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VICTOYHWKM U CCbINKK
B meanumHckon
nitepaTtype onucaHo
12 yenoBek ¢
«4YucTon» aeneumen
9p24, camomy
cTtapLwemy 13
KOTOPbIX HA MOMEHT
nccnegoBaHus Obino
18 net. Cpeaun
Y4aCTHMKOB rpynnbl
Unique ecTb AeBATb
YernoBeK C «4MCTOM»
aeneuven (Mnm
MUKpoZeneunen)
9p24. B aton
OpoLutope cobpaHa
BCS MHGhopMauus,
KOTOpas u3BecTHa
HaM O TaKuX NoasAX.
MepBbIvt aBTOP
paboTbl 1 gaTa eé
nybnukauum gatorcs
B CKOOKax ansi Toro,
YTOObI BbI CMOIMN
NocMOTpeTb
BbIOEPXKKM UNn
uernble cTaTbu B
WHTEepHeTe B ba3e
naHHblx PubMed. Ha
cTpanHuue 11
HaxoOuTCs CNNCOK
nutepatypbl. CTaTbu,
B KOTOPbIX
onucbiBaloTCA Noan ¢
neneuven 9p24 n
[OMNONMHUTENBHbLIM
Marepuanom,
NepeHeCceHHbIM 13
OpYron XxpoMOCOMbI
(aynnukaumen), He
MCnonb30Banuchb nNpu
COCTaBIIEHMN AaHHON
OpoLutopbl, 0gHAKO
OHM NMepeYmnCneHbl Ha
cTpaHuue 14.

Oeneuun 9p24

[eneunsa xpomocombl 9p 03HA4YaEeT, YTO O4HAa YacTb
O[HOW 13 XPOMOCOM B TeNe Yenoseka OTCYTCTBYET UNu
6bina yTpadeHa. B cnyyae, ecnv yTpaveHHbIn
reHeTU4ecKkui MaTepuan cogepXuT B cebe HyHble
Ana (PYHKUMOHMPOBAHUS OpraHMama UHCTPYKUMK, Y
YernoBeka MOryT BO3HMKaTb 3aTpyAHeHNs B 0byyeHuu,
3ajepxka B pasBMTUM U Npobnembl CO 340POBbLEM.
CreneHb cepbe3HOCTU 3TUX NpobremM 3aBnCKT OT TOro,
Kakoe KonnyecTBO matepuarna Oblno NoTepsiHO, U B
KaKoWm YacTu XpOMOCOMbI MPOM3oLLNa Aeneums.
XpOMOCOMbI HEBO3MOXHO PacCMOTPETb
HEBOOPYXXEHHbIM 11a30M, HO €CINN NX MOKPacuTb 1
YBENUYNTb NOA MUKPOCKOMNOM, TO MOXHO YBUAETb, YTO
Kaxkgas XpOMOCOMa COCTOUT M3 XOPOLUO PasnnynmMblxX
CBeTMbIX U TEMHbIX y4acTKoB (63HA0B). Xpomocoma
9p24 cocTouT U3 Tpex y4acTkoB, 24.1, 24.2 n 24.3 (oHu
n3obpakeHbl BBEPXY Avarpammbl, PACnofioKeHHOW Ha
cnegyoLlen ctpaHuue).

FeHbl 1 XpOMOCOMBI

Teno 4yenoBeka COCTOUT U3 MUNNNAPLOB KMETOK,
BONbLUMHCTBO M3 KOTOPbIX coaepaTt B cebe NonHbIn
komnnekT JHK 13 gecatkoB TbicaY reHoB. [eHbl
SIBNSAIOTCSA CBOEro poga Habopom UHCTPYKLINNA,
HeobxoouMbIX A4St pOCTa, Pa3BUTUS U
PYHKLMOHUPOBAHNS OpraHu3ma.

"eHbl HAXOAATCA HA MUKPOCKOMUYECKMUX HATEBUOHBIX
CTPYKTYpax, KOTOpble Ha3bIBAKOTCA XpoMOcoMamu. Y
nogen obbl4HO 46 XPOMOCOM, 23 13 KOTOPbIX
yHacnegosaHbl OT MaTepu, 1 ewe 23 oT oTua. Takum
obpa3om, B Tene yernoBeka 23 napbl XpOMOCOM.
XPOMOCOMBI U FeHbl COCTOSAT N3 0COB0ro XMMNYECKOro
BewecTBa — [AHK.

Bce napbl XxpoMOCOM, KpOME MOMOBbIX XPOMOCOM (OBYX
XpOMOCOM X Yy AeBOYEK U O4HOM XPOMOCOMbI X 1
OAHOM Y y Manb4mKkoB), NPOHYMepoBaHbl OT 1 go 22,
Kak npaBuo, OT caMoi OoMbLLIOW 40 camoin
ManeHbKON. Y XpOMOCOMbI €CTb KOPOTKOE NIievo
(BBEPXY AMarpammbl), 0603Ha4aemoe ByKBOIM «p» OT
hpaHuy3ckoro croea «petity —«maneHbkuiny, n
AnNvHHoe nneYvo, obo3Havaemoe ByKBOW «Q» (BHU3Y
anarpammebl). Jeneums 9p o3HayaeT, YTO B KOPOTKOM
nneye ogHON u3 AEBATLIX XPOMOCOM bbIn NOTEPSH
reHeTn4ecku matepuman.



Touka, B KOTOPOW BCTPEYaoTCH KOPOTKOE U ANMHHOE

nne4yo, HasbiBaeTcs LeHTpomepon. KoHueBble

I y4acTKM XpOMOCOM Ha3blBalOTCHA TeNloMepamMu.
Y4acTkun XpOMOCOM psSiAOM C TENOMEpPaMm Ha3biBaloTCA

KopoTkoe cyb6TenoMepHbIMMU.

Y0P KonnuecTBO yTEPSIHHOIO reHeTUYECcKoro Matepmana
MOXET ObITb pa3HbIM. Ecnin yTepsiH JocTaTouHO
©0MbLLOK Yy4aCTOK XPOMOCOMbI, TO €r0 MOXHO YBUAETb

Xpomocoma 9

122 noa, MUKPOCKOMOM. Ho MHoraa yTepsiHHbIA y4acTok
13.1 HaCTONbKO Marl, YTO ero MOXHO BbISIBUTb JMLLb C
24 = MOMOLLIbIO COBPEMEHHbIX BbICOKOTEXHOMOMMYHbIX
11'1 Lextpomepa TECTOB, TAKUX KaK CPaBHUTESNbHAs reHOMHas
rmbpuamsaumsa Ha Myukpoumnax (Mmkpomartpuuax) -
1= array-CGH. Takyto geneuuio HasbiBaoT
13 MUKpoaeneumnen. TN TECTbI TAKKE NCNOMb3YOT Ans
o021 | TOro, YTobbl ONpeaennTb, KakMe reHbl ObINKn yTpayeHsl,
oy P W YTOYHUTb, Ha KaKOM y4acTKe XpOMOCOMbI Npou3oLuna
2151 MyTaums. Ux ewwe HasbiBatoT XMA — XpOMOCOMHBbIN
2132 o MUKPOMaTPUYHBIN aHanma.
221 Heneuunsa 9p24 oObIYHO SABNSAETCA TePMUHaNbHOM.
22 Mpv TEPMUHaANbHOWM Aeneummn OTCYTCTBYET y4acToK OT
S ] MecTa paspbiBa [0 KOHLIA Nfieya XpoMocoMsl. MHoraa
511 [N HabnoaaeTcs MHTepcTULUManbHas, UM BHYTPEHHSIS
e neneunst 9p24, To eCTb B XPOMOCOME NPOM3OLLINO /18a
a2 pas3pblBa, ¥ Y4acTOK Mexay pa3pbiBaMu Gbin NOTepsiH.
gg; HackonbKo BaXXHO KONIM4ECTBO YTePAHHOro
23;?1 AnvHHoe  reqeTUuYeckoro matepuana?
a2 NeY99  T'eneTuk unm cneunanucT no reHeTUYEcKoMy
34 "5 | KOHCYNbTUPOBaHUIO CMOXeT NoapobHee pacckasaTtb O
N aeneunn Bawero pebéHka. PebEHok NovTn HaBepHsika

