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BeepneHune

FeHeTnyeckumn 3aboneBaHns - 310 Te 3aboneBaHUs, KOTOpbIE MNOABSAIOTCA B pe3ysibTaTe Ae(eKTOB B reHax,
XPOMOCOMHbIX aHOManuin. Y ntoboro 340poBOro YesioBeKa ecTb 6-8 NOBpeXXAeHHbIX FTEHOB, 04HAKO OHU PYHKLNA
KJIeTOK He HapyLaloT 1 K 3aboneBaHUIO He MPUBOAAT, TakK KaK ABJSIOTCA peLeCcCUBHbIMM (HENPOSBAAIOLWNMACS).
Ecnmn xxe 4yenoBek HacnegyeT OT OTUA U MaTepn 2 CXOAHbIX aHOMaJIbHbIX FreHa, Toraa oH 3aboneBaeT. BepoATHOCTL
TakKoro poga coBnadeHUs siBNSETCA Ype3Bbl4allHO MasibiM, HO OHa BO3pacTaeT pPe3Ko, ec/in POANTENN SBNSIOTCS
pPOACTBEHHUKaMU (TO eCTb pacnosiaraloT NOX0XKU reHoTurn). Mo 4aHHOM NpUYMHE YacToTa FreHeTUYeCKnx
aHOManun B 3aMKHYTbIX Fpynnax HaceneHus SBASeTCs BbICOKMM.

B YeJIOBEYECKOM OpraHm3Me Ka)kablh reH oTBe4vaeT 3a BblpaboTky onpepeneHHoro 6enka. M3-3a nposasieHns
MOBPEXXAEHHOIr0 reHa Ha4YnHaeTCcs CMHTEe3 aHOMasibHOro 6enka, 4To NPUBOAUT K MOPOKY PasBUTUSA U HApPYLUEHNAM
PYHKLMIA KNEeTOK.

YCTaHOBUTb PUCK BO3SMOXXHOIM FrEHETUYECKOW aHOMaInM MOXXET Bpay, pacCnpocmB Bac 0 3abonieBaHMAX
POLCTBEHHUKOB «[0 TPETbEro KoaeHa».

B HacTosAwee BpeMsa nNpobsieMa BPOXKAEHHbLIX MOPOKOB Pa3BUTUA akTyasibHa. M0 aHHbIM MHOMOMETHbLIX U3YYEHWIA,
B Mupe poxxaaetcs 6onee 5,5% peten ¢ BIMNP, neTanbHOCTb cpean HOBOPOXXAeHHbIX 0T BIMP cocTaBnseT okoso 30%
(exxerogHo ymumpatoT oo 270 TbiC. AeTen B rof B BO3pacTe A0 28 OHEN XKU3HN).

CyliecTBeHHas poJib FeHETUYECKNX (PaKTOPOB B MPONCXOXKOEHUN MCUXNYECKOT0 HEAOPA3BUTMUSA, CEHCOPHbIX
HapyLWeHU, pevyeBbiX PAaCCTPONCTB N OTKJIOHEHWIA B SMOLIMOHAJIbHO-BOIEBON Ciepe y AeTen B HacTosLee BpeMS
0OCTAaTO4YHO apryMeHTUpoBaHa.

Llenbto gaHHOM paboThl IBASETCA N3YyYEHNE FeHETUYECKNX NPUYNH aHOMaINIA Pa3BUTUS.

Ons [ocTuKeHns 3Ton uenbl Bblin NOCTaBeHbl Ceaytowme 3agaqu:

- I3y4aTb aHOMannu pa3BuTus;

- PaccmoTpeTb TuUnbl BPOXXOEHHbLIX MOPOKOB Pa3BUTUS;

- I3y4aTb NpUYUHbLI U NPOodUNaKTMKa BPOXXAEHHbIX MOPOKOB Pa3BUTUS;

- MpoaHanM3npoBaTb KJINHNYECKYIO XapaKTEPUCTUKY aHOMaslbHbIX AETEN;

- PaccmoTpeTb (hakTopbl onocpeayoLlmne OTKIOHEHNN B pa3BUTUK;

- I3y4aTb reHeTn4Yeckmne NnpnYnHbl BPOXXKAEHHbIX aHOManuni.

