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AHHOmayua’ oannas cmamvs NOCEAUWEHA PACKPLIMUIO NOHAMUS «CUHOPOM Bu-
avamcay. Paccmompenwvl ocnosnvle cneyughuueckue ocobennocmu oemeu ¢ cCUHOpO-
Mmom Dnvgha. Packpeimbsi 603MOMNCHBLE NPUYUHBL IMO20 2EHEMUYEeCK020 3a00./1e6aHUSL.

Kniouegvie cnosa: cunopom Bunvsimca, oeneyusi, Xxpomocomol, 2unepKkaitbyuemMusl,
CHOHMAHHASL MYMAYUsl, CMEHO03 aopmul, A0eHMUsL.

Cunnpom Bunbsimca, Uiu CHHIPOM «IHIIO 3J1b(ay, — 3TO TEHETUYECKOTro 3a007e-
BaHMsI, KOTOPOE CBSI3aHHO C HAPYIICHUSIMU B XpPOMOCOMHOM HabOpe YeloBeKa, BIIep-
BbI€ ONHMCAHHOE JETCKUM Kapauosiorom u3 Hooil 3enanauu /[pxoHOM YHIbSIMCOM.
HanHoe 3aboneBanue y moaei Berpedaercs ¢ yactoroi 1:10000. Kak u y xeHmuH,
TaK U y MY>KYUH CUHAPOM DIib(ha BCTpeuaeTcs ¢ paBHOM 4aCTOTOM.

[TpuurHOV BOSHUKHOBEHHUS CUHIIPOM Diib(]a SIBISETCS XPOMOCOMHASI MyTallus, a
MMEHHO JIeIeIMsl y4acTKa CeIbMOM XpoMocoMbl. [10 pa3HbIM CBeIeHUSIM, HAa IOTEPSIH-
HOM YyYacTKe XpOMOCOMBI uMmeeTcs oT 25 10 29 reHos. IIpu yrpaTe oJHUX IeHOB, OT-
BETCTBEHHBIX 3a ITPOU3BOJICTBO MPOTEHHA U AJIACTUHA, COCY/Ibl KPOBEHOCHOU CUCTEMBI
TEPSIOT BO3MOXKHOCTh PACTATUBATHCSA. Y OOJBHBIX CHHAPOMOM Ojib(a mpu OTCYT-
CTBUU JIPYTUX T€HOB HAPYIIAETCS YIJICBOIHBI OOMEH U MPOUCXOIUT TUTIEPKAJIbITHE-
MUs (TIOBBIIIIEHHE YPOBHS COJICP>KaHMS KaJblIUs B TJIa3Me KPOBH ). BOJIBIIMHCTBO City-
YaeB BO3HMKHOBEHUS XPOMOCOMHOM MyTallMd MPOUCXOAUT B MpoOIiecCe Meio3a mpu
00pa30BaHUU TOJIOBBIX KJIETOK, IOATOMY B KaKOW-TO CTENEHU JaHHBIM CHUHIIPOM pac-

CMATPUBACTCA KaK pE3yIbTaT CIIOHTAHHOM MyTalluH.
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ITpu poxneHun peOEHKa MHOIIa MOTYT U HE OIPEIENSIThCS OCHOBHBIE MPOSIBIIE-
HUsI cUHApOoMa Bunesamca.

Hannuue nanHoro 3abosieBaHHsi MOXKHO 3aMOJO3PUTh MPU CHUKEHHOW Macce
TeNa, XOTs. peOEHOK MOSBUJIICS HAa CBET NEPEHOLIEHHBIM, PEXE M0 BPOKIEHHOMY BbI-
BUXY Oefpa, KOTOPBI MOXET HAOIIOAAThCcS HE Y BCEX ACTEeH ¢ CUHAPOMOM JJbda,
IOPOKY CEp/Alla, MBIILIEYHON CIa00CTH, HAPYIIEHUIO MPOIiecca INIOTaHUsI U COCaHMUs,
OTKa3y MaJiblllla OT rpyaAu MaTepu. Ho 3Tu nposiBneHus cneupuyHbl He TOJIBKO 3TOMY
3a00JIeBaHHUIO, IOATOMY JIMATHOCTUPOBATH CHHIPOM BuiibsiMca MOKHO TOJIBKO B OoJiee
CTaplLIeM BO3pacTe.

Y 75% nereii ¢ cuHapoMoM Oib(da OTMEUAIOTCS aHOMAJIUM B Pa3BUTUHU CEp-
JI€YHO-COCYJUCTON CHUCTEMBI, IPOSBIISAIOLINECS B BUJIE CTEHO3a a0PThI (11aTOJIOTHYE-
CKO€ Cy’KE€HHE OO0JILIOr0 KOPOHAPHOI'O COCy1a) UM JerouHoi aprepuu. K uetsipem
rojfiaM y JieTei 3aKkaH4nBaeTcsl (OpMUPOBaHUE TUITMYHBIX YepPT JIUIA («ITUIIO 3b(ar):
nyxJible MEKU; OOJIBIION OTKPBITHII POT € IOBOJIBHO MOJIHBIMU T'YOAaMH M IPUIIOAHS-
TBIMU YTOJIKaMH; HEOOJIBIION 3a0CTPEHHBINA MOAOOPOJOK; IHUPOKU J00, CIaBICHHBIN
B BHCKAaX; CBOCOOPA3HBIN paspes Iiia3 ¢ MPUITyXJIOCThI0 BOKPYT OPOUT; XapaKTepHast
3Be374aras paayXKa; KOpOTKHIA HOC C OTKPBITBIMU BIIEPE] HO3APSAMU U 3aKPYTJIEHHBIM
TYNBIM KOHIIOM; IMUPOKAas BEPXHsS YETIOCTh; MOHTOJIOMIHBIN pa3pe3 riia3; OTTOMbI-
pPEHHBIE B CTOPOHBI YIIIH; I0JIy0OBaTOr0 1IBETA CKIIEPHI U SIPKO-TOIYObIE PalyKKH; Ya-
CTO HaOJIIOJaeTCs KOCOTJIa3He.