NoMy4nT KapuoTun — COKpaLLEHHOe 0603HayeHne
XPOMOCOMHOrO Habopa, KOTopoe NoKa3biBaET, B KAKMX MECTaxX XPOMOCOMb!
npousoLlen pas3pbiB 1 NOBTOPHOE coeanHeHne. Ecnu yacTb nnm Becb cparmeHT
XPOMOCOMbI MEXAY TOYKaMK, HasbiBaeMbIMyn Mapkepamu, D9S285 Ha yyacTke
9p22.3 n D9S286 Ha yvacTke 9p24.1 6bIN NOTEPSH, BO3HUKAET CUHAPOM,
Ha3blBaeMbIVi geneuns 9p (nogpobHee cm. B 6powutope Unique «deneuum 9p»).

BnnsiHue paspbiBa XpOMOCOMbI, Npou3oLleLlero Ha yyactkax 9p24, Ha
3[00pOBbE OO0 KOHLA He SICHO. B MeaMuuHCKoOn nutepatype onucbiBaloTCs Nioan
¢ HebonbLION Aeneunen, nponsoweaien 6nmM3sKo K KOHLY XpOMOCOMbI, Y
KOTOpbIX He Habntoganock 3agepXkn B passuTtum (Techakittiroj 2006; Balliff
2000; Repetto 1998). OgHako 4OCTOBEPHO M3BECTHO, YTO Ha ydacTke 9p24
HaxoOATCs reHbl, BaXkHble Ans pa3suTtus. Moatomy noam ¢ geneuven 9p24
UMEIT pasHble TpyaHOCTM U ocobeHHocTu. Mexay Bawwmm pebeHkom v apyrum
pebeHKOM C Takou e Aeneumen MoryT 6bITb pasnuyuums, npudemM 4OBOMbHO
CyLLIeCTBEHHbIe. BaxxHO paccmaTpmBaTh Ballero pebeHka kak OTAenbHY
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NMYHOCTb, M HE CpaBHMBAaTbL €ro ¢ APYrMMun. B KOHLE KOHLIOB, KaxKabli U3 Hac
YHUKareH.

OpaHako CyLeCcTBYOT HEKOTOpPbIE MPU3HAKN, XapakTepHble ANns BCeX Nogen ¢
peneuven 9p24. 3T 0cobEHHOCTN ONMChIBaOTCA B AaHHON Gpolutope.

Hackonbko pacnpocTtpaHeHa aeneuus 9(p24)?

[onroe Bpemsi He cyLLecTBOBarIo AOCTYNHOro cnocoba onpeaenexus
MuKkpogeneuun 9p24, Nno3TOMy Mbl O CMX MOP HE 3HAEM, KaKk YacTO BCTpeyvaeTcs
3TO OTKINOHEHWe. BrnonHe BO3MOXHO, YTO CYLLIECTBYHOT ThICSUM NOAEN C TakoW xe
Jeneuven, Kak y Nofei, 0 KOTOpbIX pacckasblBaeTcs B 3Tol GpoLuope, HO
AMarHo3 UM rnocTaBneH He Gbin.

BepeMeHHOCTb U HOBOPOXAEHHbIN

Kakne Oblnin OTKNOHEHMNA? Ckonbko crny4yaeB?
BepeMeHHOCTb BbICOKOrO pucka (KpOBOTEYEHUS B 710

nepeble 3 MecsiLa; HA3KUA YPOBEHb aMHNOTMYECKON

xuakocTu (2/10); MmanbIn BeC Ans rectalMoHHOro

Bo3pacTta (3/10);

HN3Kas aKTMBHOCTb ABWXEHUIN NNoaa;

npeaknamncus)

MpexgeBpemMeHHble poApl (B TOM YMCHe yrpo3sa) 4/10
HopmanbHbI Bec pebeHka npy poXxgeHun B CPpok 5/5
HopmanbHoe kopmMmneHne/rpygHoe BCkapMivBaHue 6/8
AHOManuu pasBuTUSA MNOMOBLIX OPraHoB Y 1/3
ManbyunKoB

KaTtapakTta ogHoro rnasa 2/8

Bec pebeHka npu poxaeHun konednetcsa ot 2600 r go 3900 r
B bepemMeHHOCTb BbICOKOIO pucka
PasnunyHble OTKNOHEeHUsA B NpoTekaHun 6epemeHHOCTN Habntoganuck B 7 13 10
cnyyaeB. B Tpex cnyyasx 6binm onaceHusi OoTHOCUTENBHO Beca pebeHka, HO BCero
nvwbe ognH pebeHoK BeCUIT MEeHbLLE HOPMbI NPy poxaeHun. B aByx apyrmx
cny4vasix Habnogancsa HU3KMIM YpOBEHb aMHMOTUYECKON XUAKOCTU (Manosoane),
OJHaKO MpuW 3TOM Yy BCEX MMOAOB OTCYTCTBOBASIO aHOMasIbHOE pa3BUTUE MOYeK
(vyacTtas npuynHa manosoaus).

HecmoTps Ha OTKNOHEHUS B MpOTEKaHNM GepeMEHHOCTH, NPaKTUYECKN BCe OETH,
0 KOTOpbIX Yy HAac nmeetcs nHdopmaums, 6binm poxgeHbl 340POBLIMMU.
McknoueHne coctaBun eQnHCTBEHHbIN pebeHOoK, KOoTopbin 6bin poxaeH Ha 36
HeJene u3-3a manosoausi. Y Hero pa3Buscs CMHOPOM OCTPOW AbiXxaTerbHON
HeJOoCTaTOYHOCTH, B CBA3M C YeM emy notpeboBancs ocobbin yxoa u
pononHuteneHbIn kucnopoa. K 3-m rogam oH nonHocThio Bbizgoposen (Repetto
1998; Unique).

B [IpexgeBpeMeHHble poabl (B TOM YUcHe yrpo3a)

Y Tpex xeHLWWuH 6bina yrpo3a npexaeBpeMeHHbIX POAOB, HO NMLLb OANH pebeHoK
poauricst paHblle cpoka, Ha 32 Hegene, u ero nocreayollee passutne Obino B
npegenax Hopmbl. B oByx ocTanbHbIX Criydyasix 4eTu poannuck Ha 36-37 Hegensax
1 ObINKn 300POBLIMM. 4



B Bec pebeHka npu poxaeHuu B npegerniax Hopmbl

HecMmoTps Ha onaceHus No NoBoAy Beca M pocTa nnoda Bo Bpems
GepemeHHOCTH, BCe AeTH, 0 kKoTopbix ¥ Unique mMeeTcs MHdopMaums, npu
POXAEHUN UMENU BEC, COOTBETCTBYIOLLIMIA CPOKY 6EpeMEHHOCTH, XOTA ANanasoH
Beca BblNn LWMPOKUM.

