/MHHbIE NasibLbl Ha PYKax v HOrax, MN0CKOCTOMNMNE MU UCKPUBAEHWE NO3BOHOYHUKA. Y Hee
671M30PYKOCTb M HUCTArM, a TaK¥Ke 3aKynopKa CNe3HOro NPOTOKa KOCTHOM TKaHbo. AHyC
pasBWACA, HO HET MbILUL, MPU POXKAEHUN AHYC CABUHY/ICA K BarMHe, HO 3TO 6bIN10 UCMPaBAEHO
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XUPYpruyeckum nytem. Y Hee cepbesHble Npobiembl C KOPMAEHWEM, AEBOUKA HE MOYKET KeBaTb
1 NUTAETCA C MOMOLLbIO racTPOCTOMMYECKOMN TPYBKK. Kpome Toro, y Hee MHOrounceHHble
anneprum, acTMa u sKksema.

BHewHOCTb

OB6bIYHO AEeTV POXKAAIOTCA C MasIeHbKOM ro/I0BOM, XOTA K 4 rogam pasmep rosI0Bbl CTaHOBUTCA
nponopuuoHaneH Teay. Y oA4HON AEBOYKM PaHO CPOCANCH KOCTU Yepena.

Mokasartenu pocrta 1 Beca

MoKkasaTenu Beca y geTel, 3aperucTpupoBaHHbIx B Unigue, npu poxaeHun 6bin B npeaenax
HopMbl — OoT 3175 r o nouth 4500 r. O6bIYHO NOKA3aTeNIM POCTA HE CUbHO HUKE HOPMbI, HO,
€C/1M MOKA3aTe N C/IMLLKOM HU3KME, [eTU NPOXOAAT KypC IeveHus, 4Tobbl akTUBM3MPOBaTb
npouecc pocta. Pogutenun o4HOro masbymKa CYMTALOT, YTO C XPOMOCOMaMM 6e3 OTKNOHEHU B 4
roga oH 611 661 Ha 10-15% Bbliwe. Y BbICOKOW M XyA0M AeBOYKM Npobaema bbina nlb C
Habopom Beca.

O6yuyeHue

[leTv XopoLlo y3HaOT 1 3aNOMUHAIOT NIOAEN, XOTA MOTYT 3TOTO He BblpaxaTb. OAMH U3 HUX
XOAMT B 0BbIUYHbIN AETCKUI cag, rae nosyYaeT HeobXoAMMYHO MHAMBUAYANbHYIO MOMOLLb,
ApYroi NpoXoAuT KOPPEKLMOHHO-pa3BMBatoLee obyyeHue; TpeTuii 3aBepuna obydeHune. Y H1X
TAXKeNas cTeneHb 3a4ePKKN MHTENNIEKTYaIbHOTO Pa3BUTUA

“ Mi060Bb K M3HM NOMOTaeT emy yUUThbCA
“ YNpAMCTBO M YNOPHOCTL MOMOTIOT el YUUTbCA

Peub n A3bIK

et 06watoTca Npyu NOMOLLM 3BYKOB, MUMMKM, A3bIKA }KECTOB M MbITaloTCA HanesaTb. B cemb
NeT AeBoYKa pa3roBapuBana OTAeNbHbIMU CIOBaMM M MOJIb30BaNACh OA4HOCTYNEHYATbIM
KOMMYHWKaTOPOM C rnepekatodatenem. Mo cnosam eé matepu, OHa OMEHb pacCcTpaMBaeTcs U3-3a
TOrO, YTO HE MOXKET YETKO rOBOPUTH

“ EcTb 60/blUaA pasHULA MeXAY TEM, YTO OHa MOHMMAET (90%) 1 YTO FTOBOPUT.
“ OH NoHMMaeT ropasgo 6oblue, Yem Mbl Npegnonaraem
CupaeHue, CToAHUe, ABUXKEHUe

B 19 mecAueB ManbynKk Hay4Kn/ica nepesBopayvnBaTbCA CO CMNNHbI Ha XXMBOT, a K 2 rogam oH mor
CTOATb, AeP*KaCb 3a CTOA. B 3 roga aoeBoyka morsia cmaeTtb, a K CeMU Havyana nonsatb no-
NNAaCTYHCKU 3@ CBOMMU UTPYLLKAMU, a TaK¥Ke XO04AUTb B XO4YHKaxX C HO,D,D,EP)KKOVI Tynosuila n
Tasa.