PaboTa cocTonT U3 ABYX rnaB, BBEAEHNA 1 3aKJII0HEHUS, B KOHLE NPeACcTaB/IeH CNNCOK nnTepaTypbl.

1. TeopeTn4eckme OCHOBbI aHOMannn pa3BuUTUSA
1.1. AHoOManun pasBuTunA

MNMoHATNE aHOMabHbI pebeHOK B COBETCKON Ae(EKTOIOr MM oTparkaeT CUCTEMY MOJIOXKEHWIA, XapaKTePU3YOLLNX
pebeHka ¢ nedekToM C No3numnii pa3BuTuUs.

Ba)kHelLlee NoioXeHne 3ak/lo4aeTcsa B TOM, YTO B OT/InYMe OT AedeKTa Yy B3pOC/oro gedeKkT, KOTopbli
BO3HMKaeT y pebeHkKa nof Tem uUamn nHbiM 60/1€3HETBOPHLIM BO3LENCTBUEM, MOXKET MPUBECTU K LIEJIOMY Py
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OTKJIOHEHWI B pa3BuUTMn. Ha3biBas pebeHka C AedeKTOM aHOMasibHbIM, COBETCKNE [eEKTOOrNN , MpexXae BCero,
NCXOOAT U3 TOr0 MOMOXKEHUS, YTO MOXKET NPUBECTU AeEKT TON UM UHON PYHKLMN K HapyLleHunto obLiero xona
pa3BuTUS pebeHKa TOJIbKO Mpu onpeneneHHbIX YCA0BUSX.

AHOMasIbHbIM CHUTAETCHA TONLKO Takon pebeHoK, pa3BuTrMe KOTOPOro B TOM UM MHOM CMbIC/€ HapyLleHo. laHHoe
3HAYMT, YTO He BCAKMIA pebeHoK C AeheKToM MoXeT OblTb OTHECEH K KaTeropmm aHoMasbHbIX. Tak, Hanpumep,
pebeHOoK, KOTOpbLIA NLWEH O4HOrO rnasa, NoTepPsa CAyX Ha OAHO YXO U T.M., Yalle BCEero OTKJOHEHUN B pa3BUTUM
He UMeeT U1, cJlefoBaTesIbHO, aHOMalbHbIM He ABSeTCS.

K KaTeropmm aHoMabHbIX OTHOCSATCA TOJIbKO Te AETU, Y KOTOPbIX B CBA3M C 4eEKTOM HapyLIEH HOPMaJibHbIA X0A4
MCUXNYECKOro passBuTumA. pyrnmMmm cnosaMmu: Nnpu onpegeneHnm noHATUS aHoMasibHble AeTu pedb nget ob
aHOMaNbHOM pa3BuUTUKM pebeHka, a He 06 oTaenbHOM gedekTe.[4]

MpvHUUNManbHOe 3Ha4YeHe uMeeT To 06CTOATENLCTBO, YTO OTHIOAb HE OrPaHNYNBAETCA MOHATNE aHOMallbHoe
pa3BuTue pebeHka oTpuuaTeNbHbIMN NPU3HaKamMmn. Hapaay C HAMK B pa3BUTMN aHOManbHOro pebeHka
obHapyxmBaeTCs uenbii pag ceoeobpasHbiX NPOABIEHWA, KOTOPblE BO3HMKAKT B CUJy COLMANIbHOIO
npucnocobnenns pebeHka.