B HopmanbHoe KopMneHue/rpyaHoe BCkapMinBaHme

Mpobnembl ¢ KOpMNeHnemM Habnganncb 4OCTaTOMHO PeAKo, N MHOTME CeEMbMU
coo0LWUNK, YTO UX AETU MUK TPYAHOE MOSOKO 6e3 Kakux-nmbo 3aTpyaHEHUN, YTO
O0BOMbHO HEOOBIYHO ANdA AeTen C XPOMOCOMHbIMU BonesHamK. Tonbko Ase
ceMbM coobLmnm o Nnpobnemax ¢ rpygHbiM BckapMnveaHveM. B ogHom crnyyvae
pebeHOK N MOMOKO OYeHb MEAJIEHHO W HYXXOarcsi B cocke U ByTbinovke ans
He[OHOLLEHHOro pebeHka (xoTa pebeHOoK poauncs B CPOK), a B APYroM cryyae y
pebeHka pa3Bunach anneprus Ha MosoYHbIE N COEBbIE NPOAYKThI.

HecmoTps Ha HOpManbHOE KOpMMeHWe, Y 0gHoro pebeHka oGHapyXmMnmcb
npu3Hakun ractpoasocpareansHOro pednokca, ConpoBOXAaLErocs
NPOABMXEHNEM COOEPKMMOro Xenyaka obpaTHo B nuwesoq. 3abonesaHne 6bIn0
BblfeYeHo K 2 rogam. HesHauntTenbHbIn NN yMepeHHbI pedritokC MOXHO
KOHTpOnMpoBaTb NyTEM KOPMIIEHNS pebeHKa B MONyBepTMKaribHOM MOJTOXEHWM,
NCNONb30BaHNEM KPOBATKM C MPUMNOAHATLIM BEPXOM, UM C MOMOLLbIO NEKApPCTB
Unun cneyunanbHOW MOJSIOYHON CMECH Npu HEOBXOAMMOCTH.

B AHOManum passuTus NOSOBbIX OPraHoOB y Masib4YnKoOB

HekoTopble manbynku ¢ geneunen 9p24 pogunucb ¢ aHoManuaMm pasBuTmS
NosioBbIX OpraHoB. Ha gaHHbI MOMEHT eLle HeT MHopmaLmm 0 YacToTe 3TOoro
OTKITOHEHWSI, OQHAKO COrflacHO oTYeTaM NoSOEPKMUBAIOLLMX OpraHn3auni,
Bkrtovas Unique, aTn aHOManum BCTpPeYarloTCs ropasgo pexe, 4em
npeanonaraeTcs B MeQuUUMHCKON nuTepatype, B kotopon kK 2004 r.
3apernctpupoBaHo 22 criydas (Ounap 2004).

CuunTaeTcs, YTO NPUYMHON OTKIMOHEHUS B PA3BUTMM NMOJIOBLIX OPraHOB SIBISIETCA
noTepsa AByX onpeaenstowmx nosi reHoB Ha KoHue Xpomocombl 9p24.3 — DMRTA1
n DMRT2. Mbl He 3HaeMm, no4Yemy y ogHUX MaribYMKOB BCTpPEYaloTCa aHoOManuu, a
Yy APYrMX HET, HO Yy 9TUX FEHOB MOXET OblTb MOPOroBbIN YPOBEHb aKTUBHOCTU, U
€CNn aKTUBHOCTb reHa Bbllle MOPOroBOro YpoBHS, TO NPOUCXOAUT HOPMaribHOe
pasBUTUE MYXCKMX MOMOBLIX OPraHoOB, @ €CrK HUXE, TO Cry4YalnTcs aHoManuu
pasBuTUS.

AHOManuun pas3BUTKS BHELLIHUX MOJIOBbLIX OPraHoOB MOTyT GbITb OTHOCUTENBHO
HeGOomMbLUUMW, TAKUMU KaK rMnocnaams, Npy KoTopoi oTeepcTue
MoYeuncnycKkaTernbHOro kaHana CMeLLEeHO BHU3, UMK HeomnylleHne Andek B
MOLLIOHKY NpW poxaeHuun. B HekoTopbIx criydyasix nocneacTsns MoryT 6biTe 6onee
cepbesHbIMU, BKIOYas peBepcuio (NepeonpeneneHune) nona, HeornpeaeneHHble
UMK HaNOMMHaIOLLME XEeHCKNe MOoroBble opraHbl. BHyTpeHHMe NonoBble opraHbl
TOXE MOTYT pPa3BMBaTbLCSA HENPaBUIIBHO.

OTW aHOManuu BCTPEYalTCs TONbKO Y Manb4yMKoB. Y AeBOYEK BHELUHME NOSOBbIE
OpraHbl pa3BMBalOTCS HOPMaribHO U NPaKTMKa NokasbIBaeT, YTO Y 3TUX AEeBOYEK
NMPOUCXOAUT HOpMarbHOE NMONoBOE Co3peBaHue B 06bl4HOM Bo3pacTe (Ounap
2004; Unique).
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Ecnu y Bawero pebeHka HeonpeaeneHHbIe NosoBble opraHbl UMK peBepcus
nona, Mbl NpegocTaBnuM BaM HeoGXoaMMYyo MHGOPMAaLMIO U NOOAEPXKKY.
MonoBas NpuHaanexHoCTb Ballero peGeHka onpeaensieTcs Ha COBMECTHOW ¢
BaMW KOHCYMbTaL MW B 3aBUCMMOCTU OT OCOGEHHOCTEN CTPOEHMS MOSOBbIX
opraHoB pebeHka. BoamoxxHO, MoTpebyeTcs XMpypriuieckoe BMeLLaTeIbCTBO
UM ropMoHarnbHoe neyveHne. Cpeaun YyneHoB Unique ecTb CEMbM, AE€TH KOTOPbIX
MMeIoT PeBEpPCUIO Mona, U NPU XXenaHnu Bbl MOXETe CBA3aTbCS C HUMMU, MOSy4nB
oT Unique VX KOHTaKTHble AaHHble.

m Kartapakta Ha ogHOM rnasy

[Boe geten poamnucb ¢ kaTapakTon (MOMyTHEHWE XpycTanuka rnasa), Ho B
oboux cnyyasix oHa Bbina HebonbLINX pasMepoB, Tak YTO XUPYPrMYeCKoro
neyeHus He notpebosanock (Repetto 1998; Unique).

Hpyrve BpoxaeHHble 3aborneBaHus

OpavH pebeHok poauncs ¢ rnaykoMon — NOBbILEHHbIM BHYTPUMMA3HbIM
JaBrieHneM, KOTOPOE MOXET NPUBECTU K MOBPEXAEHNIO 3pUTENBHOrO HepBa. Kak
npaBuro, cHa4ana npou3BoANUTCS OCMOTP rNa3 MnafgeHLEeB Nog aHecTe3nen.
Ecnu BbiSIBNsieTCA NOBLILLIEHHOE BHYTPUIIa3HOe AaBreHne, NpoBoanTCS
onepauus Ans yaaneHusl NUWHen XXUgKocTu.

OpuH pebeHok poguncs ¢ gucnnasunen TazobegpeHHOro cyctasa, BblflIe4eHHON
Grarogaps HOLLEHUI0 OpToNeanMYeckux CTpemsiH B TedeHune 12 Hegenb (Unique).