Mpo6nembl co 3g0poBbem

Y ABOUX fleTelt Npy poxkaeHWM obHapyKuaock 3abonesaHne cepaLa: y manbunka Habaoganca
OTKPbITbIN apTEPUAsIbHbIN NPOTOK, KOTOPbINM Bbl/1 3aKPbIT B BO3pACcTe ABYX JIET MPU MOMOLLM
XUPYPruyeckoro BMeLLIaTeNbCTBa. Kpome Toro, y Hero Habitodanack NaTonorus KaanaHos
cepAua v OTBEPCTUE MeXKAY BEPXHUMM Kamepamm cepaua. Y AeBoYKM 06HaAPYKUAM 0TBEPCTUA
MeXAY BEPXHUMU U HUKHMMU KaMepamu CepALLa; BO BTOPOM Kaacce eil caenanv onepawuio,
uTo06bI 3aKPbITb UX. Y ManbumnKa 6bina rugpouedanus, Ho neveHve He TpeboBanoch.

Y obounx aetei passmBaeTcs 6onblue pecnMpaTopHbiX UHOEKLNUIA, YEM Y APYTUX AeTen, 1
NepeHOCAT OHU UX TAXenee. Y AeBOYKM HaboaaloTCA HECKONbKO BUA0B aniepruu.

[leBoYKa HOCUT KopceT, YToObl KOHTPONNPOBATL UCKPUB/IEHME NMO3BOHOYHMKA (CKOAMO3). Kpome
TOro, OHa HOCUT cenapaTopbl Na/ibLEB HOT, YTOObI BbIMPAMUTL NEPEKPbIBAOLLMECA NaNblibl, U
CynuHATOpPbI, 4TOBbI NPeAO0TBPATUTL PA3BOPOT CTOMbI BHYTPb. BPOXKAEHHbIV BbIBUX
TasobegpeHHbIX CycTaBoB M AedopmaLmsa cTon (KOCoNanocTb) TPebyoT XMpypruyeckoro
BMeELLATEe/IbCTBA.
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Kucrtu u cronbl

Mpu geneummn cermeHTa 13932 MoXKeT HabAOAATLCA HeQ0PA3BUTUE MM OTCYTCTBUE BONBLUNX
nanbLeB Ha pyKax, nbo, pexe, Ha Horax. 3T0 rOBOPUT O TOM, YTO reH, OTBeYatoLWnii 3a
HOpManbHoe pasBuUTMe BONbLIMX NasbLEB, HAXoAMTCA B cermeHTe 13g32. Pexke nATbIN nased, a
B YaCTHOCTU cpefHAA danaHra, MoxeT ObITb KOPOTKOW, M YACTO CKAaAKa Ha NasnbLie BUAHA
TONIbKO 0AHA. MHOrAa KOCTH, UAyLLIME OT 3anACTbA K YETBEPTOMY U NMATOMY NasbLiam (NACTHble
KOCTM), MOTYT CpacTaTbCA, a NATbIM NaseL, UK nanew, Ha Hore MOXKeT OTCYTCTBOBATb UK BbiTb
ManeHbKMM. XMpypru, cneunanmsnpyowmeca Ha XMpyprum KUCTU, MOryT NepecTpounTb KUCTb,
TOrAa yKasaTe/bHbIl NaneL, CMOXKET BbINONHATL GYHKUMIO 60abLworo nanbua (Brown 1993;
Grindel 1999; Rodriguez de Alba 1999).

Cnyx

Y ManbymKa rnyboKkas creneHb TYyroyxoCTU — OH CAbIWKT 3ByKM OT 7045, M y HETrO OYeHb y3Kue
cnyxoBble Npoxoabl. OH HOCUT C/lyXOoBble anmnapaTbl. Y 04HOM AEeBOYKM C/IYyX HOPMa/bHbIN, B TO
BPEMA KaK y ApYron nioXow.

3peHue

Y Bcex aeteit ectb Npobiembl co 3peHnem. [1asa U poroBuLLbl MOTyT HbITb MasieHbKUMK. Y
O4HOM AeBOYKM OBHAPYKEHO OTCI0EHME CETYATKM, @ Y MaibumMKa 3peHmre BoobLue Nog,
BOMPOCOM: CETYATKA U 3pUTE/IbHBIV HEPB HEA0PA3BUTLI, K TOMY KE Y HEro BbifBNEH AedeKT
aHATOMMYECKOTO CTPOeHMs rnasa. Ho 6aarofaps Ne4yeHunto ero 3peHue nocTeneHHo
ynydwaerca. Y apyroi 4esoukn 611M30pyKOCTb, M el caenanm onepawumio no Koppekuum
cTpabusma (kocornasua) (Wilson 1984; Karimi-Nejad 1998; U).