Bbino 6bl HENpaBWAbHBIM, HAaNpUMep, TONIbLKO OTPULLATEsIbHO OXapakTepn3oBaTb (KakK 3TO HEKOTOPbLIE AeNatoT)
MPOCTPAaHCTBEHHYIO OPUEHTUPOBKY CJIEMOr0, KOTOPLIA, BBUAY OTCYTCTBUSA 3pUTEJIbHbIX BNEeYaT/NeHNN, HaxoonT
ocobble cnocobbl OPUEHTUPOBKU B MPOCTPaHCTBE, ynoTpebnaa ToOHYanwme owyueHns TemnepaTypHbIX
W3MEHEHWIA, 3aNaxoB OaBJieHNs Bo3ayxa, U T.4.

Taknm obpa3om, NpaBunbHee Bcero byneT aHoMasbHOe pa3BuTue pebeHka NoOHMMaTb Kak cBoeobpasHoe, a He Kak
nedeKkTHoe pa3BuTue.

NccneposaHus, nposoanmblie B MHCTUTYTe pecdektonorum AMH PCOCP, paspelunnv onpenennTtb Lenbin pag
3aKOHOMEPHOCTEN, KOTOpblE XapaKTepu3yloT aHOMalbHOe pa3BuTue pebeHka C TeM UM NHbIM gedekToMm. B
TpuauaTble rogbl COBETCKUM ncuxonorom J1.C. BbIroTcknM 6bina BbiABUHYTaA MAESA CJIOXKHOW CTPYKTYPbI
aHOMasnbHOro pa3sutua pebeHka ¢ nedekToM.

Mpu nccnepoBaHnn geten, HyXAaloLWNXCSA B cneunasbHOM KOPPEKLVWOHHOM BO3L4ENCTBUM, BbIs1I0 yCTaHOB/IEHO, YTO
nedekT, NoSABUBLLMNIACSA BCIeACTBME TOro UM MHoro 3aboneBaHns, He NpeacTaBaAsaeT N30JIMPOBAHHOMO BbiMaAeHuns.
B xone pa3sutuna y pebeHka ¢ pedeKkToM aHaam3aTopa UM NHTeNNeKTYyaslbHbIM AedeKTOM MOABAAETCH Lenbin
pAan OTKJIOHEHMWI, CO3[aeTCs LesioCcTHasa KapTMHa aHOMasibHOro, aTUNMYHOro passnuTums.[1]

B CnoXXHOW CTPYKTYype aHOMaJsIbHOro pPasBUTUSA NPEXAe BCEro OT/IN4aeTCa NePBMUYHbIA AedeKT, HEeNnoCcpeaCTBEHHO
BO3HUKaoWMn noa 601e3HEeTBOPHLIM BANSAHUEM, @ TakXe Lesbll psaj BTOPUYHbIX OTKJIOHEHUIN, NOSBASIOLLNXCS
pe3ynbTaTOM HapyLIEeHUNN pa3BUTUSA, BbI3BaHHbIX NEPBUYHbLIM AEPEKTOM.

MpuMepoM NepBMYHOIro AedeKkTa MOXKET CITYKUTb:

- HapyweHne 3pnTebHOro BOCMPUATIUSA, Ha4YaBLLErocs B CJ1IeACTBMU NOBPEXOEHNS 3pUTENbHOIO annapaTa;

- HapyLleHmne CJIyX0BOro BOCMPUATUSA, MOSABUBLLErOCA B UTOre NOBPEeXAEHNSA CIyXOBOro annapaTta pebeHka;

- HapyLweHne asieMeHTapHbIX UHTEeJIEKTYyalIbHbIX ONepaLnii B pe3yfibTaTe MOBPeXAEHNA LEHTPasIbHON HEPBHON
CUCTEMbI U T.M.

BTopun4yHoe HapyLleHne pyHKLUN 0ObIYHO ABISIETCA MTOFOM ee aHOMaJIbHOro pa3BuTmA. OTCyTCcTBME 0ObIYHON
0rnopbl, HY>KHOW 019 Ka>KA0M pa3BmBatoLLLenca hyHKLMN, HeobxoonmMocTb ynoTpebneHnsa ona ee pasButus gpyrux
COXPaHUBLLUNXCA PYHKLUMA OCHOBbIBAET riybokoe ee ceoeobpasue.