ByneTt nn mon pe6eHOK OTNNMYaTbCA BHELUHe?
Bo3moxHo, Bbl 1 Nevallue Bpayn Ballero pebeHka 3ameTuTe, YTo OH obnagaet
HEKOTOpbIMU creLndUYeckumMmn YepTaMmm n1ua, HECBONCTBEHHbLIMU Ballien
cembe, Bbl MOXETe Takke 0GHapyXUTb onpeaerieHHoe CXOACTBO BO BHELLHOCTU
Ballero pebeHka 1 aetel Ha HoTo B 3TOM Gpolutope. Cpeam YneHos Unlque nBe
ceMbU OTMETUIN, YTO Y ,D,eTeI/I ObInu crerka CBEpPHYyTbIE
YLLHbIE pakoBWHbLI. [lpyrne ABe ceMbn OTMETUMNN Y CBOUX g
OeTen ANUHHBIN XenoboK Mexay HOCOM U BepxHel rybon, a .
elle B 04HON CeMbe 3aMeTUNK, YTO BEPXHSSA ryda nx
pebeHka Gbina y3kon. TunnyHble anga geneuun 6onbLiero
pas3Mepa YepTbl N1ua (kuneenaHas opma ronoebl, ECnn
CMOTpPETb CBEPXY, pacKocble rnasa) uHoraa Takke
BCTPEYaloTCs U onuncaHbl B MeauLUmMHCKon nutepatype (de
Vries 2003; Unique).

Bo3moXxHO, Bpay-reHeTUK OTMETUT, YTO Y Bawero pebeHka
OTHOCUTESNbHO ANUHHBLIE CpefHMe danaHri nanbueBs. IT0
XapakTepHo ans geten ¢ 6onee obwMpHON aeneunen.
OpHa cembsi coobwuna, YTo y AeBOYKM ObINO Nerkoe
WCKPUBREHME MU3MHLEB Ha pyKaX, O4HAKO 3TO He
xapaktepHo ansa geneuun 9p (Unique).

“ HukTo 1 He nogymaeT, 4To y Hee nNpobremMbl co
300POBbLEM, MOKa HE CMPOCUT ee 0 YeM-HUbYab. * — 5 nem
“ Munblii Manb4uK, KOTOPbIV BbIrMAAUT aGCOMOTHO
HopMarnbHbIM. ” — 8 nem




ByneT nu mon pe6eHOK 340POBbIM?

BonbLUMHCTBO MNageHueB ¢ aeneunen 9p24 BuirnagaT 340poBbIMU, 6onesHb
OnarHoCTMpyeTca TOMbKO Npu 3agepxke pas3sutus pebeHka. Ho gaxe te
ManbILWu, KOTOpble YacTo 6onenu B nepsble MecsLbl XXU3HU, BbipacTaloT
3goposbiMu. B npaktuke Unique ecTb nulb eanHNYHBIE COOBLLEHNS 06
OTAenNbHbIX Npobrnemax co 300POBbEM, UCXOASA N3 YEro MOXHO NPEANONOXUTb,
YTO HEe CYyLLEeCTBYET HEMOCPELACTBEHHOW CBA3M MeXAy aTMMK npobrnemamu n
XPOMOCOMHOM Aerneunen.

Mo paHHbIM Unique, y pasHbix geten Obinv cnegyrowme 3abonesaHuns:
rMNOTUPEO03, BblfleYEHHbI TOPMOHAaNbLHON 3aMeCTUTENBHOW Tepanuen;
anunenTuyeckne NpuUnaaku, nerko KOHTPoONUpyemble Npy NOMOLLM NEKapCTB;
NOBbILEHHas YS3BMMOCTb K PECNMPAaTOPHbIM MHPEeKUMsaM B BO3pacTte oT 2 40 3
net; actma. lNommmo aToro, y ogHoro pebeHka 6bin gedekT Mexockenyao4koBomn
neperopoaky (OTBEPCTME B CTEHKE MEXOY ABYMS HWKHUMWU Kamepamn cepaLa),
O[JHaKO OMepaLMOHHOro BMeLLATENbLCTBA He NOTpeboBanoch.

CyLwiecTBYIOT N1 XapaKTepHble 0COGEHHOCTU pocTa?

BonblWWHCTBO AeTeln poxgaeTcs ¢ HopMarnbHbIM POCTOM U BECOM, OAHAKO B
HEKOTOPbIX CNy4asX y HUX MOXeT HabnaaTbCa OTHOCUTENBHO HebornbLuas
OKPY>XHOCTb ronosbl. [laHHble, nonydyeHHble Unique, roBopAT O TOM, YTO
XapaKTepHbIX 0COBEHHOCTEN AMHAMUKM POCTa He CyllecTByeT — AeTH, Kak
npaBunio, POXAalTCs TAKOro e pocTa U TENOCMNOXEHUS, KakK 1 OCTarnbHble
yneHbl nx cemen. OamH pebeHoK ¢ MHTepCTULManbHOW Aeneunen yyactka
XpoMocoMbl Mexay 9p24.1 n 9p24.3 Obln OTHOCUTENBHO HEBBLICOKOTO poCTa,
O[flHaKO Y oCTarbHbIX AeTeln HU A0, HU NOCe MOMOBOro CO3peBaHUSA OTKNOHEHUN
B pocTe 3admkcmpoBaHo He 6bino (Unique).

CTtpapgaet nu 3peHue?

HapyleHune 3peHnst — 3To AOBONbHO YacToe siBfieHMe, KoTopoe HabnogaeTcs y
5 13 8 uneHos Unique, 1 getam cnegyeT NpovTU TLaTenbHoe
odTanbmonornyeckoe obcrnegosaHue. NMNoMMMo geTen ¢ BPOXKAEHHbIMU
KaTapakTtamu v rinaykomom (cm. cTp. 5), aoBa pebeHka cTpagatoT acTUrmaTmamom,
elle y ABOUX — «NeHuBbIN rnas» (ambnuonus), y ogHoro pebeHka
0anbHO30PKOCTb, M ABOE MMEIOT TY MW UHYIO CTeNeHb cTpabuama (Kkocornasms).

AcTUrMaTuam (BbI3BaHHbIN, Kak NPaBuIio, HEPaBHOMEPHbLIM UCKPUBIIEHVEM
nepegHer NOBEPXHOCTM rnasa) MOXXHO UCMPaBUTb C MOMOLLbHO O4KoB. C
«INEHMBbIM rrla3oM» GOPIOTCS NPY NMOMOLLY YCTPAHEHNS NEPBOMPUYMHBI,
BbI3BaBLUEV PACCTPOWCTBO 3pEHNs, a Takke NOCPeACTBOM OrpaHNYeHuns
NCMNOnb30BaHWs 300POBOrO rnasa, Ytobbl BeIHYAUTE 6onbHOM rna3 paboTtatb
6onbLue. Bce ¢opmbl Kocornasnsi 06bIMHO XOPOLLO fevaTcs XMpypruydecku, ¢
MOMOLLIbIO ornepaLmm No BblPaBHMBAHWUIO MbILLL, KOHTPOMUPYOLLMX OBUXEHME
rnasa.

Yxyalwaetca nm cnyx?

