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UCTOYHUKMU
NHbopmaums B aTon
bpoLutope nonyyeHa us
MeANLMHCKOMN
AntepaTypbl n ot 38
yneHos Unique,
KOTOpble CTpajatoT
Takum 3aboneBaHvem
KaK gynaukaums 4p u
NPUHANK yYacTme B
onpoce Unique B
2004/5 ropax, 15 n3
HUX MMEIOT NPOCTYHO
AynAnKaumio
KOPOTKOro njieya
Xpomocomsl 4, 6e3
BOBJ/IEYEHUA KAKMUX-
nmbo apyrux
Xxpomocom.. Unique
ypesBbl4aliHO
6narofapHa cembam,
NPUHABLIMM y4acTue B
nccnefoBaHUM.

Ucnonb3oBaHHanA

nurteparypa
TeKcT coaeput
CCbUIKM Ha CTaTby,
ony6nKoBaHHbIE B
MeANUMHCKOM npecce.
Mms aBTOpa 1 gaTa
nyb6avKaumm
npuBeAeHbl ANA TOro,
YyTO6bI Bbl MOT/IN HATK
QHHOTALMMW UK
OpUrMHaNbHbIE CTaTbU
B NHTepHeTe B 6ase
AaHHbIX MegULNHCKUX
1 6MoNOrNYecKnx
ny6aunkaumii '‘PubMed'.
Mpw enaHwuu Bbl
MOYKEeTe 03HaKOMUTbLCSA
C aHHOTALMAMMU U
K/ItOYEBBIMMN CTATbAMM C
nomouwbto Unique.

Oynnukauuma 4-u XpoMoCOMb

[ynavkauus KOpoTKOro naeyva 4-im XxpoMoCcoMbl — pesKoe
XpOMOCOMHOe 3360neBaHme, NPUY KOTOPOM Yy4aCTOK OLI,HOVI ns3
46 XPOMOCOM OKa3biBaeTCA y4BOEHHbIM. Kak 1 60nblIMHCTBO
APYrnx XpOMOCOMHbIX 336OHEBaHMl;'1, AaHHOe COCToAHuUe
conpoBoXaaeTca BpO)K,CI,éHHbIMVI NOPOKamy, 3a,u,ep>+(K013'1
PasBUTMA N TPYAHOCTAMMU B 0OYYEHUN PA3INYHOM CTENEHM
BblPaXXEeHHOCTU.

XpOMOCOMbI MOFYT BbITb Pa3/IMYHbIX PA3MEPOB, KaXKaan uMeeT
KopoTKoe (p) 1 gnnHHoe (q) nnevyo. OHM NPOHYMEpPOBaAHbI OT
CaMOWM KpynHOM A0 camoi maneHbKol, oT 1 1o 22, cornacHo mx
pasmepy, a KPOMe TOro, UMEIOTCA, MO/I0BblE XPOMOCOMbI X 1 Y.
Y Ka)goro yenoBeKa MMeoTCs 4Be KOMUU KaXkaoM 13
Xpomocom (23 napsbl), o4Ha HacaegyeTca oT oTua, BTopasa — oT
maTepu. Y nogen ¢ gynavkaumei 4p yaBoeH y4acToK
KOPOTKOro nseya 4-i xpomocomel. Mpu aTom apyran
Xpomocoma 4 nmeeT 06biuHble pazmepbl. Takxke AynavKaumio
4p MHOrAa Ha3bIBAKOT TPUCOMMEN MO KOPOTKOMY Maedy
Xpomocombl 4 (Tpucomus 4p).

[aHHas 6powwtopa cogepuT nHbopmaumio 06 04MHaKOBbIX
WM NOXOMMX MPU3HAKAX, KOTOpble Bblan 06HApPYKEHbI Y
Noaen ¢ Aynavkaumein KopoTKoro naeyva 4-i XxpoMoCcoMmbl.
Noaam ¢ HEOAMHAKOBLIMM TOUKAMM Pa3pbiBa XPOMOCOMbI
NPUCYLLM Pa3NMyHble 0COBEHHOCTH, HO N0AM C AyNAVKaumen,
KOTOpan NOKPbIBAET, MO KpaliHel mepe, ABe TPeTU BepXHei
YaCcTM KOPOTKOrO MNJjieva, UMELOT yXKe onpegesieHHble oblwme
NPU3HAKMK.

B npouecce nccnesoBaHna XpOMOCOMbI OKpPaLLMBAOTCA
Kpacutenem, KOTopblli NO3BOIAET BbIABUTb XapaKTePHbIN
PUCYHOK TEMHBIX U CBET/IbIX MOI0C. M0N0ChI Ha KaXKAoM niede
NPOHYMEpPOBaHbl OT LLEHTPOMEPbI (TOUKA CYKEHUA MeXay
naeYamm XpOMOCOMbI NOKa3aHa Ha AMarpamme HUXKe) K KoHLy,
M3BECTHOW Kak Tenomepa. Bbl moxeTe yBuaeTb obpasel,

4p

4q
Aynavkauma
KOPOTKOro
4-an nneva
Xpomocoma 4-iA XpOMOCOMbI




HyMepaLummn ans 4-i XxpOMOCOMbI Ha CTpaHuLe 4.

OCHOBHbI€e YepTbl

Ntoay ¢ abCcoNOTHO OAMHAKOBON XPOMOCOMHOM NepecTpoMKon MoryT
3HaAUYUTE/IbHO OT/INYATLCA AaXKe B Npeseniax O4HOM U TOM e cembn.ITo
NPOMCXOAMT U3-33 MHOMMX GAKTOPOB: YHMUKaNbHOE CoYeTaHMe NPOUMX
reHoB, OKpY»atoLLan cpesa, TOYHaA ToUYKa PaspbiBa XPOMOCOMbI, /itobble
Apyrue paspbiBbl XPOMOCOM U Npoumne GaKTopbl, KOTopble ele He bbian
NONHOCTbIO 06bACHEHbI.KaxKabl pebeHOoK YHUKaNeH, HO NPW HaAU4YnK
AyNAVKauum 4p yBENMYMBAETCA BEPOATHOCTb NPOABAEHUA OAHOMO UK
HECKOJ/IbKMX M3 3TUX CUMMTOMOB:

3afeprKKa pasBuTuA.

3afeprKKa PasBUTMA peun UAn ee OTCYTCTBME.

HeobbluHble 0CO6EHHOCTM NONOBbLIX OPraHOB Y MajsIb4MKOB, TaKMeE KakK
OYeHb MaNeHbKUIM NO0BOM YNeH, HEONYCTUBLUMECA AUYKU UMK
runocnagms, Npyu KOTOPOW OTBEPCTME MOYEUCTYCKATENbHOro KaHana
Haxo4MTCA He Ha KOHLLe, @ Ha HUXKHE NOBEPXHOCTW MO0BOrO YaeHa. Y
AeBoYeK 06bIYHO HET HUKAKMUX OTKIOHEHWIA B CTPOEHMM NOAOBbIX
OpraHos.

TUNUYHOE CTPOEHME NNLLA, BKNKOYAA MANEHbKYIO FOI0BY U
NIYKOBUL,EOOPa3HbIN "GOKCEPCKMI" KOHUYMK HOCca (cm. CTp. 5).

MegneHHbI pocT pebeHKa, HECMOTPA Ha HOPMabHBbIN BEC NpU
POXAEHUMN.

BO3MOXHbI KOHTPAKTYpPbI CYCTaBOB.

OTKNOHEHMA B CTPOEHWUU PYK UAW HOT.

Apyrue yepThbl

Cnepytowme ocobeHHOCTU Bbln 3amedeHbl Yy MHOrMX aeten. OT
negnaTpos U cneLnanncTtos No pa3BUTULO, Ha6mop,arou.|,v1x 3a pe6EHKOM
C AynnvKaumen 4p, MOXKHO OXMAATb OYEHb TWATENbHOIO
OTCNEXNBAHUA ITUX NPU3HAKOB. HEKOTOpre ocobeHHOCTH Pa3BMBaOTCA
nocne nepnoaa HOBOPOXKAEHHOCTH.

Heobbl4YHbIV MblLEeYHbIM TOHYC. Y HEKOTOPbIX MAa4eHLEB
NMOHWMKEHHbIV TOHYC MbILL, U pebeHOK He MOXKET YNpPaBaATb CBOMMU
OBUXEHUAMU (rMNOTOHMA). Y ApYrnx AeTein yBennyeHHbI TOHYC MbLLL,
(rMnepToHYC) AU MOXKET BbITb CMELLaHHOE HapyLUeHWe TOHyca.

BbicoKoe apKkoobpasHoe (roTmyeckoe) HEGO.

McKkpuBaeHMe NO3BOHOYHMKA.

AHOMaNNU Pa3BUTUA KENYAOYHO-KULLIEYHOTO TPaKTa
(NuweBapuTENBHOM CUCTEMBI).

YacTble 3a6071€BaHUA AblXaTe/IbHbIX MNyTeN.

Cypoporu.

Tpy[HOCTU NPU KOPMIEHUN HOBOPOXKAEHHOTO.

OueHb ManeHbKKe rnasa, MHorga ¢ AedeKkTom pas3BuTus,
M3BECTHbIM KaK KO1060Ma. ITO NMOXOKEe HA 3aMOYHYIO CKBaXKMHY B

pagyKe.

Kak yacto
BCTpe4aeTca
AynaAuKauuma
4p?

B KauectBe
M30/IMPOBAHHbIX
XPOMOCOMHbIX
nepecTpoeK
Aynavkaumu 4p
BCTpeyatoTcA
O4YeHb pesKo.
Yauie oHu
HabnatogatoTca
KaK YacTb
HecbanaHcupo-
BaHHOM
XPOMOCOMHOM
nepecTpomnKu,
06bI4HO
BKOYAIOLLEN
notepto
maTepuana ot
Apyroi
XPOMOCOMbI.