Ka)kabln pa3 Nnpun aHaan3e CTPYKTYpPbl aHOMasibHOro pa3BnuTusa pebeHka Mbl 0O6Hapy>XMBaeM CUMNTOMbI, KOTOpPbIE
Haxo4ATCA B pa3HbIX OTHOLUEHUSAX C €ro nepBonpuyinHon. OgMH N3 CUMNTOMOB HEMOCPEACTBEHHO
obycnosnunBaeTcsa 601€3HETBOPHLIM BAUSHUEM, @ OCTajlbHblE OKa3bIBAOTCS B Pa3HON Mepe CBA3aHHbIMU C
MepBUYHbLIM feeKToOM n Mexxay cobon.

Ba>kHbIM AB/ISIETCSA TO, YTO NEPBUYHbBIA CUMATOM N BTOPUYHASA CUMNTOMaTMKa HaXoaAaTCA B 3aKOHOMEPHOM
B3aMMOOENCTBMN B XO4€ aHOMAJIbHOrO Pa3BUTUSA: HE TOJIbKO NEPBUYHbIA CUMMNTOM CO34a€eT YyC/I0BUSA ON1S
BO3HWKHOBEHWNA BTOPUYHON CUMNTOMATUKN, HO U BTOPUYHAA CUMNTOMaTUKa CO34aeT onpeaesieHHble yC0BuS,
KOTOpble yCyrybnsatoT NnepBUYHbIA CUMMTOM.

Mpumepom nogobHoro obpaTHOro BO3LENCTBMSA BTOPUYHOM CUMATOMATUKN Ha NEPBUYHBLIA CAMATOM MOXXET
CNY>XUTb B3aUMOL4ENCTBNE HEMOSIHOLLEHHOI 0 C/lyXa W NOSABUBLUNXCS BC/I€ACTBUE ero HernoJIHOLEHHOCTK AedeKToB
peun. Npn HENOJIHOM NOTepe CJlyXa OCTAaTOYHbINA CIYX HE NMPUMEHAETCS, ecnn pebeHOK He Hay4YnsCcsa roBopuTh.
HedekT cnyxa ycyrybnaercs B CBA3M C OrpaHNYeHHbIM OMbITOM €ro MPUMEHEHUS; CJIYXOBOE BOCMPUATUE peyn
OKa3blBaeTCA MeHbLUE ero 06beKTMBHbIX BO3MOXHOCTEN. TONIbKO N0 Mepe NpeonosieHNs BTOPUYHO BO3HUKLLETO
HeOopa3BMTUSA peyn pa3BMBaeTCsA CMOCOBHOCTb aeKBaTHOIrO NCMOJIb30BaHNSA HEMOJIHOLLEHHOrO aHam3aTopa.
Mpwn peTanbHOM aHanM3e CMMMNTOMOB, HabaAaeMbIX MPU pa3HbiX PopMax aHOMasIbHOro0 pa3BUTUA, OTMEeYaeTCsa Ux
3aKOHOMEpHOe, MOCTOSHHOE B3aMMOAENCTBUE.



AHanm3npys obLine 3aKOHOMEPHOCTM aHOMaIbHOIO Pa3BUTMA pebeHka C AedeKTOM TOW NN UHOW (YHKLIN,
HY>KHO YKa3aTb Ha TO, YTO MEPBUYHbLIA CUMMTOM AJi15 CBOEro NPeoAosIeHNs Hy)KAAeTCs B MEAULIMHCKOM
BO3LENCTBUN, B TO BPEMS KaK BCA BTOPMYHAs CUMNTOMATMKA 40JKHA 6biTb NOABEPrHYTa KOPPUIMpPYIOLLLEMY
nefarornyeckomy BAUSHUIO.
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