Hun B ogHOIM ceMbe He ObiNo 3aperncTpnpoBaHO CryvyaeB HapyLLeHUs criyxa,
TEM He MeHee, y feTen ¢ geneuunen 9p24 MoXeT pa3BUTLCS YacTo
BCTPEYaLLNINCS 3KCCYAaTUBHbBIN OTUT C BPEMEHHBIM CHUXKEHNEM cryxa. [ns
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obneryeHns cocTosiHus pebeHka B cpeHee yxo Yepes npokon B 6apabaHHom
nepenoHke BognTca MI/IKpOprﬁKa anga BeHTUNnAauun.

BbiBaeT nu, YTO NKOAM C TaKOM Aeneunen HopmMarnbHO pa3BUBaKOTCA
M He MeloT GosnbLUMX NPOoGeM CO 340POBLEM U OOyYeHUEM?
KoHeuHo, ecTb B3pocnble NM0AM C MUKPOCKONNYeckon aeneumen 9p24, kotopble,
no Bcew BUANUMOCTW, HOPMaribHO pa3BMBasnmvChb, U MyTaums y HUX Obina
oBHapyXeHa TomnbKo Npy 06cnefoBaHUM UX XPOMOCOM BO BPEMS FT€HETUYECKOTO
obcnegoBaHus nx peberka. Mbl He 3HaeM, HAaCKOMbKO YacTbl Takne cnyyam
(Techakittiroj 2006; Balliff 2000; Repetto 1998).

Opyroe pgeno, ecnv pebeHoK Npoxoaun reHeTudeckoe TeCTMPOBaHNE M3-3a TOro,
YTO y Hero Bbina 3agepxka B pa3suTUM Unm Npodremsl Co 340POBLEM.
Pooutenu HekoTopbIX AeTewn ¢ geneumen 9p24 pacckasbiBanu, YTo AETU
HaBepCTbiBanu ynyLweHHOe 1 pa3BuBanucb B COOTBETCTBUN C BO3PACcTOM, HO Mbl
noka He 3HaeM, HacKomNbKo cTabuneH aToT nporpecc. OAgHaKo Mbl TOYHO 3HaEM,
YTO NocneacTBusa geneummn ong passuTusa MOryT pasnmyaTtbes oT pebeHka K
pebeHky.

B cBA3K C 3TUM CNOXHO NOHATH, HACKOSBKO CUNBHO PeOEHOK HYXKOaeTcs B
nomoLm npu obyyeHnun. Y Hac eCcTb 4OCTAaTOMHOE KOMNMMYEeCTBO MHGOpMaLMKn O
wecTu uneHax Unique, koTopas NO3BONAET NPEANONoXUTb, YTO MPU YCIIOBUM
CBOEBPEMEHHOIO M NPaBUibHOrO BMeLLAaTenbCTBa B NPOLIECC Pa3BUTUSA B
nepsble roabl Xn3Hu pebeHka, B AanbHenwem pebeHok BoobLie He byaeT
UCMbITbIBATb TPYAHOCTU NPy 0B6y4eHUN UK 3TN TPyAHOCTK ByayT
HesHauuTenbHbIMU. OgHaKo Tak BygeT He y Bcex, HEeKOoTopble AeTN MOryT
CTONKHYTbCH C PAOOM TPpyAHOCTEN B 06y4eHUn — 0ObIYHO OT HeGonbLUNX A0
YMEpPEHHbIX, HO MHOTAA U CEPbE3HBIX.

BonbLUMHCTBO AeTer nonyyatroT HavyanbHoe obpa3oBaHne B
obLeobpasoBaTenbHbIX LWKOMNAX, r4e UM OKasblBaeTCA AOMNOMHUTENbHAs
MOMOLLIb, YTOObLI OHWM CMOTIM OCBOUTL MOJTHYH NporpamMmy. Yacto aetm
OTNIMYaTCA XOPOLLEN NamMATbI0 U 0BLWNTENBHOCTBLIO. HO Y HUX MOryT
BO3HUKHYTb TPYAHOCTU C BlageHUEM MUCbMEHHbIMU NPUHAANEXHOCTSAMMU, TaK
KaK Y MHOTMX U3 HUX €CTb MbILLIEYHAs rTMNOTOHUS (MOHMXKEHHbIN MbILLEYHbIN
TOoHyc). OgHako 6ONbLLUMHCTBO AeTen MOryT BKIHOYaTbh KOMMbIOTEP U
NoMNb30BaTbCA MbILLBIO U KNaBuaTypoun.

HaBbIKu YTeHUs, pUCOBaHUSA 1 NUCbMa, Kak MPaBuiio, pa3B1BaOTCA B MagLem
LLKOJTbHOM BO3pacTe, Yero, ogHako, He HabrnogaeTcs y Aeten ¢ bonee
cepbe3HbIMU OTKINOHEHNAMM B pa3suTuu. o onbiTy Unique, B cpeaHen wkone
aetert 0ObIYHO NEPEBOASAT B cneunann3npoBaHHoe obpasoBaTernbHoe
yupexzaeHue, Tak kak um Tpebyetca ocobas cpeaa, rae yumMTbiBaloTCH BCe UX
noTpebHoCcTN.

Cpenm peteii cTapliero Bo3pacTa Obifia ogHa AeBOYKa, Y KOTOpoW Obinu
yMepeHHble TPYAHOCTU B 00y4YeHUn, 1 KOTopasi ocTaBma Koy B 16 net u c
TeX Mop y4nTCA B KONMELKe yxoay 3a KMBOTHLIMU U NOLWIaAbMN.

“Toka 4TO He ObINo HMKaKMX NPU3HAKOB 3aTpyAHEHWIA Npy 0byyYeHun. Ero
yumTens BrnevaTtnieHbl ero 3HaHusMM O LBeTax, urypax, 6yksax n uncnax. OH
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3HaeT andaBuT 1 JOBOJIBHO YCMELIHO yCBanBaET y4ebHYyI0 nporpaMmmy. Y Hero
XopoLluas NnaMsiTb — OH MHOroe 3arnoMUHaEeT BO BPEMS Pa3HbIX UMP 1 Aaxe To,
YTO BMAOEN BCErO NLLb OAMH pa3. EMy HpaBuTcs, korga emy untatoTt. ” — 3 2oda
“Y Hee xopoluas namsiTb U OHa XOPOLLO YYUTCS, eCnn el 3To MHTepecHo. OHa
He yMeeT uMTaTb U NucaTtb, HO BOAMT kapaHaalloMm rno 6ymare. ” — 15 nem

Kak MOryT UISMeHNTbLCA KOMMYHUKaTUBHbLbIE HaBbIKN?

Kak un npwn pas3snuTun Opyrnx HaBbIKOB, NP OCBOEHUWN A3blKa N pedn y pa3HbIX
aeTten Habnganuco pas3Hble ycnexu. Peub HEeKOTOPbIX CTapwmnx nogpoCTKoB
COOTBETCTBYET BO3pacCTy, B TO BpeM4d KakK apyrme nogpoCTtkn MOoryTt obuwaTbes
TOJTbKO HeBep6aano.