B meamumnHCKOM
nvTepatype K
2004 rogy 6bian
onucaHbl 6onee
85 cnyyaes
oynavkaumm 4p.
Ynenbl Unique
nmetoT
pa3HoobpasHble
TOYKM PaspbIBa,
M Mbl MOXKEM
NOMOYb CEMbAM
CBA3aTbCA ApYyr
C Apyrom, ecnu
OHMU }KenatoT.



Cembu
roBOpAT...

Y Hee 6bina
3aZeprKKa
peuyeBoro
pasBuUTKA,
Mo3TOMY Mbl
nonpocuan
neguatpa
OCMOTpETb €ee,
Koraa en 6bi10

[A,Ba C M0JIOBMHOM
roaa.OH oueHun
ee pa3BuUTME Ha

YpOBHe
rof0Basioro
pebeHKa , Ho

nonpocun caatb
aHaNn3 KpPoBM, Tak

Kak 3ameTun
€/IMHCTBEHHYIO
nonepeyHyto
NaflOHHY0
cknagky ” -
AynanKauma
4p15.1.
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OcobeHHOCTH, NPUBEAEHHbIE HUXKE, OblIM 3ameyeHbl Y PasHbIX
MIaZeHUEB ¢ aynavKkaumen 4p. OgHako Hannyue ntoboro
XPOMOCOMHOT0 3a60/1€BaHNA NOBbLILLAET BEPOATHOCTb TOrO, YTO Y
pebeHKa 6yayT BpOXKAEHHbIE NOPOKM Pa3BuTMA. Bce aTu
0COBEHHOCTM TaK»Ke MOryT BCTPeYaTbCs y MaaseHues 6e3
XPOMOCOMHbIX 3a601€BaHUI U MOTYT Cly4aiiHO COBNaAaTh C
Aynnukaumeli 4p: nepopmauma cTon no TUMy CTOMbI-Kavyaiku ¢
BbICTYNalOLLEN NATKON, BPOXKAEHHbIE MOPOKM cepaua, naxosas
rPbIXKa, CTPYKTYPHbIE aHOMA/IMM FOJIOBHOIO MO3ra, OTCYTCTBUE
YKENYHOrOo My3bips, NOPOKM Pa3BUTUA NOYeEK, oTcyTcTeue 12-i
napbl pebep, HeobblyHaA Gopma MAK NPONOPLUM NafOHEN U CTON
CO CaTbIMU UM UCKPUB/IEHHBIMM MafibLL@MM, TM60 HanoKeHnem
nasibLieB HOT, 3apalleHre HOCOBbIX XOA0B (aTpe3uns XoaH)
(Bauknecht 1976; Dallapiccola 1977; Gonzalez 1977; Kleczkowska
1992; Lurie 1994; Petit 1994; Wyandt in Estabrooks 1995; Patel
1995; Mau 2000; Tschernigg 2002; Neas 2003; Gérard-Blanluet
2004; Zahed 2004).

Hebonbliue Aynankauyuum

NMoayn c 6onee menkMmMm AynavKaumamm 4p MoryT UMeTb MeHblLUe
npobaem co 3n0poBbeM. HuKe npuBeaeH CNUCOK clyvaes U3
MeANUNHCKOW NTepaTypbl U APYrnx n3secTHolx Unique
MCTOYHUKOB C YKa3aHNWeM OCHOBHbIX CUMMNTOMOB.

® 4pter - p16 - nosefeHYeckme npobnembl, Hebonblime TPYAHOCTU B
0byuyeHuu.

® 4pter-pl6.1 - nerkas 3afep’KKka pasBUTUA, MHPAHTUIbHbIE CNa3Mbl.
® 4pter-p16.3 - cnabo BbiparkeHHble TPYAHOCTU B 06yYeHWM, BbICOKUIA
pocT.

® 4p16.3-p16 - nonycamocToATeNbHaA TPYA0BaA AEATENbHOCTD,
yMepeHHble TPYAHOCTU B 06y4eHUU, 3a4eprKKa NO0BOr0O PasBUTUA.

® 4p16.3-p16.1- TMNUYHAA BHELIHOCTb AN1A CMHAPOMA AynanKauum 4p,
3a4epKKa pa3BUTUA, He3HauUTe IbHble Npobnembl c cepaLem,
MaxoBas rpbiKa, Nerkmin NTos (onyLeHne BepXHEro BeKa).

® 4p16.3-p16.1 - 3a4eprKKa pa3BUTUA.

® 4p16.3-p15.3- 3ageprKKa pa3BUTUA, 3a4epPKKa peyeBoro pasBuTma
WAW OTCYTCTBME peyun

® 4p16.3-p15.3 - ynTaeT, nuweT, obWAETCA, OTIMYHbIE HABbIKK
MeJIKOI MOTOPUKM.

® 4p16.3-p15.3 - 3HaUUTENbHAA 3a4epKKa PAa3BUTUAN HECNOCOBHOCTbL
K 06y4YeHuto, cyaoporu.

Hebonbluaa AynavKkauua moxeT NPOU30OUTN BMeCTe C AefleLmei B
obnactn 4pl6.1, KoTopan BbI3biBaeT CMHAPOM Bonboda-
XupuwxopHa. MNocneactsma geneumm MoryT JOMUHUPOBATbL HaZ,
nocneacTeuamu gynamkaumm (Wyandt inEstabrooks 1995;
Partington 1997; Zollino 1999; Cotter 2001; Tschernigg 2002;
Gérard-Blanluet 2004; Takeno 2004; Unique).



MepBble NnpU3HaKu Cembu
Masno cemeli cCOOBLWNAN, YTO MaSIEHbKUIA pa3mep ros10Bbl UX pebeHKa
6b1n 3ameveH Ha Y3U B cepeanHe 6epeMeHHOCTU UK YTO 33JepPrKKa
poCTa Nno4a B TpeTbem TpUMecTpe 6epeMeHHOCTU HAaCTOPOXKUAA
Bpauyeil. OgHa cembs C pebeHKOM C AyMNJ/IMKALLMEN BCErO KOPOTKOro naeya
co0bLLMNA, YTO MHOTOYUCIEHHbIE MESTKUE KUCTbI BblIM 3aMeyeHbl B
04HOM nerkom Bo Bpems Y3U.

roBOpAT...

“Ha Horax,
AroaMuUax u B
nobkosoi obnactu
Y Hee 06UNbHbIN
pocT BoAoc, no

MHorue aetv ¢ gynankauvei 4p UMeloT y3HaBaeMblii BHELIHUIA BUA, MyxcKkomy TRy ” -
NULA NPU POXKAEHMN. Y HUX MOTYT BbITb Takne 0cOBEHHOCTH, Kak e3pocnbili unew
MaJIeHbKas roJ10Ba, BbICTYMAOLWMIA 106, BbICTYMAOLWAA KOCTb MeXAY cembu

6poBsaMM (HagnepeHocbe), BbICTYN nonepek 6poBK, LUMPOKO

paccTaB/ieHHble 11a3a YacTo C Kocornasmem (cTpabmsm), 6onblune, HU3KO PACOIOKEHHbIe
YLUK, WMPOKanA NepeHoCcnLa 1 TYKoBULLEOBPasHbIiM KOHYMK HOCa, He6O/IbLLIOK POT, TOHKKE
ry6bl, HeLOPa3BUTbLIM, 330CTPEHHbIV NOAGOPOAOK, MyX/ble LWEKM U YaCTO HU3KAA IMHUA
pocTa Bosioc. OAHAKO 3T 0COBEHHOCTM MOTYT BbITb e48a PasMuUMBI, a No onbiTy Unique
MOHO CKa3aTb, YTO Y M1aZeHLEB, KOTOPbIM NOCTAaBUAW ANATHO3 MPU POXKAEHWUM, Bblan
TaKMe O4YeBMAHbIE aHOMAAMM, KaK 3apalleHne HOCOBbIX XO40B (aTpe3us XoaH),
AedopMUPOBaHHOE YXO M Napasivy IMLEBOro HepBa. bONbLUMHCTBY AeTel, O KOTOPbIX Y
Unique nmeetca nogpobHasn uHdpopmaumsa, notpeboBanacb MeaMLUMHCKAn Uan
XUPYPruyeckas nomoLLb Npu poXxKAEHUN, HO AMArHO3 XPOMOCOMHOIO HapyLLEHUA B TOT
MOMEHT 6bl/1 NOCTAaBNEH TONIbKO NONOBUHE U3 HUX. HEKOTOpble AeTn OTCTaBaiu B
dU3MYECKOM PasBUTUN U BbIIM YPE3MEPHO TUXMMM, HO TPYNMe U3 Tpex AeTei AnarHo3 6bin
NocCTaB/ieH TO/bKO B LWKO/IbHOM Bo3pacTe. OueBnAHON B3aMMOCBA3M MEXLY Pa3Mepom
AYNJVKALMKU U CTEMNEHbIO BbIPaXKEHHOCTM NPobiem co 340p0BbeEM He 6b1s10 0BHapYKeHO
(Wyandt HE in Estabrooks 1995; Gérard-Blanluet 2004; Unique).

BHewHOCTb

B fono/iHEeHME K YepTam nLa, ONMCaHHbIM B MepBbix NpU3HaKax, ana AeTein, Kak
npaBuo, XapakTepHa KOPOTKan wes, a 3y6bl pacTyT HepoBHo. CoobLiaeTcs, YTo, Koraa
OETU B3POC/IEIOT, MX KPYr/ioe UL 06bIYHO YANMHAETCA, HO He 6b110 NPOBEeAEHO HUKaKUX
opuLMaNbHbIX UCCNe0BaHWNIA, U AaHHbIe HEOAHO3HauYHbl. ECTb NpeanonoxeHue, 4To y
HEKOTOPbIX AeTel MMEEeTCA YCUIEHHbIN POCT BOIOC, U HE6O/IbLLIOE KOIMYECTBO CEMEN
Unique Takke coobwmnm 06 atom (Kleczkowska 1992; Fryns 2000; Mau 2000; Takeno 2004;
Unique).

Yto Hacuet pocrta?