(11 “ “
[>X — cambIl 04apoBaTeNbHbIN pe6eHOK, KOTOpPOro A KOF,D,a-JWI6O BCTpeYan.

“ K paccTpamBaeTtca, Korga ero He MOHUMALOT, U HAYMHAET KycaTbCA, AepraTtb cebn 3a BoIOCHI U
Kpu4yaTtb.

BckapmnusaHue

Y ntogen ¢ geneumeit Xxpomocombl 13, 3aperncTpupoBaHHbix B Unique, BO3HWKanu 6onblive
TPYAHOCTM C NMUTAaHWEM M YCBOEHWEM MUK, Y OAHOTO MasibumKa bblno pacwenneHune Heba,
No3TOMY rpyAHOe BCKapmanBaHMe HblJ10 HEBO3MOXKHO, HO Ma/IbYMK HayunCA NUTb U3
cneunanbHol ByTbIIOYKM-NOUIbHMKA XabepmaHa. Y Hero 6bin N10XoM anneTuT, u emy bbino
CNIOXKHO NUTb, NO3TOMY B 4 rofa eMmy NPOAO/KAAM AaBaTb ryCTble HAMUTKK, OH en xn1eb 1 niope.
[leBOoYKa M3HaYaNbHO NUAA rPyAHOE MOJIOKO M3 BYTbIIOYKM C OPTOLOHTUYECKOW COCKOM, HO He
Ntobuna NUTb U3 OTKPBLITOM YaLLKKM, MOITOMY B BO3pacTe WeCTU NIET ee CTa/Iu KOPMUTb Mpu
NMOMOLLM NMUTATENbHOM (racTPOCTOMMUYECKOW) TPYOKM, BeAyLLEeN NPSMO B KeNy[0K.

“ Emy HpaBuMTCA UrpaTh C APYTMMU NK0AbMM, 0COBEHHO C AeTbMU. OH NIOBUT CAyLIaTL My3bIKY,
nnaBaTb, N€XKaTb, CBEPHYBLUMCH KaslaYMKOM, M UrpaTb CO CBOMMM CNeLManbHbIMU UFPYLIKAMMU.

“ OHa xoauT B WKoY Rainbows ¢ MHAMBMAYaNbHO NOAAEPKKOM. OHa NHOBUT CAYLIATL
MY3bIKY, CMOTPETb Te/IEBU30p, UrPaTb C 3€PKaIbHbIMM KOJIOKOIbYUKAMM U LYMHbIMM
UrPYLLKaMK, a TaKKe 6UT UrpaTb C APYrMMU NHOAbMM.

TouKa paspbiBa B cermeHTe 21 naum 22

OnbIT opraHusauum Unique roBopuT 0 TOM, YTO NEPCMEKTUBBI Y Nt0AEN C TOYKOM pa3pbiBa B
cermeHTe 13921 nam 13922 moryT 6bITb HAMHOTO NyyLLE, YEM OMUCAHO B MeAMULMHCKOM
nuTepatype. Kpome TUMMYHBIX HapyLWeHW, BbI3BaHHbIX MeHbLUMMMK geneumamm Ha 13q, y
MHOTUX NtoAeN TaKkaa 3HaUUTeIbHaA Ae/lelna OKasbiBaeT 3aMeTHOe BAMAHME Ha pa3BUTMe
rOI0OBHOTO MO3ra U LLeHTPanbHOM HEPBHOW cucTEMbI. MeHbLUMe AeneLmmn ¢ TOUKOW paspbiBa B
cermeHTe 13931 TaKKe BAUAIOT Ha CTPYKTYPY Mo3ra. Cam MO3r MOXKET 6bITb HEGO/bLLNM, A
nepeaHui MO3I MOXeT BbITb He NONHOCTbIO Pa3fesieH Ha ABa noaylwapusa. MoxeT
HabntoaaTbea aedeKT yepena, NpM KOTOPOM MO3roBas TKaHb BbICTYNaeT Ha MOBEPXHOCTb, MO0
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}Ke CBO, Yepena MoXKeT bbITb Hegopa3BMT. MoryT TakKe HabaogaTbea
nedeKTbl HepBHOMN TPYOKU. Mpwn pa3suTUKM rngpouedannm B
KENYA0UYKAX MOXKET Hablo4aTbCA Ype3MepHOe KONNYEeCTBO
KMAKOCTK. Y aeTeit ¢ Hanbonee cepbesHbIMU HapyLEHUAMMU MO3T
noytu He passuBaetca (Kucerova 1975; Cuschieri 1977; Niikawa 1979;
Moore 1988; Brown 1995; Chen 1996; Gershoni-Baruch 1996; Lam
1998; Grindel 1999).