CnocobHoCTb ycTaHaBnMBaTh BU3yasbHbIN KOHTAKT U ynblbaTbes, Kak NpaBuno,
pa3BMBaETCs C 3a4epXKKOW, 1, Kak nokasbiBaeT npaktuka Unique, getu
HauMHaloT ynbibaTbCsl B BO3pacTe OT Tpex A0 WecTu MecsaueB. [leTn coobaioT
0 CBOMX NOTPEBHOCTAX NnavyeM, C MOMOLLbI0O MUMUKU U, B AanbHENLEeM, C
MOMOLLbIO KECTOB, MHTOHALIMK, 3BYKOB Peyn 1 NpubnmnamTensHbIX COOTBETCTBUMN
cnoB. NMponsHocKTb YneHopasaernbHble crioBa AeTU HaYMHaKT JOCTaTOYHO
nosaHo (no onbITy Unique, TONbKO Nocne ABYyX NeT), 0AHAKo Takke eCTb
BEPOSITHOCTb, YTO OHM HAYHYT YNeHopa3aenbHO roBOpUTL M B Oornee no3gHem
BO3pacTe, XOTS HEKOTOpble AeTW BOOOLLE MOTYT Tak U HE HAy4YUTbCst rOBOpUThb. K
2-3 rogam geTtu MoryT obLwaTbCa C MOMOLLLIO 3BYKOB peyn U UHTOHaUWN, a
Takke C NOMOLLbI UCMONb30BaHMS XXeCTOB U OTAeNbHbIX crnoB. CNocoBHOCTL
NPOV3HOCUTb OJIMHHBIE (dpa3bl MOXET Pa3BUTLCSA B MO3AHEM AOLLKOIbHOM
BO3pacTe 1 B NepBble rofbl 00y4eHNs1 B HAYanbHOW LLKOSEe, N HEKOTOpbIE AETU
MOryT NogAepXKmBaTtb pa3roBop. B noHMMaHMM cutyauum n sisbika Toxe
BEPOSITHbI HAPYLLEHWs!, HO B LLIENIOM MpaKTuKa nokasblBaeT, YTo AeTu Gonblue
NMOHUMAIOT, YEM MOTYT CKa3aTb, HECMOTPS Ha TO, YTO OHM YAacTO OTBEYAtOT C
3agepkkoit. MNponsHeceHne 3BYKOB [AETCS HEKOTOPbLIM OETSIM HENErkO — OHU
UCMbITbIBAKOT TPYAHOCTM B (DOPMUPOBAHMM ONpeaeneHHbIX COrmnacHbIX 3BYKOB U,
BO3MOXHO, UM TPYyAHO KOHTPONUPOBaTbL ABMKEHUSA A3blKa. M3 aToro cnegyer,
4YTO Noka pebeHOK ManeHbKWiA, ero pe4b HaMHOIO MOHSATHEE TEM NOASAM,
KOTOpPbIE XOPOLLO €ro 3HatkoT.

B ka4ecTtBe nomoLum npu pa3BnT HaBbIKOB obLweHna Yy aeten MCMNOJNb3YKOTCA
npegmMeTbl N KapTUHKK, @ MHorga un A3blK XKECTOB. yCI'IeLLIHOMy oBlnageHunto
pe4blo TakkKe CI'IOCOGCTByeT CBOWCTBEHHAA TakKMM OETAM OBLLNTENBbHOCTb.
MHorne cembn cUMTalOT, YTO NOroneanyeckoe fevYeHne B paHHEeM BO3pacTte
OblN0 04EeHb NONE3HO.

“ Ona Bce ellle OTCTaeT OT CBOMX POBECHUKOB, HO ee peyb U CNocoBHOCTb
NoHMMaTb yNy4llaTcs Kaxabli AeHb. OHa XoOuT K LLKOMNbHOMY foroneay pas B
OBe He[lenu, U OH JaeT ee PoAUTENAM 3aaHus Ha aom.

“Y Hee npobGrembl ¢ Npon3HeceHneM Takux 3BykoB kak |, r, f, pl, bl ,cl ,st u sn
(anrn).” —6em

“ OH 3aroBopun Ha NNOMaHOM aHIMUACKOM C CEMU NET, U Mbl BUAUM
3HauMTENbHOE yNyylleHne. 3aHATKS ¢ NoroneaoM Aanu Xopolive pesynbTaThl,
1 OH ceivyac MoXeT noaaepXkusatb pasrosop. ” — 8 nem



Pa3BuTHe KpynHON MOTOPUKU: YyMEeHUe cupeTb U apyrue
ABuratenbHble HaBbIKX

Pa3BuTre gBuraTtesnibHOM akTUBHOCTU AeTel 0ObIYHO MPONCXOANT C 3a4EPKKOM,
HO, No AaHHbIM Unique, gaxe AeTu co 3Ha4YUTENbHLIMU OTKNOHEHUAMU MOTTN
XOAWTb, a Y AeTern ¢ Markon cpopmon 6onesHn Habnganucs Nuwb
He3HauuTenbHble HapyLLeHNs (PU3NYECKOro pa3BuTKs, KOTopble YCTPaHANUCh
Gnarogapsi cBoeBpeMeHHoN hmsmnyeckon Tepanun. MnageHubl ¢ geneuunen
9p24 06bIYHO BSAMble (TMMOTOHYC) U HAYUHAIOT MNO3OHO AepXKaTb FOfIoBKY, O4HAKO
y HEKOTOpPbIX AeTen, HaobopoT, Habn4AETCS NOBbILLEHHbIV MbILLIEYHbIA TOHYC
(rMnepToHyC) 1 TYronoABMXHOCTb CycTaBoB. leTn cemen Unique Hay4mnmcb
nepeBopavMBaThbCs B Bo3pacTe OT 9 Ao 12 mecsAueB 1 caMoCTOATENbHO CUaeTb
B Bo3pacTe oT 7 go 15 mecsues. [leTn Ha4MHanNU nonsaTth Ha XXMBOTE U Ha
yeTBepeHbKax U NpuecTaBaTb B Bo3pacTte oT 11 mecqaues o 4 net. HekoTopkle
OeTn MOryT coBepLlaTh nepeble Wwarn (¢ nogaepxkon nunm 6e3) yxe k 18
MecsluaM, 0OgHaKo, Kak NpaBumo, AeTU C Takon Aeneumen HauymHatT XoauTb
nosxe.

Y MHOrux geten HabnogaeTcs HU3KMIA MbILLEYHbIA TOHYC (MbllleYHas
MMMNOTOHUS), HO 0BBIYHO COCTOSIHME ynydllaeTcs brnarogaps usmyeckomn
Tepanun 1 aBuUraTenbHOM akTUBHOCTU. Takke MOryT OblTb CITIOXKHOCTU C
paBHOBECUEM, OQHAKO HEKOTOpLIE AeTU ydaTca 6eratb, MOAHMMATLCS MO
NEeCTHWLE W npbiraThb.