OfHa TUNWYHaA MoAeNb, ONUCAHHAA B MeAULMHCKOM IMTepaType — HOPMasibHbIW BEC NpK
POXAEHMM, 33 KOTOPLIM C/ieyeT MeJ/IeHHbIN POCT B AETCTBE U AOFOHAIOLMI POCT B
nepuoa nosioBoro cospeBaHus. MpumepHO y O4HOM YeTBEPTOM YacTM rpynnbl AeTein
HabntopaeTca BHYTPUYTPOOHan 3a4eprKKa pocTa, U OHU POXKAAIOTCA C BECOM MeHee 2,5 Kr B
Cpoke rectauunn 38 Hegenb. PocT B3pocabix ntogein ¢ aynavkaumel 4p BapbupyeT B
LIMPOKKUX Npeaenax. MccnegosaTtenu Takxke onncanm CUHAPOM YCKOPEHHOrO poCTa,
CBA3aHHbIN C AyN/nKauMei reHoB, PacnosioKeHHbIX B paoHe 4pl6.3, c nocneayowmm
BbICOKMM U KPYMHbIM TeNI0C/NI0XKeHNeM. HeKoTopble AeTU MOTYT OTKIOHATLCA OT 3TOM
MoZAeNn, K npumepy, poct ogHoro B3pocnoro coctasnsaet 130 cm. CornacHo onbity Unique,



BepemeHHOCTb

M poabl

B meanLMHCKOM
nnTepaType, NoOMMMO
TOrO, YTO BEPOATHOCTb
npexaespemeHHoro
Wnu nosgHero
poXAEHUA AeTEN C
aynankauunen 4p He
bonblue, Yem y ApYyrnx
LEeTEN, He yKa3aHo
KaKnx-nnmbo
KOHKPETHbIX AaHHbIX.
MpoueHT
pOXKAAeMOCTH AeTel ¢
aynankauuwen 4p oo 38
HeAenb cocTaBaseT
14,5% v nocne 42
Hegenb - 13,5%.
Unique TaKe He
BbIABW €4MHON
3aKOHOMEPHOCTHU
TeyeHus bepe-
MeHHOCTH. B aByx
b6epemeHHOCTSX U3
LLEeCTM BCE Ka3anochb
HOPMa/ibHbIM; OAHA
cembs coobumna ob
N36bITKE OKOJIO-
NAOAHbIX BOA,
(MHOroBoAMM) U

33 ePKKe KUAKOCTH, B
TO BpeMmsA Kak pa3mepbl
nnoaa 6binn oYeHb
ManeHbKkMmu. He 66110
o4yeBUAHOM
B3aMMOCBA3N MeXaY
pasmepom
LyNAnKauum un
BEPOATHOCTbIO
334epKKM pocTa
naoAa uav aHomanum
B TeYeHue
b6epemeHHocTu (Patel
1995; Unique).

MHOrvMe get 6blIM HU3KOro POCTa U, KOrAa BbIPOCAU, TaK U
OCTa/IMCb O4E€Hb HEBBICOKMMM, POCT HEKOTOPbLIX U3 HUX He A0CTUr
pare 150 cm, HO 0 AWH MOJIOAOW YeNoBeK ¢ AynanKaumeln 4pl6.3
Bblpoc 40 180 cm. Monoaown Yyenosek ¢ gynavkaumei 4pl5.2 —
p12 6bin HeobbiuHO BbicokMM (Kleczkowska 1992; Patel 1995;
Partington 1997; Fryns 2000; Kondoh 2003; Unique).

nOABM)KHOCTb U aKTUBHOCTb

B oTcyTCcTBME OPULMANBHBIX UCCAEA0BaHUI [lOKA3aTebCTBa
NOABUKHOCTM U XOPOLLEN PerynaLmm Menko MOTOPUKMY,
BK/IlOYAA yAepKUBaHWe NPeAMETOB, NOCTYNAlOT U3 ONUCAHWUI
C/ly4aeB B MegMLUMHCKOMN anTepatype u ot cemeit Unique.

Y HeKoTopbIx geTel Habatoganack BbipaXKeHHan 3a4epKKa B
Pa3BUTMM Ha PaHHMX 3Tanax: B O4HOM c/yvyae pebeHOK Hayan
cnpeTb B 12 mecAues 1 xoauTb B 24 mecALa; a B Apyrom —
YOEPXKUBAN TONOBY C 6 MecALEB, CMAEN CAMOCTOATE/IbHO C 2 NeT U
Havan xoguTb B 6 net (Tschernigg 2002; Kondoh 2003).

NHpopmauma oT Unique noaTBEPKAAET, YTO TaKan 3a4epikKa
pa3BUTMA XapaKTepHa, a ee cTeNeHb MOXET BapbMpoBaThb. [leTn
Havya/n NepeBOPaYNBATLCA B MPOMEKYTKe mexay 2 1 11
mecALaMu1; cuaeTb BepTUKanbHO mexKay 9 u 19 mecauamu;
Nnos3aTb Ha YeTBEPEHbKAX UK CUAA — B MPOMEXKYTKE MeKay 8

KopmneHue - cembU roBopArT...

Y MeHA NoNyUnNoCh KOPMUTB FPY/AbIo, XOTA Y MOl Aouepy NaocKas
nepeHocuLa, 1 el YacTo 6bIN0 COXKHO OAHOBPEMEHHO AblWaTh U
cocaTb W, 3aKOHYMB eCTb, OHa XBaTana Bo3ayx ptom. OHa Bce elle
pasfAaBaAMBaeT NuLly A3bIKOM BMECTO TOro, 4TobbI KesaTb * -
dynaukayusa 4p15.1 - pter, celivac oHa 83pocnas
“ OHa xopoLLo 6pana ByTbINOUKY, XOTA A HAKOT4A He KOpMUAa ee
rpyabto. OHa Mmoraa ecTb TBEPAYHO MULLY B MEPEMOIOTOM BUAE, HO C
KycouyKkamu eabl bbinm npobiembl. CeMyac OHa B OCHOBHOM €CT MeJKO
Hape3aHHYo NULLY, HO y Hee c/labble KeBaTesibHble MbILLLLbI, U OHA
NIErKO MOXKET nonepxHyTbcs. OHa ecT H6bICTPO, YAacTO HabuBaeT NONHbIN
pot” - dynaukayus 4p13 -p12, celivac oHa 63pocnas
“c KopMJieHnem Bce 6bis1o B nopsagKe, Ho ¢ 3 o 10 mecsues oH
cTpagan ot peoTbl GoHTaHOM - dynaukayus 4pl6 - p16.3, celivac oH
83pocsblli
““KaK TOIbKO OH POAM/ICA, €70 KOPMMU/M Yepes Ha30racTPasibHbI
30HA,. Co BpemeHeM OH Haya/l NUTb ryCTOe MOJIOKO M3 BYTbIZIOYKK, HO
NOCTOAHHO AaBuACA U 3aabixanca. OH Bce eLle ecT ntopeobpasHyto
MULLY M 4acTo OTKa3biBaeTca oT eabl. OH He ByaeT ecTb onpeaenieHHble
BMbl NeYeHbs.  Aymato, 4To 310 B HONbLUEN CTENEHM U3-3a ero
ayTM3Ma 1 OTCYTCTBMA NOHMMAHUA TOTO, YTO ApPYrMe NPoAYKTbl TOXe
MOTyT 6bITb NEYEHbEM, AaXKe eC/IU OHM BbIFAAAT No-pasHomy » -
dynaukayus 4pter - p11, 11 nem
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HaBbiKu menkow

MOTOPUKMU
Cepusa HabnoaeHUn
Unique BbiaBuna 6onblioe
KO/M4ecTso
MHOMBUAYANbHbIX
pasnnymnie, Npu sTom y
HEKOTOPbIX AeTeNn
pasBUTHE onpeaeneHHbIX
HaBbIKOB MesIKoW
MOTOPUKM
COOTBETCTBOBA/O
BO3pacTy. B uenom, getam
6b1N10 CNOXKHO AepKaTb
BYTbIIOYKY ABYMA PyKamu,
UrpPaThb C UTPyLLIKaMM, a
no3Xe AepKaTb pyyKy uam
dnomacrep. Y HEKOTOpPbIX
neTel coxpaHunacb
onpegeneHHaa TPyAHOCTb
npv ogHOBPEMEHHOM
MCMNONb30BaHUK 06enx
PYK, TaK 4TO NI0BNA MAYa
noKa npeacrasnafer ana
HWUX CIOXKHOCTb.

Ha ¢oHe aTol 0bLwein
KapTUHbI HEKOTOpbIE AeTH
[0CTUrAN 6oNbLINX
ycnexos B pa3suTuUm
MesIKO MOTOPUKM, @ OAMH
TPUHALLATUNETHUN
MasIb4UK MOT He TO/IbKO
nucaTtb U PUCOBaATbL PYYKOM,
HO M HaHW3bIBaTb MesIKue
npegmertbl, Kak bycbl, Ha
HWUTb. Bce B3pocablie ntoan
Hay4yManCb NevaTaTb Ha
Knasumatype.

Kak oTMevaloT HeKoTopble
cembM, HeobblyHOe
aHaTOMMYecKoe CTpoeHue
PYKM MOXKET nos/eYb 3a
coboli Takme npobnemsl,
KaK HWU3KO NOCaXKeHHbIM
6onbluoK nanew unu, B
OPYrUX CAyyasnx, AIMHHbIe
KOHYCOBWAHbIE NasbLibl.

1 20 mecauamum, a xoanTb B nepuog, ot 18 mecaues oo 5
net. CamocrosaTenbHan xoabba bbla 0CBOEHa Mexay
TPEMA W LWECTbI0 rogamm, a NOAHUMATLCA MO NeCTHULE
[,EeTU HAay4MAuCb B BO3pacTe OT ABYX A0 LeCTH NeT.