OTU XapaKkTepHbIe A1 CUHAPOMA Diib(a yepThl JHIla C BO3PACTOM IPHUOOPETAIOT
BCE OOJIBITYIO TPYOOCTb.

Taxxe xapakTepHBIM MPU3HAKOM CHHApPOMA Dib(a CUUTAIOT PEAKUE 3yObl, BO3-
MO>KHO a/ICHTHs (ITOJIHOE WJIM YaCTUYHOE OTCYTCTBHE 3yOOB), PEIKOE MX MPOpE3bIBa-
HUE U MOBBILICHHAs MOABEPKEHHOCTh Kapuecy. [Ipu ocmoTpe HabM0Aat0TCs HapylIe-
HUE MPUKyCca, U3MEHEHUS pa3MepoB KOPHEH 3yOOB M CKIIQAUaTOCTH CIU3UCTON 000-
JIOYKH IIEK.

V nereii paHHEro Bo3pacTa ¢ CUHIPOMOM «JTMLO 3J1b(ha» HAOII0JAeTCsl BhIPaXKEH-
Hasi COMaTU4YEeCKasi OCIa0JIeHHOCTh, OTCTaBaHUE B POCTE M MacCe, OTMEYAETCS ITTHHHAS

1iesi, y3Kasi Tpy/iHast KJIeTKa, HU3Kas Tausi, X-00pa3Hble HOTH. Y Ke C CaMOT0 PaHHETO
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BO3pacTa y JeTel OTMEUYaroTCsl pa3IMyHbIe HApYUIEHUSI OTIOPHO-/IBUTAaTEILHOTO amia-
paTa, TaKue KakK IJI0CKOCTOIMHE, KOCOIANOCTh, MOBBIIICHHAS Pa3rn0aeMoCTh CyCTaBOB,
VCKPUBJICHUS TIO3BOHOYHUKA U JIPYTHE.

VY nereil ¢ naHHBIM 3a00J1€BaHUEM YACTO OTMEYaeTCs (PU3MIECKOE, ICUXUYECKOE
U peueBoe OTCTaBaHHe B pa3BUTHU. [lepBbie cioBa y peOEHKa, CTPAAAIOIIETO CUHAPO-
MoM Bunbsmca, nosBisitorest B 2,53 roza, a gppazonas peub popmupyercs k 4-5 ro-
nam. [1o Mepe pocta u pa3BuTus pedEHKa Oosee OTUYETIMBO CTAHOBUTCS BUIHO HECO-
OTBETCTBHUE MEXAY HOPMAIBHO PAa3BUBAIOIIEHCS KOMMYHUKATUBHOW CTOPOHOU PEYH U
BBIPAKEHHOCTh HEJOCTATOYHOCTHIO €€ CMBICIIOBOM U PEryIHpyIomei QyHKIIUH.

[Toutn KaxxnpIil peOEHOK C CUHIPOMOM Oiib(ha UMEET B TOW MM MHOW CTENEHU
MPOSIBJIEHNUS YMCTBEHHYIO OTCTanocTh (M3 HUX y 50% nereit HaOmromaercs Tsoxenas
CTENEHb YMCTBEHHOM OTCTANIOCTH — UMOCUUIBHOCTH), KOTOpasi COYETaeTCsl C rpy0oit
HE3PETOCTHI0 AMOLIMOHAIIbEHO-BOJIEBOM C(EpPHI.

Ha coBpeMeHHOM ypOBHE pa3BUTHS MEIUIIMHBI CHHAPOM BuibsiMca He JieuuTcs,
HO Y4€HBIMU ObUI pa3paboTaH psl pPEKOMEHIAIWW, MPU COOJTIOJCHUH KOTOPBIX
MPEIOTBPAIIACTCS] BOSHUKHOBEHHS COMYTCTBYIOIIUX OOJIE3HEW M JanbHEHIIee mpo-
IPECCUPOBAHUE YKE UMEIOIINXCS, @ UMEHHO: UCKITIOYUTh U3 palioHa peOEHKa Kajb-
1M 1 BUTaMuH D; CHU3UTH ypOBEHB KABIHSI B KPOBH; TIPH THKEIOW CTETICHU TTPOSIB-
JICHUSI 3TOTO CHHJPOMAa BO3MOXHO XUPYPrHYECKOE BMEIIATEILCTBO Bpadeil i da-
CTUYHOTO MPEAOTBPAICHUS JATbHEHIIIETO CYKEHUSI KPOBEHOCHBIX COCYIOB U TOBBI-

CUTb YPOBEHb MCUXOJIOTO-TIEJarOTUYECKON TOMOIIHN TaKOMY peOEHKY.
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