JononHutenbHble HabAOAEHUA NOKa3bIBAIOT, YTO Npu geneuun 13g22
MOXKET TaKKe pa3BuTbca 60s1e3Hb MMplunpyHra. B aTom ciyyae
HepBHbIe KNeTKM, OTBeYatoLLMe 33 ABUraTesIbHYH GYHKLMIO
KuLeYHuKa, otcyTctytoT (Kiss 1989). Kpome Toro, moryT
HabntogaTbea M 3abonesaHua noyek (Gershoni-Baruch 1996).

18 mecAues, aeneuus B Unique ecTb Tpu YenoBeka c Takol aeneumneir. HecmoTtpa Ha T0, 4TO
13¢21.2 Y HUX y BCEX CEpbe3Hble HapyLIeHWs, OHU AeNatoT ycrnexu: Y ogHoi

[EeBOYKM TPYLHOCTU C MUTAHUEM, KPOME TOFO, Y HEE HapYLUEH CYX U
ecTb AedeKT pa3BUTUA NPaBOro 11asa, BAUAIOLWMIA Ha 3peHne; OHa MeJ/IeHHO HabupaeT Bec 1 B
TPU rofa Havana obLaTbCs KecTaMm U NPOU3HOCUTB 3BYKM, a elle NoceLlaeT JOLWKObHYIO
UrpoBYIO rpynny ANs AeTel ¢ AONOAHUTEbHbIMU NMOTPEBHOCTAMN. Y APYroi AEBOYKM HET
npobaem co 3peHnem, ofHaKO HaboAAETCA BbIpaKeHHas cTeneHb HeMpPoCceHCOPHOM
Tyroyxoctu. OHa He MOXKeT cocaTb A0/IKHbIM 06Pa30M W MUTAETCA C MOMOLLLbIO FACTPOCTOMDbI.
OHa ycneLwHo nepeHecna onepauuy Ana Koppekuun sHuedanouene (BbicTynaHue mosra Yepes
KOXY ro/10Bbl) U KULIEYHOW HEMPOXOANMOCTU. M3BECTHO, UTO Y ABYX AieBOYeK Habntoganoch
npexaeBpeMeHHoe noiosoe cos3pesaHne. OHKM OYEHb JIETKO NOAXBATLIBAOT MHPEKLMOHHbIE
3aboneBaHMA, B 0COBEHHOCTM MHDEKLUUN FrPYAHOM KNETKU. Y TpeTbel AeBOYKM Bblaa ManeHbKas
ro/10Ba M HeLOPa3BUTbIV YepBb MO3XKeUKa (YepBeobpasHan CTPYKTypa, CoeAMHAOLLANA
noslyLapua MO3XeuKa, — Y4acTu roJIOBHOTO MO3ra, HaxoAALLLEWCA B 3a4HEN YacTh YepenHom
KOPOBGKM 1 OTBEYAIOLLLEN 33 ABUNKEHUE W KOOPAMHALMIO); lpyruX BbipaxKeHHbIX aHOManui
MO3ra BbIfiB/IEHO He bbl/10, a 3peHune Npu poxaeHun 6bi1o B nopagke. HecmoTpa Ha 3af,epsKy B
pasBUTUM, AEBOYKA O6LIMTENbHAA, BbIPAXKAET CBOM YyBCTBA U UrpaeT. Ee ocHoBHble npobaemsl -
MeZANeHHbI Habop Beca 1 pocT.