OnpeaeneHHble TPYAHOCTU 3aKA04Ya/IUCh B TOM, YTO Y
OeTel COXPaHANCA HU3KMI MbILIEYHbI TOHYC, XOTA OH U
He 6blN HAaCTO/IbKO HU30K, YTOObI pebeHKy TpeboBanacb
noaAep Kka B BUAE KOPCeTa UM WuHbL. Y Tex geten,
KTO Mowen paHo, 0TMeYanacb HeyCTOMYMBOCTb NPU
xoabbe, HeYKNIOKeCTb, AETU NAaAAIN U HATbIKA/IUCb Ha
npeameTbl; 6er gasanca Um Henerko. Mo goCTUXReHUU
noApPOCTKOBOro Bo3pacTa NOXo4Ka yay4lianach,
0ZlHaKO, KaK NpaBuio, ocTaBasiacb HeobbIYHOM, C
LUMPOKO paccTaBAeHHbIMM HOTaMW, U B3pOC/ible NtoaM
MOT/IM UCMbITbIBATb COXPaAHSAOLWMECA 3aTPYAHEHUA NpU
OAvTeNbHOM xoabpbe 1 coBeplueHnn
KOOPANHMPOBAHHbIX AENCTBUIN, TaKUX KaK ber uam
NPbIXKK.

CycTaBbl HEKOTOPbIX AeTel BblIM MAaNoNoABUKHbI, 1
OHW HY}KAA/IUCb B UHTEHCMBHOW GU3MYECKOM TEpanun 1
opTONeaNYECKOM JIeHEHUU, YTOObI COXPAHUTD
NoABUKHOCTb. B ogHOM cnyyae pebeHKy ana
nepeasuKeHusa bbln HeobxoANMM NONHBIN Habop
BCMOMOraTe/IbHbIX CPEeACTB, BKNOYAA UHBAUAHOE
KPeCno, KONACKY U NOABEMHUK.

Y MHOTUX AeTei MMeNNCh BPOXAEHHbIE NOPOKM
pa3suTUA cTon. ITM aedeKTbl BKAOYaNMN B cebs
KOCOMaMnocTb W CTONY-Kaya Ky (Mo4oLBa CTON BbIrHyTa
KHapPYKM, KaK HOMKKa Kpec/ia-KayasKku,), Bbi3biBaBmne
6011 Npu xoapbe; nepeKpelLeHHble Nanblbl HOT,
notpeboBasllee KOPPEKTUPYIOLLEN onepaLuu,
TAME/Ible KOHTPAKTYPbl CYCTaBOB CTOMbI,
notpeboBaBLLME HEOAHOKPATHbIX ONepauui,
TMMNCOBAHUA U HANIOXKEHUA LWKH.

[o nAT\ neT peTam NpoBoAmMaach pusmyeckas Tepanus,
4TO6bI NOBBLICUTH MbILLEYHbIV TOHYC, Pa3BUTb TMOKOCTb
CYyCTaBOB M MOMOYb HAaYaTb XOA4UTb. HeKoTopbIm
noTpeboBanocb NPOAO/XKMUTL Kypc pUsnyeckom
Tepanuu B NOAPOCTKOBOM BO3PacTe, a 3aTEM U BO
B3POC/IOM }KN3HU, YTOObI YBENUYUTD NOABUNKHOCTD
CyCTaBOB U YMeHbLWNTb 60/1b.



Ob6yueHue
bonbwmHcTBO
OeTel, 0 KOTOpbIX
€CTb CBEAEHUA B
MeANUMHCKOM
NuTepatype, B TOM
WIN HOM CTEeNeHu
MMeNun TPyaHOCTU
B 06y4eHun, Ho Nno
onbity Unique n
HEKOTOPbIX APYIUX
nccnegosartenen
Oaxe npwm
NPOTSXKEHHOMW
AynavKauum atu
TPYZLHOCTU MOTyT
6bITb cnabo
BbIPaKEHbI.

Y 60/1bWNHCTBA
AeTel, cornacHo
onucaHuam,
yMmepeHHasa unu
TAXKeNasn cTeneHb
OorpaHuyeHun
KU3HeeATeNbHOC-
TN, HO MHOTUE U3
HWX C BO3pacTom
cmoryT
CyL,ecTBOBaThL B
obuiectse npu
Heobxoanmonm
noaaepKKe.

O6yuyeHue - ceMbM roBopAT...

“ Bekku 66110 OKO/I0 6, 1 Mbl 6b1M B MOpKLWMP-[einc, Henoaaneky ot
AepeBHM nog, HazaHuem JInTnbek, KoTopoe BbiNo BbIXKKEHO
6onblMMKN bykBaMmM Ha yKasaTesie. Mbl He morau yeecTu eel 3atem A
Hanucan cobcTeeHHble KHWUMM Npo Hee. OHa 0603Kana noesaa, NO3Tomy
"Tomac v ero apy3bsa" o4yeHb NOMOranuM Ham B ee obydeHun. Y Hee
BCerja no/yyasnoch syyllie YTo-TO 3aNOMUHaTb, €C/IM OHA NOBTOPANA
3T0 MHOTO pa3 — MHe noTpeboBanock NATL IEeT, YTOObI Hay4YUTb ee
3aBA3bIBATb WHYpKK! [lo HacTynaeHus nybepTaTHOro nepuoaa y Hee
6blIM TPYAHOCTU B 0OYYEHUM OT IEFKOM [0 YMEPEHHOW CTEeMeHwu,
YUTaTb OHa Hayumsiack B 8 1eT M 3 mecALa, a C MOHUMaHUeM
NPOYUTAHHOTO - B 8 S1IeT U 6 mecALEeB. 3aTeM Y Hee pa3BUCA NCUX03, U Y
Hee Hayannch 6osblune NPoBaeMbl ¢ KOHUeHTpaumei - dynaukayus
4p15.1

€y [IeHHMbEp NyyLIEe MONYHAETCA YUNUTHCA, KOTAA OHA 3aHUMAETCs
WHAMBUAYaNAbHO ¢ Npernogasatesiem. OHa XOPOLLO NOMHUT NpoLleaime
cobbITUA, U, BO3MOXKHO, 3TO NOMOraeT el B 06y4eHnn. OHa untana
C/1I0Ba M NPOCTbIE KHUMU C KPYMHBIM LWPUGTOM M AOCTUINA HAUAYHLINX
pe3ynbTaTos B 12-13 net. Ceiyac ee 3peHme yxyALInA0Cb HaCTONbKO,
YTO el AMArHoCTMPOBAN CNENOTY, U U3-3a 3TOTO OHA YTPaTUIA MHOTUE
HaBbIKM, OHa 60/bllie HecnocobHa HanucaTb cBoe umMa > - dynauKayus
4p13 - p12

“ Tomac yunTca nyuie, Koraa TeMbl €My MHTEPECHBI, HANPUMED, eMy
HpaBATCA Noe34a, MW KOTrAa OH HaXxoAuMTCA B 61aronpuAaTHON cpeae.
Koraa oH HacnaxgaeTtca NpoLeccom, OH yYnTca ropasgo aydwe. B 13
JIET OH YNTAET NPOCTbIe NPEASIONKEHUA U HEPa3bOPUMBO NULLET CBOE
uma n agpec. OH KonupyeT 1 cpucoBbiBaeT Byksbl. Ero uteHune n
NUCbMEHHbIe HaBbIKM AeACTBUTENbHO Pa3BMIUCL B NOC/eHEE BpEMS,
HO BCe ellle OYeHb He3pesble, A/1A HEro 3TO CAOMHO * - OynAuKayus
4p16.3 - p15

6 [xkermc yuntca nydwe B8 atmocdepe 068K U BHUMAHUA, U
Habntogan 3a Apyrumu. B ceomn 11 neT oH o4eHb LieneycTpeMaeHHbIN U
06bI4HO COCPeaoTauMBaETCA Ha OAHOM onpeaeneHHol npobneme ” -
OynAuKayus 8ce2o KOPOMKO20 rnae4a

MonyyeHune cnpasKu

“ ¥ Hee 6bina cnpaBKa, HO OHa NOYYMAA ee TONbKO B 9 /eT, 06a ee
poaUTENA BN YUUTENAMM, 1 OHA BECCMIOPHO MMENa XPOMOCOMHOE
3a6onesarue. ”



Peub

Mpexae He NpoBOANNOCH
$popmanbHbIX MccnenoBaHUi
pa3BUTMA peun noaen c
aynnvkaumen 4p. Peub
3aBUCUT OT MHOTUX GaKTOPOB,
TaKMX KaK NOHUMaHWe,
YMeHWe KoOopANHNPOBaTb
peyb U KeCTUKYIALUIO UK
3HAKM, a TaKKe NoTpebHOCTb B
obuweHnu.

PeueBan Tepanusa
Jloroneguyeckoe nevyeHue
6b1/10 NPeaNoKeHO BCEM
netam rpynnel Unique, n
60/bLINHCTBO CEMEN COYMU
ero nosnesHsiM. Tom npowen
iororneaunyecKkoe neyeHune B
AeTcTBe, YToObl yyYWnTL €ro
KOpMJIEHWE, a BCE OCTa/lbHble
AeTv B rpynne npoLwn
[OOLWKONbHYIO Tepanuio C
Le/blo MOMOLLM B Pa3BUTUN
A3blKa. JykeHHUdep npolwna
TEpanuio B LUKOJIbHOM
BO3pacTe, YTOObl HayUUTLCA
cocTaBnATb Gppasbl U
npessioxKeHus, a bekku
BbINOJIHANG YMIPAXKHEHUSA,
YTOObI YNYYLINTL TOHYC MbILLLL
pTa 1 A3bIKa, TaK Kak ee A3bIK
6b11 60bWKUM U BANBIM. TOM
TpUKAbI Npuberan K
Jloroneanyeckomy NeYeHuio, B
nocneaHuit pas
MHAMBMAYaNbHO B Bo3pacTte 11
NeT, 4Tobbl YAYYLINTD
apTukynaumio. B Bospacte 5
net bekku 'Havana 6onTtatb U ¢
Tex Nop HUKoraa He
ocTaHaB/uBaeTcs'.

O6uweHune - ceMmbyu roBOPAT...