“ Ero camas 6onbluas npobnema — oTcyTcTBUE paBHoBecKsl. OH YyacTo
crioTblkaeTcs U nagaeT. Korga oH CTOWT PsiAOM CO CTEHOM M Kakum-nnbo
NpeaMEeToOM, OH MOXET CTOSITb CTMIOKOMHO, He ABUrasicb, HO Koraa psiioM C HUM
HWUYEro HEeT, TO OH HAYMHAET KPYTUTLCSA, CTapasiCb COXpaHUTb paBHoBecue. OH
ycTaeT GbICTpee AeTeil CBOero Bo3pacTa, 1 ero fieBasi CTopoHa Tena (pyka,
Hora, rnas) HamHoro crnabee npasoi. ” — 3 2oda
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“ OHa urpaeT kak AoMa, Tak U Ha ynuue, 1 ee nana y4uT UX C CeCTPON urpaTb B
neTtckuin 6ericbon. OHa ymeeT Geratb M npbiratb. ” — 6 1em

“Y Hee x0opoLlO NnoryyaeTcs XoauTb MO NECTHULE, HO Y HEE LUMPOKasi MOX0AKa,
1 OHa MeaSIeHHO XOOUT U3-3a pasHoW AJIMHbI HOT, U HAaYMHaEeT XOAUTb eLle
MearneHHee No Mepe Toro, Kak pacteT 1 HabupaeT Bec. OHa yBepeHo
nepeaBuUraeTcs Mo 3HaKOMOW MECTHOCTM, HO MO YULLE XOOUT elle He Tak
YBEPEHO U BO BPEMS ANUTENbHbIX MPOrynokK nonb3yeTcs MHBaNUAHbIM KPEeCoMm.
¥ —15nem

3aboTa o pebeHke ¢ geneuuven 9p24

,U,eTFIM M NoApOCTKaM, Kak npasuno, HeO6XO}J,VIM 0ocobbIn yxoa. MN3-3a HM3Koro
MbILLE€YHOro TOHyca UMM TpyaHo 6paTb npegmMeTbl, Hanpumep, CToJioBblie
I'Ipl/l60pbl, n o6pau.|,aTbc;| Cc Hummn. Aaxe Korga oHu BblpacTakoT N CTAHOBATCA
B3pPOCIbIMU, 6OJ'IbLIJl/IHCTBy N3 HUX He06xop,vma NOMOLLb UITN KOHTPOJIb Npun
oaeBaHMN N KynaHuu. CamocTogaTenbHO norb3oBaTbCA TyaneTtomMm OeTun ToXe
Ha4YMHaKT No3XKe, YemM 00ObIYHO. Y Takux p,eTe|7| He NOJTHOCTbIO pa3BuUToO
NOHMMaHNe OKpYyXatrLllero, 4To o3HavyaeT, YTO 3a HUMU HY>XHO NMOCTOAHHO
npucMmaTpmsaTh Kak Joma, Tak 1 B wkone. Kpome Toro, cembn geten 6onee
cTapLuero Bo3pacrta coobLUatoT, YTO UX AETSAM HYXXEH CTabUNbHbIN PEXUM OHSA U
06pa3s XK13HW, a TaKkke perynspHble HanOMUHaHUS.

MeToapbl nedeHus, 4OCTYNHble NS Bawero pebeHka, YacTUYHO 0OyCNOBIEHbI
MECTOM BaLLEero NpoXuBaHus, HO Ans 6oNbLUIMHCTBA AeTEN NONE3HbIMU
ABMAOTCA (pusnydeckasa Tepannsa B paHHeEM Bo3pacTe 1 fnoroneguyeckoe
nedveHwne. rposas u aprotepanus ¢ paHHero Bo3pacrta Toxe a(pdeKTUBHbI,
O[IHaKO HESICHO, KakK JONro AepXutca pesynbeTarT.

MNoBepeHune

BonblWMHCTBO cemeln cooOLaeT, YTo Y AeTel NPUATHBLIN XapakTep, OHK
0o6LWNTENBbHBI 1 pagylTCs KOMNaHWU CBOEN CEMbU U POBECHWUKOB B LLKOJE.
ManeHbkue AeTU MOTyT UCMbITbIBATb TPYOHOCTU NPY B3aUMOLENCTBUM C
HOpMarsnbHO pa3BMBaOLWMMUCS AETbMWU U C MOHMMAHUEM FINYHbIX FPaHNL, —
Takum geTtam 6yayT nNonesHbl 3aHSATUS MO PasBUTUIO CoLMarbHbIX HaBbIKOB.
OpaHako Bce 3TU TPyAHOCTU He3HauuTenbHbl. MHOrMe cembyu cOOOLLAIOT, YTO UX
OEeTN OYeHb OOST UrpaTth C XXMBOTHLIMMU.

Y NoapocTKOB, 0OCOGEHHO TeX, Y KOro 6onee BblpaxeHbl Npobrnems! ¢
06y4aeMOoCTbi0, MOXET BO3HUKHYTbL NPobremMHoe nosedeHne, Ho 3TO 06bIYHO
NpoXoauT C BO3PacToM U No Mepe hopMUPOBaHMS NoBeaeHNs, XOTs B
OTAeNbHbIX Cry4asx MOXeT noTpeboBaTbCs NPOAOIHKUTENbHOE CoLManbHO-
MCMXOOrMYyeckoe BMeLlaTernbCTBO.

“ OH Bcex, C kem cTankvMBaeTcsi, BCTpeyaeT pagyLLHo 1 ¢ no6oBblo. OH KO BCEM
OTHOCMUTCSl OMEHb XOPOLLO: OH OBLUNTENBHBIN, APYKENOOHbIN, S3HEPTUYHBIN,
CaMOCTOAATENbHbIN, HO cnocobeH urpatb ¢ Apyrumn. Korga Hago oH
No6GBeOOMNbHbIN, KOraa Hago CMELLHOW 1 oYapoBaTenbHbli. »” — 3 200a

“ OHa o4eHb NpuBs34MBaA, HO Maro BbipaxaeT CBOM amMoumun. B coumnansHom
CMbICIe OHa OCTaeTCs B KOHTAKTE C CEMbEWN, FAe 3a HeN BPEMEHHO YXaXxunBanw,
1 MHOTAA BCTPEYaeTCs CO CTapbiMU LUKOSbHBIMU Apy3bamu. » — 18 nem
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Mouyemy npoucxoaut aeneuusn 9p24?
HekoTopble geneunn 9p24

SABNAIOTCA pe3ynbTaTtomM

NnepecTporkn poamnTenbCKMX

xpomocoM. OBbIYHO 3TO

cbanaHcupoBaHHas

TpaHcrokauuma, Npu KOTOPOn

nNpoucxoanT oOMeH ydyacTkamu

Mexay OA4HON XpOMOCOMOWN 1

OPYron, HO Npu 3TOM He

NPOUCXOAUT NOTEPU UIU

npruobpeTeHnsi reHeTU4EeCKoro '

maTtepwvana, v y poauTens

06biI4HO HeT npobnem co C6anaHcupoBaHHasi TpaHCoKaLms
340p0OBbEM U OTKIIOHEHNU B

pa3BuTuK. B oTaoenbHbIX criyyasix, korga geneuuns Hebonbluas, y 0HOro 13
poauTenen NpUCYTCTBYET TaKkas e Aeneums, kak u y pebeHka. AHanus Kposu
pOp,I/ITeJ'IePI Ha XPOMOCOMHbIE€ NaToSIOrnMn NoKaXxeT CUTyauutio.

OpHako B OONbLUMHCTBE CryYyaeB HUKaKUX U3MEHEHUI B XPOMOCOMaX
poauTenen obHapyXeHo He Obino. Takue cnyyau geneuuy nonyvymnm HassaHme
«MmyTaums de novo (dn)». Oeneums de novo 9p24 ob6bI4HO BbI3BaHa
N3MeHeHneM, KOTOpoe MPOM3OLLSIO NMPU POPMUPOBAHMMN ANLIEKNETOK NN
crnepmMaTto3ongoB poautenei. Mol 3Haem, 4To Npy 06pa3oBaHMM NOSTOBbIX
KNeToK B XPOMOCOMaXx MPoMCXoaaT paspbiBbl U COEAMHEHNE 3aHOBO, HO 3TO
nVWb n3peaka NpuBOAMUT K npobnemam.