Touka paspbiBa B cermeHTe mexay 13q11 u 13q14.3

Ha MOMEHT HanucaHua cTaTbk cpeam y4acTHUKoOB Unique He Bblo HUKOTO € TaKoW KpynHoM
aeneumen 4AMHHOIO NaeYa XPOMOCOMbI 13, HO B MeaMLMHCKOM uTepaType 6bla onucaH
cnyyan pebeHKa 8 net ¢ geneumert 13q12 mosamyHoro Tuna. MosanyHasa geneums 03Hayaer,
YTO B HEKOTOPbIX K/IETKAX 3TOro pebeHKa XpPOMOCOMbI HbI/I HOPMasIbHbIMM, @ B HEKOTOPbIX —
XPOMOCOMbI C 3TON Aeneuneit. KiMHUYecKaa KapTvHa y Hee 6blia TUNWYHON ana aeneuun 13q:
Ha NpaBoOW pyKe NATbIM NaseL, OTCYTCTBOBAA, @ Ha 1I€BOW NATbIM U 601bLWONM NanbLbl 6blAN OYeHb
KOPOTKMMMU. Y Hee Bblna HU3KaA IMHMA POCTa BOOC, 3a/1bICUHbI U HoNbLUME LUK C
HanpaB/IEHHbIMM KBEPXY MOYKaMU. K ToMy ke y Hee Bblna fierkas cTeneHsb sHUedpanouene
(BbICTYNaHWe TKAHM FOJI0BHOrO MO3ra Ha MOBEPXHOCTb). Y Hee Bblal BPOXKAEHHbIN BbIBUX
TasobefpeHHbIX CyCTaBOB; HO OHa HAy4YMIacb XOAWTb, XOTA Ha yAuLLEe NONb30BaNaCh
WHBANNAHOW KONACKOM. HecmMoTpa Ha To, YTO AEeBOYKa He roBOpWUIA, OHa bblna OYeHb
06LWmMTeNbHA, MOXKHO BbINI0 IETKO NOHATL, YTO el HPABUTCA, A 4TO HeT. OHa o4yeHb Ntobuna
BECE/IMTLCA C II04,bMM, KOTOPbIX OHA XOPOLLO 3Hana. B 9 neTy Hee pa3BU/ICA CYyL0POXKHbIN
cuHgpom (Bamforth 1997).

B MeaWLMHCKON nTepaType Bbl TaK:Ke OMMCaH CNyYait He poXKaeHHOro pebeHka: y Hero bbina
aeneumsa 13g13 mosaunyHoro Tvna. Y3U B cepesmHe 6epemMeHHOCTH BbIABUAO Yy pebeHKa
YBE/NYEHHbIE eNyA04KM rOI0BHOMO MO3ra M NIETKYIO cTeneHb aHuedanouene (BbicTynaHue
ro/IOBHOTO MO3ra Ha NOBEPXHOCTb). Kpome Toro, y pebeHKa OTCyTCTBOBA/IO NpaBoe rnasHoe
A6.10K0, HabAoAanack pacwenneHne Heba, KOCONANOCTb, YBEIMYEHHOE cepaLe U
HecTaHZapTHble reHUTanuu ¢ Gpannocom, Ho 6e3 mowoHkK (Smith 2005).
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[pynna noanep»Ku cemeit ¢ peLKUMMU XPOMOCOMHbLIMM OTKJIOHEHUAMM
The Stables, Station Rd West, Oxted, Surrey. RH8 9EE

Tel: +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org

MpucoeguHuTech K coobuiectsy Unique, 4Tobbl NOAYYUTL OMNOTHUTENbHYIO
MHPOpMaLyIo, HEOOXOAMMYIO MOMOLLLL M KOHTAKTHbIE JaHHble Cemel ¢
aHanorn4yHomn npobaemoi.

Unique — 370 61aroTBOpUTENbHAA HErOCYAAaPCTBEHHAA OpraHMU3aums.
®urHaHcoBaA NOAAEPIKKA OCYLLECTBIAETCA 3@ CYET FPAHTOB U
NOXKEepPTBOBAHWIA. Bbl MOXKeTe BHECTM NOKEePTBOBaHME Ha Hallem
oduumanbHom caitte: www.rarechromo.org

Moskanyiicta, TOMOrMTe Ham MOMOoYb Bam!

I'pynnoit Unique onybanKoBaHsbI ele Tpy 6poLwtopbl 0 geneumun 13q: Jeneumn 13q, BRAtoyatowye B cebn
RB1; pa3snuyHble Bapuauun geneumnmn 13q; AnctanbHblie MHTEpPCTULMAnbHble aeneummn 13q

[pynna noasep:KKu cemeii C peAKMMU XPOMOCOMHbIMU OTKIOHEHUAMU. Homep B peecTpe 61aroTBoOpUTeNbHbIX OpraHusaumii 1110661
Homep B peectpe Komnanui AHramnm v Yanbca 5460413
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