“ Cgom nepsble cnoBa bekku nponsHecna B 3 roga, HO
TO/IbKO CMYCTA NONTOPa rofa OHa Mora roBopuTb 6osibLe
ofHoro cnoBa. OgHaxKAabl Ha oTAbixe BO PpaHLMKM OHa
CXBaTUNA HOXK M cKasana 'OCToporKHO, Noesellb B
60nbHMULY': 3TO BbINIO ee NepBbIM NpeasioxKeHnem. Mocne
3TOro ee nNporpecc 6bi1 MegAeHHbIM U COCTOA U3 PbIBKOB
n nnato. OHa NpoLlia noroneanyeckoe nNeyYeHune, a ee
NMOHUMaHWE U OCMbIC/IEHNE BCErAa ONeperKaan HaBblK
yTeHuA.

% Ona YKe B3pocnasn, pa3roBapuBaET, a TaKKe HEMHOTo
3HaeT A3blK XKeCcToB, MOTOMY UTO Y ABYX AEBYLUEK, KOTOpbIe
JKUBYT C Hel, ecTb Npobiembl ¢ peybto. OHa garke HEeMHOro
roBopuT No-dpaHuysckn. OHa NpaBUAbHO UCMONb3YeT
CN10Ba M XOpoLwo noabupaeT EKCKKY, a KOraa XopoLuo
cebna YyBCTBYET, MOXKET UTPaTb CI0BAMM U LWYTUTb, XOTA
[EeNCTBUTENbHOCTD U BbIMbICEN MOTYT MHOTAQ CMeLlaTbes ! ”
- beKkku, 27 nem

a [xxeHHudep Hayana MCNoNb30BaTb A3bIK XKECTOB, a
3aTem, npumepHo ¢ 6 neT, u cnosa. CeroaHa ee peyb
OorpaHMYyeHa, HO OHa MOXKET MeaJ/IeHHO FOBOPUTL
npesnoXeHMAMM 1 3a4aBaTb MPaBUJIbHbIE, XOTA U
noBTOpPAOLLIMECA, BOMPOCHI. Y Hee yauBUTEIbHaA NaMATb
Ha MMeHa 1 cobbITuA. B Lenom, y Hee cepbesHble
TPYAHOCTU C CEMaHTMKO-NpParmaTUYecKMm acrneKkTom
A3blKa, U ee MOHMMAHWE 1 UCNOo/Ib30BaHMe BepbasbHOTO
A3bIKA CUIbHO HapyLUeHbl » - eHHugep, 25 nem

6 [Kelimc ncnonb3yeT CN0Ba U COCTABASAET NPeaoKeHNUS,
M XOTSl OH He MOKeT 061LaTbCA KaK BCe, BCE Ke YyBCTByEeTCS
nporpecc. 1o 7 neT OH roBopu KOPOTKUMUK dpazamm u
OTAe/IbHbIMU CNoBaMW. HeaBHO OH Hayymaca obLwaTbes,
HO B 22 roJa OH BCE eLle YYMTCA BblparkaTb CBOM MbIC/IN.
TpyLHO CKasaTb, HACKO/IbKO OH BCE OCO3HAET, NOKa YTO
HU4Yero cno¥kHoro. OH pa3BMBaCcA MeaJ/IeHHO U HUKOr4a
He perpeccuposan > - [Duelimc, 23 200a

o [Kelimc TONIKaeT, TAHET, }KeCTUKYANpYeT U U3gaet
roN0COoBbI€ LYMbl, HO COBCEM HE UCMOJIb3YeT peyb. A
MCMNO/b3YHO A3bIK }KECTOB B 0OLLEHNN C HUM, HO CaM OH UM
He nosnb3yeTca. [I)KeMMc 3HaeT, rae fiexkaT onpeaeneHHble
BEeLLM U, eC/IN OH XOYET YTO-TO, OH MOATANIKMBAET MOIO PYKY
B TY CTOPOHY, HO €CNU A OTBeAY ee, OH He MOHUMAET U
HauMHaeT nepexkuesats * - Icelimc, 11 nem

a Poy3 TonKaert, TAHET 1 yKasbiBaeT naabuem. OHa Bce
XOPOLLO NOHUMAET, U ee nporpecc 6bia YCTONYMBBIM, XOTS
ceiluac ee pa3BUTHE NPUOCTAHOBUNOCH - Poy3, 3 2004



MeauumnHcKue npobaembl

B Uesom, no-snammomy, y ,CI,eTEI;i C p,ynnmxau,meﬁ 4p HET 3HAYUTENIbHO NOBbLILWEHHOIO PUCKa
CEPbE3HbIX BPOXKAEHHbBIX NOPOKOB Pa3BUTUA. Tem He MeHee, MOTyT pa3BuUTbCA, B YaCTHOCTYH,
npob6aembl C CycTaBamm.

Cycrasbl
CyCTaBbI MmoryT ObITb TYyronoasu»XHbl, BO3MOXHbl KOHTPAKTYypPbl, a Nasblbl MOTYyT ObITb
CXaTbl. Ha6mo,u,anm:b BbIBUX 6e,u,pa U CMHOCTO3 /Iy4e-/I0KTEBOro coeanHeHunA: ase
KOCTU,coeamnHaoWmne TOKOTb C 3anNACTbeM, CTUIUCb U OFPaHUYNBAIN BPaALLLATE/IbHbIE
ABUXKEHNA npeanneybA.

OnbIT y4acTHUKOB Unigue CBA3aH C TYyronoABUKHOCTbIO M OrpaHuyeHrem obbema
OBUXEHWUI B HEKOTOPBIX CYCTaBax (KONEHHbIN, TO/IEHOCTOMHbIV W IOKTEBOM), A TaKKe C
TPYAHOCTAMM BbINOJHEHWNA TaKUX AEWACTBMI, KaK NOACTPUraHWE HOITEN Ha Horax.
HeKkoTopble B3poc/ible CTPaAaloT CUHAPOMAaMM HaBA3UMBBIX ABUMEHUIN PYK, HaNnpuUmep,
6ecnpepbiBHbIM NoAeprusaHnem KUcTbio. OamH pebeHoK cTpaaan BbipaXeHHoM
TYronoABUMKHOCTbIO CYCTaBOB, 04HAKO Yy BONbLIMHCTBA OHa NposasaseTca cnabo nam
ymepeHHo. Y apyroro pebeHka passunacb 60s1e3Hb MepTeca. 310 601€3Hb, NPU KOTOPOI
ronoeka 6e4peHHON KOCTU CTAHOBUTCA MEHee XKecCTKon 1 AedopMunpyeTca, YTo NPUBOAUT K
TYronoABUKHOCTM CyCTaBa U paHHeMy apTpuTy. BobWIMHCTBY AeTelt NpoBoANAM
bu3nYeckyto Tepanuio, a 0AHOMY NOAPOCTKY — HU3KOMHTEHCUBHYIO 1a3epPHYI0 Tepanuio
(LLLT), HeMHBa3nBHOE NevyeHne ocTeoapTpmTa U XpoHUYECKo 60K B cycTaBax.
3¢ddeKTMBHOCTL ITOro MeToaa nedyeHus octaetcs cnopHoit (Kleczkowska 1992; Patel 1995;
Schinzel 2001; Unique).

Cronbl
HEKOTOpre AETU POXKAOAKTCA C HeobblYHO U30rHYyTbiIMU CTONAMM, Yalle Bcero c
KOCO/1anoCTbiOo (BKBMHOBapyCHaﬂ KOCO1anoCTb, Npn KOTOpOVI CTONbl NMOBEPHYTbI BHYTPb U
BHM3) UM CO CTOMNOM-Ka4anKol (NogoLLBa CTOMNbI BbIFHYTA HaPYXKy TaK, YTO OHa
HanOMUWHaAeT OCHOBaHWMe ercna-KaqanKm). TaKkue coCToOAHUA MOXKHO ncnpasuTb UAK
061er4YnTb XMPYPruyecknum nyTem.

3aboneBaHuA AblXxaTeNbHbIX NyTel
MccnepoBatenn oTMETUIM, YTO PECNIMPATOPHbIE MHPEKL MW BCTPEYAKOTCA YacTo, U, MO
KpaiHel mepe, y 4eTBEPTM AeTel OHU NPOTEKAIOT AOCTAaTOYHO TAXKENO, YTODObI BbI3bIBaTb
noTpebHOCTb B CTaLMOHapHOM fieveHnn. MHbeKumm apixaTenbHbIx nyTein moryT 6biTb
BbI3BaHbl B MEPBY0 04epeab acnnpaLMen MUK NN COAEPKUMOTO XKeyaKa B nerkue. Y
o4HOro pebeHKa 3To NPMBEJIO K XPOHUYECKOMY BOCMAAUTENbHOMY 3a60/1€BaHUIO ETKUX.
OnbIT y4acTHUKOB NpoekTa Unique 3To noateepxaaeT. OHM 60NetoT pecnvpaTopHbIMM
3ab60s1eBaHMAMM Yalle, Yem AeTH 6e3 XPOMOCOMHbIX HapyLIEHWI, OAHAKO HET
3ab6on1eBaHuIA, KoTopble 6blM Bbl TUMUYHBIMUK ANA AeTel ¢ AynanKaumen 4p: 6PoHXMT,
acTMa, Kpyn v peLmamBupyloLLee BOCNaseHNe ropTaHu, Bbi3biBaloLwme NepnoamuIeckyto
06CTPYKLMIO AbIXaTe/IbHbIX MyTel, - OTMeYanuch Bce 3Tu 3abonesaHuma (Bauknecht 1976;
Patel 1995; Mau 2000; Unique).

AHOManuun Pa3BUTUA NOJIOBbIX OpPraHoB
[N MafbyMKOB CYLLLECTBYET MOBbIWEHHbIA PUCK POXKAEHMUA C 0gHOMN uan 6onee
aHOMasiMel NoNOBbIX OPraHOB (4EBOYKM, NO-BUAMMOMY, HE NOABEPIKEHBI TAKOMY PUCKY).
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Kak npaBWa0, OHM HE3HaYUTENbHbI U MOTYT BbITb UCNPaB/EHbI C MTOMOLLbIO HEC/TOXKHOM
onepauun unu BoobLue He TpeboBaTb XMpypruyeckoro BmeLLaTtenscTea. Habaoaarowmecs
aHOMa/IMK BK/IIOYAIOT B cebAa runocnaguio, Npy KOTOPoit OTBEPCTUE MOYENCTTYCKATEIbHOTO
KaHana CMeLLeHOo BHW3, SNUCNazumio, MpU KOTOPOI OTBEPCTUE CMELLLEHO BBEPX,
HeonyLeHne ANYEK, Koraa AUYKM, KOTopble 06bIYHO ONYLLLEHbI B MOLLIOHKY 10 POXAEHMS,
OCTaloTCA PACNO/IOKEHHbIMM Bbllle, U HEOBbIYHO ManeHbKMiM NofoBoi YneH (Schinzel 2001;
Unique).