PaspbIBbl 1 Nocneyollee coegnHEHNE XPOMOCOM SIBMSIETCA YaCTbHO
€CTeCTBEeHHOrIo npouecca 1, Kak poantesnu, Bbl He MOXeTe U3MEHATb U
KOHTpONMpoBaTh 3TOT npouecc. feneuma 9p24 HabntogaeTca y neten ns
COBEPLLEHHO pa3sHbIX YrOfIKOB Mupa 1 n3 abContoTHO pasHbix cemen. Kak
M3BECTHO, HW OKpyXaloLas cpefa, HU nuTaHune, HU obpas Xn3Hu He BNusieT Ha
BO3HWKHOBEHWE gerneunn. He cyliectByeT HU4Yero, YTo kKakon-nnbo u3s
poautenen aenan oo 6epeMeHHOCTU N BO BPEMS Hee, YTO MOrno 6bl cTaTb
NPUYNHOWN BO3HUKHOBEHWNS AeneLnn, a Takke HMYero Henb3s 6bino caenatb,
4yTObbI €€ NPeoTBPaTUTD.

MoxxeT nu 3To cny4YnTbCcA CHOBa?

B03MOXHOCTb BOSHMKHOBEHWS NOCreaytoLLe bepeMeHHOCTU ¢ aeneunen 9p24
3aBUCUT OT POAUTENBLCKUX XPOMOCOM. Ecnn o6a poanTtens uMeroT HopmarnbHble
XPOMOCOMBbI, Aerneumns Bpsi 1 NOBTOPUTCS.

Ecnu aHanu3 KpoBK NoKa3sbIBaeT, YTO KTO-TO U3 poauTenen numeet
XPOMOCOMHbIE N3MEHEHMS Ha y4acTke 9p24, TO pUCK BO3SHUKHOBEHMS
XPOMOCOMHBbIX OTKITOHEHWUW MPU nocreayLmnx 6epeMeHHOCTAX YBENMYNBaETCS.
O6bIYHO 0aVMH 13 poguTenen nmeeT cbanaHCUPOBaHHYO TpaHCAOKaLMIO.
WHorga y ogHOro M3 poauTenem Takme e XpPOMOCOMHbIE U3MEHEHMS, KaK U Y
pebeHka.
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Korga ecTtb nHgopmaums 06 M3MEHEHUSIX N TPaHCIOKaLMsaX B XpOMOCOMax
UNIEeHOB CEMbM, NpU NocrefyoLern 6epeMeHHOCTU MOXHO caenaTtb TECT U
BbISICHUTb, HE HapPYLLEHLI I XPOMOCOMbI pebeHka. ObcyxaeHNne XpOMOCOMHbIX
N3MEHEHWI C OPYrMMM YNeHaMn ceMby JaeT UM BO3MOXHOCTb caenaTtb aHanus
KpOBWU, YTOObI y3HATb, ABNSAOTCH NN OHWM HOCUTENSIMU TaKOM XXe XPOMOCOMHOWN
MyTaLmmn. [eHeTUK MOXeT NPOBECTU AOMOMHUTENbHbIE KOHCYNbTauun Ans
BalLLen ceMbM.

[lBe napbl 6paTbeB,
OJVH C gerneumnen
9p24 (cneBa Ha
KaXkaom
doTorpacun),
OAWH C
HOopMarnbHbIMN
XpoMOCcoMamu

| (cnpaBa).

ByneT nu mon pebeHok ¢ aeneumen 9p24 Toxe UMEeTb AeTEN C
geneuuven 9p24?

B3pocnble ¢ geneumven 9p24 MoryT cocToaTb B OMM3KMX OTHOLLEHUAX U XOTETb
nmeTb aeten. Manb4ymkm ¢ cepbe3HbIMU aHOManUAMN pa3BUTUS NOSOBbIX
OpraHoB ckopee Bcero He byayT hepTunbHbl, HO BNOSIHE BEPOATHO, YTO
Marb4uKn ¢ He3HaYUTENbHbIMY aHOMaNMsaMKN UK BoBce b6e3 aHoManuin, a Takke
OeBoYKM, B Byayliem mMoryT umeTb geTeil. Puck nepegaym geneumm cBoemy
pebeHky coctaBnsaeT 50% ans kaxgon 6epemeHHocTH, U 50% - BEpOATHOCTb
poxaeHusi pebeHka 6e3 geneunn. CnocobHOCTL Ntogewn ¢ geneunen 9p24
yxXaxuBaTb 3a pebeHKoM, ckopee Bcero, OyaeTt 3aBUCETb OT CTENEHUN NX
TPYAHOCTEN C 06ydYeHneM.
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Oeneuusa 9p24 c aynnukauunen

Bo MHorux cnyydasx geneunst 9p24 nponcxoauT 0gHOBPEMEHHO C Aynnukaumnen
(yoBoeHneM) doparmeHTa apyro Xxpomocomsl. [MocnencTeust Takon geneuum
MOTYT OTnM4aTbCcs OT NocneacTBun obblvHOM aeneunn 9p24, n NOSTOMY Takme
cny4au He GbINKn paccMOTpeHbI B 3Tol Opolutope. Ecnu Bbl xoTuTe 6onblue
y3HaTb O NM0O6OM 13 3TUX ABYX BUAOB AENELMA, CBSXXUTECH C HAMW NO afpecy:
info@rarechromo.org

MecTa pa3pbiBa Ha y4yacTke 9p24 MecTa pa3pbiBa Ha

He yKa3aHbl y4yacTtke 9p24 ykasaHbl
1g41 Verbraak 1992
1942.2 Unique

2q33 Katsushima 1987
3p21.3 Unique

4p13 Muroya 2000/5
4927 Wouters 1999
4927 Unique (x2)

| 3p14.2 Witters
2004

— 17p13.3 Kohler 1994

= 7q32 (Ounap
5q31 Schimmenti 1995— |
7p15.3 Teebi 1993
7921 (Huret 1988)
8p21 McDonald 1997
8p21 Unique

8q24.2 Unique
9p23p12 Veitia 1997
9934.1 Shapira 1997
10p12 Unique

11p15 Castorina 2000
13922 Unique

16g Dowman 1989
16922 Muroya 2000/6
22912 Castorina 2000
X?q26 Unique

5034 Unique
— 8p21.1 Unique
10g24.1 Unique
14q24.2 Unique
16p12.2 Unique

4q? Unique Q
5921 Castorina 2000 1

PucyHok unniocTtpupyeT cyulecTByloLWMe NyGnmkaumm o ToM, Kakue
XPOMOCOMHbIe NepPecTPOMKN BCTPeUyaroTCsi OQHOBPEMEHHO C Aeneuuen
9p24


mailto:info@rarechromo.org




NMoaapepxka n nHdpopmauma

A pynna noaaepku ceMein ¢ peakumm
chromosome XPOMOCOMHbIMMW OTKITOHEHUSIMM
Slserders The Stables, Station Road West, Oxted, Surrey

U ni @ RH8 9EE, United Kingdom

Ten. +44(0)1883 723356
infodrarechromo.org! www.rarechromo.org

MpucoeguHuTeck k coobwecTtBy Unique, 4Tobbl Nony4nTb
OOMNONHUTENbHY MHGOPMaLUUIo, HEOBXOANMYHO MOMOLLb U KOHTaKTHbIE
[aHHble CEMEWN C aHanorM4Hom npobnemon.
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www.rarechromo.org
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