Cyapoporu
Mo gaHHbIM UccnegoBaTenel, NPUbAN3UTENbHO YETBEPTD AeTel ¢ AynauKaumen 4p
NoZBEPNKEHbI PUCKY PA3BUTUA CYA0POKHOIO CUHAPOMA. ITM OLLEHKMN COFNacytoTca C
onbiTom Unique: faHHOe ocnoXHeHMe HabaoaaeTtca y yetbipex U3 15 aeteir. Tem He
MeHee, HEeT KaKon-1Mbo TUNUYHOW ANA geTen ¢ AynavKaumein 4p pasHOBUMAHOCTU
CYA0POXKHOIo CUHAPOMA, @ B O4HOW CEMbE C ABYMA BONbHbIMW AETbMM 3NUAENCHEN
CTpazan ToNbKO OA4UH pebeHOK, B TO BpeMs KaK y BTOPOro NpunagKku He passuanch o 19
nert (Patel 1995; Unique).

UcKpuBneHne No3BOHOUYHMKA (CKONMO3)
Uccneposateny obHapyxunu, uto y 38% navumeHToB 66110 UCKPUBAEHWE NO3BOHOYHMKA.
OnbIT Unique noptBepamnn 370, HO B 6ONbLUMHCTBE C/ly4aeB CTeMNeHb CKO/IMO03a bbina
NIErKOM, U AETU HYKAANNCb TO/IbKO B Nepnoamyeckom HabaoaeHnn, He 6b110 noTpebHocTH
B CMeuManbHbIX KPeciax, HoWeHMM KopceTa Uan Xupyprudeckom nedernn (Patel 1995;
Unique).

AHOMmanuu 3y6os
AHOMannm 3y60B YacTo BCTPEYAOTCA Y leTEW C XPOMOCOMHOW NaTo/IorMel 1 B YaCTHOCTM C
aynnukaumeit 4p. Mo onncaHMAm uccnefoBatenei, BepxHue 3ybbl MOryT BbICTyNaTb
Bnepes 1 pacnonaratbes 613Ko gpyr K Apyry. Uccneposanua Unique nokasanum, uToy
60/1bLLUMHCTBA AeTel MMeeTcA CKy4YeHHOCTb 3y6oB Ha o6eunx YentocTsax. Y ogHoro pebeHka
6blna KocTHasA niomba, NnoTpeboBaBLIAA XMPYPrMYECKOro BMeLLaTeIbCTBa, YCTaHOB/IEHUA
6peKeToB 1 KOPOHKM, Y elle oaHoro pebeHKa 6bi10 Tpu nepeaHux 3yba (Kleczkowska 1992;
Unique).

Mpouune HapyweHua
Puck Toro, uto y pebeHKa moryT 6bITb gpyrve BpoXAaeHHble AedeKTbl UK BOSMOMXKHO
pa3BUTME KaKNX-TMOO MHbIX HAapyLLEHWIN, HEBENIMK, O4HAKO Y togel ¢ Aynankaumen 4p
npeacTaBaeHa WMPOKas NasmMTpa NPoYMX paccTponCcTB. HekoTopble CBA3aHbI C
aynavkaumen 4-i xpoMoCOMbl, ApYrMe MOryT UMeTb COBEPLUEHHO OT/IMYHbIE NMPUYUHBI.
MpoueHTHble COOTHOLWEHMA B3ATbl U3 Nybankaumm Matena 1995 roaa. Cloaa BKAOYEHbI:
AHOMa/INU KeNyA0UYHO-KMLWEYHOro TPaKTa - 30%; naxoBas rpbixKa - 15%; BpoXKAeHHbIe
NOpPOKM cepAaua, B ToMm yncie agedpekTol MexnpeacepaHoi neperopoaku (AMMM,
OTBEPCTMA MeXAy ABYMA BEPXHMMM KaMepbiMK cepaua - npeacepanamm),
NepCUCTUPYIOLLMIA OTKPbITLINA apTepuanbHblii NpoTok (OAM, nposasaeHne NepcucTUpyoLWwero
deTanbHOro KPoBoobpaLLeHNA) U KoapPKTaLMA aoPTbl (CyXKeHue r1aBHOro KPOBEHOCHOIO
cocyaa, nayuero oT cepAaua); pacliennHa rybbl; 6paHxmoreHHan KMCTa (KMCTa Ha Luee,
pa3BMBaloLLAACA U3 OCTAaTKOB IMBPUOHANbHbIX TKaHen);aHoManus LLnpeHrens (CnoxHbIN
BPOXAEHHbIN MOPOK Pa3BUTMA, NPU KOTOPOM lonaTKa AedopMMpPOBaHa 1 CMeLLLeHa BBepX);
[0NONHUTENbHbIE NanbLibl AN HU3KO NOCaXKeHHble 60/bluiMe Nasblbl; rpbiXKa Anadparmel,
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KoTopas oTaenseT 6PIOLWHYI0 NOAOCTb OT FPYAHOM; OTCYTCTBUE KENYHOTO Ny3blIpsA;
pasnnyHble aHOMaNUK FOJIOBHOTO MO3ra; OTCYTCTBYIOLLLEE UM HEL0PA3BUTOE ABEHAALATOe
pebpo; AMBepPTUKYbI (aHOMa/IbHbIE BbINAYMBAHWUA) B MOYEBOW CUCTEME; aTPE3MA X0aH
(3apalLeHre nnmn upeamepHoe CyXeHne HOCOBOro X04a); TMNOTUPEO3 (BECb CMMUCOK
NCToYHMKOB; Unique).

Cnyx
MoTeps cayxa He ABAAETCA PacnpOCTPaHEHHbIM ABAEHMEM Y Jt0AeN C AynavKauue 4p,
Kpome GNIOKTYMpPYIOLLEN TYroyxoCTH, BbI3BaHHOM 3KCCYAAaTUBHBIM CPELHUM OTUTOM B
pesynbTaTe MOBTOPHbIX YLIHbIX MHOEKLMIA B ETCKOM BO3pacTe (0T paHHero aeTcTea Ao 12
NeT). DTOT TUN FAYXOTbl, KOTOPAA Ha3blBAeTCA KOHAYKTMBHOM TYrOyXOCTbiO, YacTO BO3HMKAET
y Bcex aeteit u 0cobeHHOo y Tex, Y Koro Habato4aloTca XPOMOCOMHbIE HapyLueHus. SledeHne
BK/ItOYAET B ce65 YCTaHOBKY LWYHTOB (BEHTUAALMOHHbIX TPYBOK), 04HAKO O4HA CEMbS
3aduKcmpoBana, uto 6apabaHHble NepenoHKM nx govepu 6ol HeobbluHOM GopMmbl, B
CBA3M C YeM TPYOKM He yaep:KuBanuch. CepHble NPobKu, TpebytoLme peryaspHoro
CMpWHLEBaHMWA, OCTaBaaucb Nnpobnemoit ans Hee.

3peHue
HecmoTps Ha To, 4To Kocornasume (cTpabusm) yacto HabntogaeTca y geten ¢ AynavKkaumen
4p, Vi TaKKe BCTpeyaeTcs NTo3 (onyleHne BepPXHEero BeKa), y 60bWNHCTBA U3 HUX
HOpMa/ibHOE 3peHne, XoTa HabnAaANCh CyYan AaNbHO30PKOCTU U BANM30PYKOCTU
(vHorpa TaxKenoin). CepbesHble fedeKTbl 3peHUn BCTpeYarTca Y HeboNbLIoro KomyecTsa
ntogen, Nno oueHKam npumepHo y 15%.
AHa/nIM3 NOPOKOB rnasHoro AbioKa y Mtoaen ¢ aynavkauvein 4p sbiasua Hanbonee
pacnpocTpaHeHHble aHOMaUKU, Takne Kak MUKpodTasibM (KpaitHe ManeHbKWiA rnas) n
Konoboma (pedeKT, BOSHUKAOLWMI Npy HENPaBUIbHOM 3aKPbITUM 3apOAbILLEBON LWEeN,
obecneynBatoLLei NOCTYNIEHWE NUTATENbHbIX BELLECTB K Pa3BMBaOLLEMYCA I1a3HOMY
A610Ky), MHOrAa 06e aHOMannn Hab K AaTCA Y OLHOTO U TOro Ke pebeHka. Y AByx
MNaZLleHLEB OAMH a3 He chopmmposasca. CornacHo NpesnosoXKeHUIO O4HOMO U3
uccaenoBaTesiel, 3a 3T CTPYKTYpHble AedeKTbl [1a3 oTBeYaeT U3bbITOYHAA SKCnpeccus
reHa uam reHoB B61M3M KOHL,@ KOPOTKOTO MJie4a XpOMOCOMbI 4 .

Ha MmoMeHT HanucaHuA aTol 6powtopsbl rpynna Unigue HacuuTbiBana 04HOMO y4acTHUKA C
aynnvkaumen 4pl3 po pl2, cepbesHo NOparKeHHOro Konobomoit. B aeTckom Bo3pacTe oHa
6bla1a YaCTUYHO 3pSAYEN, ee 3peHmne YXYALMNOCh B HaYa e TPETbEro AECATUNETUSA KU3HM,
Korza npousoLU/io OTC/IOEHME CETYATKM Ha OAHOM rnasy, a Ha Apyrom chopmmnpoBanacb
KaTapaKTa. XOTA HEeKOTOPOe OCTaTOYHOE 3peHne COXPaHUIOCh, B Bo3pacTe 25 neT el 6bin
nocTasneH AuarHos 'cnenota’. Ewe oamH pebeHoK ¢ gynavkaumein BCeEro KOPOTKOro njeyva
Xpomocomsbl 4 obyyanca y npenogasatens ana cnabosmaawmx (Lurie 1994; Schinzel 2001;
Unique).

Mcuxuyeckoe 3poposbe

B oaHoW 13 cemei Unique y ao4vepu B Nepmog, NoIoBOro CO3peBaHus pas3suaca Nncuxos. Y
Hee bblna ANarHoCTnupoBaHa AynanKauuna 6onblien Yactm KOPOTKOro nneva 4-i
XPOMOCOMbI Ha4YMHaA OT ZIOKYyCa 4p15.1 A0 KOHUa XPOMOCOMbI 1 HebosblIan aeneuuna
ANNHHOIO naeYva OoT Z1I0KyCa 4C|35. HevlaBECTHO, CBA3aHbI N npO6I'IEMbI ee ncnxmnyeckoro
3/10POBbA C €€ XPOMOCOMHbIM 3abonesaHuem (Unique).
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NMosepeHune

Mpumep ycnewHow coumanbHOM aganTaunm 6bl1 oNUcaH B
Hay4yHOM 0630pe; XOTA OTAEe/IbHbIE UCC/IeA0BaTENN OTMETUIN
HapacTaloLLy C BO3PacTOM arpeccuto 1 HEKOMMYHUKabenbHOCTb
Ha GOHe He3HauuTeNbHbIX NPobaem c 0byyeHrem y oTua 1
pouepu ¢ HebosbLOM gynanKaumen KoHua 4p ot 4pl6.

CornacHo onbiTy Unique ans maneHbKux AeTelt B Lesiom
HeXapaKTepHbl cepbe3Hble NPobiembl NOBEAEHUA: POAUTENN
OMMCbIBAIOT CBOMX MasibllUei AOLWKOAbHOIO BO3pacTa Kak
BOCMWUTAHHbIX, PAJOCTHbIX, XKMBbIX U BHUMATE/IbHbIX, CKPOMHBIX. B
HEKOTOPbIX CYYanX CUTYaLMA BbIFIAAUT COBCEM MHAYE: POAUTENN
3aMeyaltoT BblparKeHHble nepenagbl HACTPOEHMA, a Y O4HOTO
pebeHKa B BO3pacTe YeTbipex neT 6bla 4MarHoCcTMpPoBaH ayTusm. Y
Apyroro pebeHka Habloganack HEKOHTPOIMPYEMas arpeccus Bo
Bpems npebbiBaHUA B LETCKOM cajy.

C BO3pacTOM y HEKOTOPbIX AeTel Npobiembl C NoBegeHneM
MHOTOKPAaTHO ycUAnBaAuCh: TpeboBaHMe BHUMaHMA U arpeccusn
BbI3bIBa/IM Yy poauTeselt onaceHma. HekoTopble NoAPOCTKM
OEMOHCTPUPOBANM HaBA3UMBbIE COCTOAHUA U MO/ MPUYMHUTD
cebe Bpea. Bo B3poc/siom Bo3pacTe TUMNUUHbIM ABAeHMeM 6b110 TO,
41O 60/IbHbIE NydLLE aANAN CO CBOMMM ONEKYHAMM, HEXKENN CO
CBEPCTHUKAMM, U cunTanu cebsa B LEAOM ypaBHOBELIEHHbIMMU
(Schinzel 2001; Garcia-Heras 2002; Takeno 2004; Unique).

CoH

Y 60/bLUMHCTBA AeTel ¢ gynankaumen 4p 13 cemeit - 4ieHoB
Unique 6binn 6onblumne, yemM y 0bbluHbIX AeTen, npobiembl co
CHOM. YeTKan KapTUHa HapyLeHWs CHA He onucaHa, Ho
npob6aembl, BbIABIEHHbIE CEMbAMM, BK/IOYAIOT B ceb1
cnepyowpe:

® PebeHOK He MOXeT cnaTb BCIO HOYb A0 cemu neT. CembA
nepenpoboBana Bce 06bIYHbIE CPEACTBA, BK/OYAA CTaLMOHApHOE
JleyeHune HapyLlweHus cHa. Poautenun ybupanu us KomHaTbl
pebeHKa BCE, 3a UCKIIOYEHMEM KPOBATK, YCTaHAB/IMBA/IM BOPOTA
6€e30MacHOCTU B 4BEPHOM NpoeMe 1 He 06paLLaiv BHUMaAHUA Ha
KPWKWM, KOrZa OH Npocbinancs.

® Ecnu pebeHOK BCTPEeBOXKEH, OH HE MOXKET YCHYTb. Cembs
NpUYMeHsAa LBETOYHYIO Tepanuto baxa, ycnokausatoLme macna u
yrnpa*kHeHus "TMMHACTUKKM Mo3ra", 4TObbl CHATb TPEBOXKHbIE
COCTOSIHUSA.

® [loBEPXHOCTHbIV COH: pebeHOK YacTo Npocbkinanca paHo
yTpom. CemMbs NO3¥Ke BbISCHWAA, YTO Y/I0XKUTbL AEBOYKY CNaTb
nomoraet Tensblit HanUToK. Ee coH Bbln HapyLleH K3-3a Npuema
TabseToK A7 KOppeKLMmM noBeaeHusA. B cBaA3n c nobovHbIMU
abdeKTammn oHa nepecTtana Ux NPUHNUMATb YEPE3 HECKOJIbKO
MECALEB U Tenepb CNUT yydLle. 13

Jliogm roBopAT o
cebe...

“ 06b1uHO 7 OueHb
Becenad. A mory
NPOCHYTbCA
pa3gparkeHHoM, Ho
AyMalto, 3TO OTTOrO,
YTO yCTana U YyBCTBYHO
cebs He oYeHb
xopouwo. Ho, B
OCHOBHOM, A NpaBaa
oueHb Becenan.”

9 3n10cH 1 mory
6bITb HEPBHOW U
HaKpuyaTb. Ho celtyac
A CTapatocb cpasy
06palLaTbcA K ToMmy,
KTO MOMOXKET MHe
B3rNIAHYTb Ha BCE
paLMoHanbHO".

" 3n10Cb, KOrga mHe
KakeTcs, YTo Ntoam He
YBa¥KaloT MeHA U Mow
YKenaHusa, uam
o6maHbisatot.”

Cembu
paccKasbiBaloT

111

O6bIYHO OYEHb
CMOKOWMHbIN, NEeTKUi B
06LweHnn yenosek.”

“V Hero ecTb
onpeneneHHble
HaBA34YMBbIE UAEN, U
OH CTpaZaeT oT
cnabow
KOHUEHTpaLmm
BHMMaHuA. Jlroan
OTMEYatoT, YTO OH
OYeHb NPUATHbIN U
LPYKENOOHbIN U
NIerko MAET Ha KOHTAKT
C TeMU, C KEM emy
komdoptHo...”



Mepwopa nonosoro
co3peBaHmA -
noan n cembu

roBopAr...

“Ee peakuwusa bbina
33aTOPMOXKEHHOM, U Y Hee
6b1n1 )Kap. Mbl 6b111 B
nasaToyHOM narepe BO
®paHumm 1 gymanu, 4to
OHa noaxeatuna
MHbeKuMIo B bacceliHe.
[lBa gHA cnycTtA B
Bo3pacte 13 netn 9
MecALEeB Y Hee Havanca
nepBbli MEHCTPYa/ibHbIM
umkn. Ee rpyab Havyana
pa3BMUBATLCA, HO He
CAMWKOM 3ameTHO. OHa
3Hana Bce Npo
MeHCTpyauun, Habaoaan
33 MamoW 1 cTapuien
CEecTpoW, N03TOMY OHa He
ncnyranacb U He
Gecnokounack’ -
oynaukayua 4p15.1 - pter
“ B 14 net mHe 6bina
Ha3HayeHa
ropMmoHasibHasA Tepanusa
TECTOCTEPOHOM, Al
NocTeneHHo BbIPOC, U Y
MEeHS CTann PacTi BONOCHI
Ha Tene. Mepuop,
No/I0BOTO CO3peBaHuA
HavascAa B 16 ner. A
npoxoamn Kypc
rOPMOHA/IbHOTO NIeYeHmn
B TEYEHWe A0BOJIbHO
O/IUTEeIbHOTO BPEMEHMU.
Ha ToT nepuog mHe 6bi10
TAXKENO, TaK KaK y MeHs
TpunaHodobua n mHe
BOODOLLE He HpaBATcA
60/1bHULLbI, HO MHe
AEeNCTBUTEIbHO HYKHO
6b1210 3TO IeYeHne, Mou
KOCTM 6bin mArkumn > -
oynaukayusa 4pl6 - 16.3

CamoctoaTenbHOCTb

OTyeTbl YneHoB Unique nokasanu: HECMOTPA Ha TO, YTO BHavane
OEeTAM HeobX04MMbl UHTEHCUBHOE IeYEeHUE U YXO[, BO B3pOC/I0M
YKM3HWM OHM CMOT/IN KUTb OTAENbHO BAA/IM OT A0OMA B
NoAAEePKNUBAEMOM cpese.

OfMH B3POC/IbIM OKOHYMA WKOAY B 19 fIeT M NpoLLes MHTEHCUBHYIO
NpPOrpammy HaBbIKOB CAMOCTOSITE/IbHOM KU3HW B KOoNeaKe ans
CTYAEHTOB € 0CO6bIMM NOTpebHOCTAMM. M03)Ke OH OKOHYMUI KYPCbl
rOCTUHUYHOTO BM3HEeca M Noay4YM NPOdECCMOHANbHYIO
KBannduKaLMIo B KyIMHapUK, OH paboTtan 5 gHen B HeAeNto B KyxHe
oTena. OH caMoCToSTEIbHO XOAMA 33 NOKYNKaMu U nepemellancs 6es
NOCTOPOHHEeN nomoLm. OH KK B KBAapPTUPE BMECTE C TPeMA ApYrumu
N04bMU, INLOM, OCYLLECTBAAIOWMM YXOA4, U YyNpaBAsoLWmum. B
cBO6OAHOE BpeMs OH XOoAuA B CNOPT3as, cmoTpesn ¢yTbosbHbIe
maTym, xogun B nab, cmotpen DVD-ancKu 1 rotoBua.OH cocTos B
rTMMHACcTUYeCcKoM Kybe, a TakKe B Kybe NCNONHUTENbCKUX UCKYCCTB.

OH nogenwncsa c Unique Tem, YTO XO4ET NOCTOAHHOrO NapTHepa.'Korga
A NO3HAaKOMMWJICA CO CBOEM NocieAHen AeBYLKON, OHa bblaia 04eHb
MMNOM, CNOKOMHOM, Becenol 1 obpoin. OHa pesKko U3MEHUNACH, YTO
OYeHb pasgparkano MeHs, HO, B KOHLE KOHL,0B, Cieays CoBeTaMm, s
nepebopon 310. Al YyBCTBYIO ceba HAMHOrO CnoKoiHee ceiyac.'

[pyras coBeplueHHOIeTHAA AeBYLKa KMUNa C UHAMBUAYANbHOM
cuaenkoi. MNocne WKo/bl OHa OKOHYMAA crneumanbHbli Kype Ans
CTYAEHTOB € 0CO6bIMU MOTPEOHOCTAMM B KOJIeAKe U YyCTPOWach B
LLeHTP NOMOLLM B3POCAbIM NOAAM, CTPALAIOLWMX AYyTUSMOM, rae
Y4acTBOBaNA B MEPONPUATUAX HA OTKPLITOM BO34yXe BMeCTe CO
CBOMMM ONEeKyHamM# (iMLamm, ocyecTeaawmmm yxoa). OHa He
morsia paboTaTtb, YHaCTUYHO NOTOMY, YTO Hbina clenom.
Ewe oaHa B3pocnan *eHWwmHa ¢ 21 roga *kuna B rpynnosBom gome ¢
NATbIO APYIMMM NH0AbMU, OHa Hbl1a 4OBOBHO HE3aBUCUMA,
NOMOrana ¢ TakKMMn AOMalLHUMK 06A3aHHOCTAMM, KaK rOTOBKA,
NOKYNKW 1 ybopka. Ei 6blna foCTynHa KpyrnocyToyHas nomous. OHa
HaBewana ceoto cembto B MicnaHuu 1 unm 2 pasa B rog v Bena
NOJIHOLLEHHYHO aKTMBHYIO 06LLLECTBEHHYIO *KM3Hb. OHa nocelLana
KypCbl CKopoli nomowm CBATOro MoaHHa, y4acb B cpegHei Wwkoe,
3aTeM X04M/1a Ha NOArOTOBUTENbHbIN KYpPC 418 NOAYYEHUA aTTecTaTa
0 cpeagHem obpasoBaHUK B 061aCTM ApamMaTUyYecKoro Uckycctea. B 20
/IeT OHa NPUHANG y4yacTMe B NPOEKTE PEeLMPKYAALMM B pamKax
Mpemun ToicaveneTus. Tam oHa paboTana oauH AeHb B Hegento. OHa
nocewana pag NoAroToBUTEbHbIX KYPCOB A/1A MONyYeHUA
npodeccnoHanbHOMN KBaMPUKALMK,B TOM YNCE HABbIKU
CaMOCTOATENbHOM KMU3HU, KOMMNbIOTEPHOM rPaMOTHOCTH, B 061acTn
MOZbI M YX04a 3a BOIOCAMM, HOTTAMM U MaKuaxa. OHa obpyymnach B
CBOM 25-1 AeHb POXKAEHMA U HaZenNach BbIMTM 3aMyK 3a CBOETO
napTHepa, TaKXKe YesioBeKa ¢ 0cobbimu NoTpebHoCTAMM.
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MpuumnHbI

Y106bl OTBETUTL Ha BOMpoc "lMoyemMy 3TO Npom3oWwao?", reHeTUKaM HYXHO 3HaTb O
XpOMOCOMaXx poauTeneit. HecnoxHbIM aHann3 KPoBM 06bIYHO AaeT OTBET Ha 3TOT BOMNPOC U, B
60/1bLIMHCTBE C/Iy4aeB AynanKauum 4p, NOKasbiBaeT, YTO OAUH U3 poauTenei umeet
HeobbIYHYIO NEPECTPOIMKY XPOMOCOM. B 3TOM HET HUYbel BUHbI, 1 3TO NPOUCXOAUT He U3-3a
YbUX-TMBO AENCTBUN.

Korpga ato HacnhepyeTca

D,Ba Bnaa TUNNYHbIX XPOMOCOMHbIX NepecTpoeKky pOp,VITEI'IeVI MOTYT NPUBECTU K AynankKaumn
4p y pebeHKa. Camu pogmTenn obbl4HO 340P0BbI M PAa3BUBAIMCb HOPMAJIbHO HBaroaaps
HaANYMKO HOPMaAJIbHOIro Ko1IM4eCcTBa XPOMOCOMHOIo maTtepuana.

Y poautens co c6anaHCMpPOBaHHOM TPaHC/IOKaLLMen NPOUCXoANT 06MEH XPOMOCOMHbIM
MaTepuranom Mexay pas/iMuyHbIMU Xpomocomamn. O6bIYHO 3a4eMCTBOBaHbI ABE XPOMOCOMbI,
HO MOKeT 6bITb 1 BobLIe. 22-9 XPOMOCOMa AB/IAETCA BTOPOI XPOMOCOMOM, KOTOpas vallle
BCEro yyacTeyeT B AyniuKkaumu 4p. Ecan nepectaHoBKa MMenia Mecto meskay 4-oi
XPOMOCOMOW M KOPOTKMMM nievamu 13-i, 14-i, 15-1, 21-1 nam 22-i4 XpOMOCOM, TO
nocneAacTsus ana pebeHKa, ckopee Bcero, byayT TO/IbKO MO NpUUKHe Aynankauum 4p. B
cnyyae ntoboi Apyroi TpaHCAOKaUMM BEPOATHbI U AONOHUTEIbHbIE NOCNEACTBUA,
BbI3BaHHble NoTepei maTepunana Apyrot XpOMOCOMbI.

KpaliHe pefKoi ABAAETCA CUTYaLMA, KOr4a MaTepman KOPOTKOro nsieda 4-oit XpoMoCOMbl
nepemelLaerca Ha X-Xpomocomy. TaK Kak 04Ha 13 ABYX X-XPOMOCOM Y KEHLLMH NoYTH
COBEpPLUEHHO HeaKTUBHA, 3TO MOXET NO4AaBUTL NOCAeACTBUA aynauKkauum 4p (Petit 1994).

Y poamTens ¢ NnepuLEeHTPUYECKON MHBEPCUEN B 4-1i XDOMOCOME MMEIOTCA [iBe TOUKM PaspbiBa,
0/Ha B KOPOTKOM MNJjieye v OfHA B A/IMHHOM. LleHTpanbHbIi pparmeHT XpomMoComMbl NOBEPHYT
Ha 180 rpagycos v BCTaB/ieH 06PaTHO MeXAy ABYMA Pa3opBaHHbIMM KOHUAMMU. Y pebeHKa,
Kak npaswuno, 6yayT nocseacTens OT yABOEHMA KOPOTKOrO naeya v noTepu matepuana B
AJIMHHOM nJjiede XpOMOCOMbI.

M3penkKa yasoeHne HacneayeTca OT O4HOMo U3 po,a,meneﬁ, Y KOTOpOro Ha6l'IIO,£I,36TCF| B
TOYHOCTU TaKaA e XPOMOCOMHaA HEPECTPOVIKa. Takue CNny4yan U3BeCTHbl TOJIbKO C y4acThnem
KOPOTKUX CETMEHTOB.

I'Ile BCeX YHacnenoBaHHbIX CydaaX PUCK I'IOBTOpHOVI naTo/0rM4ecKom 6EPEMEHHOCTVI
3HAYUTENIbHO yBEeNIMYMNBaETCA. Cembu MoryT 06CV,CI,VITb CBOKO MHAMBUAYANBHYIO CUTYAUUIO B
MEAMKO-FEHETMHECKOVI KOHCYbTalnn.

Korpga ato He Hachepyetca

Ecnu TecTbl NOKA3bIBalOT, YTO POAUTENBCKME XPOMOCOMbI aBCONMOTHO HOPMasbHbI, 3TO
O3HayaeT, YTo AYyNINKALMA NPOU3OLLA C/TyYaliHbIM 06pa3om. FeHEeTUKM Ha3bIBalOT 3TO
ABneHue de novo, NnoApasymeBas, YTO OHO He YHacNeA0BaHO, a TaK¥Ke, YTo pebeHOoK ¢
naTonornen — nepsblii B ceMbe C N0A06HbIM XPOMOCOMHbIM PacCTPOMCTBOM. B Takom cnydyae
KpaliHe ManoBepoATHO, YTO NOA06HOE MOXKET CNYYUTHCA CHOBA. TeM He MeHee, cylecTeyeT
O4YeHb HebOoblLAA BEPOATHOCTb TOTO, YTO AYNJIMKaUMA Npom3oLia Bo BpeMs GoOpMUpPOBaHUSA
KNETOK, KOTOpble B Aa/IbHENLWEM 40T Ha4yano AlLEeKAeTKe UK cnepmaTo3onsy. 3To MoXKeT
NPMBECTU K CMELIEHMIO HOPMAJIbHbIX M aHOMaJIbHbIX AALEKNETOK MU CNepmaTo3oMa0B
(roHaaHbI MO3aNLM3M UM MO3aULM3M K/IETOK 3apOablleBOi IMHUK) C peanbHbIM PUCKOM
elle o4HOM naTonornyeckon bepemeHHocTn. OAgHaAKO, BEPOATHOCTb, YTO TaKoe CYUUTCA,
LeNCTBUTENbHO KpalHe mana. 15
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